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BBEJAEHUE

AKTyaJILHOCTl) TEMbI UCCJICAOBAHHUA U CTCIICHD €€ pa3p360TaHHOCTl/I

AKTyaJIbHOCTh TpPOOJIEMbl HACJIEICTBEHHBIX KHCTO3HBIX OOJIE3HEH IOYeK Yy
neTeil 00yCloBlieHa PaCIpPOCTPAHCHHOCTHIO, OCOOCHHOCTSMH DPAa3BHUTHS, TOYCUYHBIX U
BHETIOYEYHBIX TNPOSBIICHUI, TEUEHHUS C BBICOKUM PHCKOM IPOTPECCUPOBAHUSI B
TEPMUHAIBHYIO CTQJNI0 XPOHUUYECKOM 00JIe3HU TOUYEK, TPEOYIOIIYI0 3aMECTUTEIbHYIO
MOYCYHYIO TEPAITMI0 METOJIOM JIHaIM3a M TPAHCILIAHTAI[MKM B JETCKOM Bo3pacte [3, 14,
23, 66, 71, 78, 239]. AHamu3 OTEUCCTBCHHOW W 3apyOeXHOW JIHMTEpaTyphl MOKa3all
aKTUBHOCTHh MOJIEKYJISIPHO-TCHETHYCCKUX HCCICNOBAaHUNA TPU KHUCTO3HBIX OO0JIE3HIX
noyek y gereit [7, 64, 104, 206, 229, 239]. BcemupHbIe MOJICKYIIPHO—TECHETHICCKHUE
HCCIICIOBAaHUS HWACHTU(MDHUIIMPOBAIM MYyTallUM TE€HOB, OTBETCTBEHHBIX 3a pa3BUTHE
MOJIMKUCTO3HOW OO0JI€3HW TOYEK C ayTOCOMHO—IOMHHAHTHBIM THIIOM HACJICTOBAHUS
(OMIM 173900, 613095, 600666, 618061, 620056, 620903) ¥ MOIUKKCTO3HOM OOJIC3HU
MOYCK ¢  ayTOoCOMHO—peneccuBHbIM  ThumoM  HacnenoBanums  (ORPHA:731),
riioMepynokucTo3Hoi 6onesnn mouek (ORPHA:93111), Hedponodrrza (ORPHA:655),
OHOCTOPOHHEH MynbTHKHCTO3HON auciiazuu noukun (ORPHA:97363) y mereit [90,
100, 119, 228, 264, 271, 279, 283, 292]. Pe3ynbrarbl CBHACTCILCTBYIOT O
MEPCIICKTUBHOCTH  MOJICKYJISIPHO-TCHETHUCCKUX  HCCICAOBAaHUNA MyTalldid TEHOB,
00yCNaBIMBAIOIINX OCOOCHHOCTH KJIMHUYECKOro (¢eHOTHNa pPa3iaudHbIX  (HopMm
KHCTO3HBIX 00JIE3HEH MOYEK y JAeTeH.

BaxxHOW ¥ TOTTHOCTBIO HEPEIICHHOW SBIIAETCS MPoOJieMa MOYEYHOTO TIPOTHO3a Y
JIeTeid W B3POCHBIX C XpPOHUYECKOM OoJse3Hbto mouek [4, 60, 62, 71]. Ham He
BCTPETUIIOCH OIYOJUKOBAHHBIX PE3YJIbTaTOB CPAaBHUTEIHHBIX MCCICAOBAHMMA TOYCUHOMN
(GYHKITUU 1 BEPOSTHOCTH BBDKUBAEMOCTH Y JIETECH C TIOJMKUCTO3HOW OOJIE3HBIO MOYEK C
ayTOCOMHO—JIOMHHAHTHBIM M ayTOCOMHO — PEIICCCUBHBIM THUIIOM HACIICOBAHMS,
IJIOMEPYIOKUCTO3HONW O0Je3HbI0 ToueK, HePpPOHODTU30M, HEPYHKITMOHUPYIOIICH
MYJIBTUKHACTO3HOM JHUCIUIA3Me MOYKU, KHUCTO3HOW OOJIE3HBIO MOYEK MPH TyOEpO3HOM

CKJIepo3e.
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B coBpemenHoil menmuarpum yTBepKaeHa koHuenius 411/4P — memuruHsl,
BKJIIOUAIONIEH  TMPEAUKTUBHOCTb, IPEBEHTUBHOCTb, IEPCOHATM3UPOBAHHOCTh U
naprucunaruBHocTs [17, 32, 238, IIpuka3z M3 PO ot 24.04.2018r. Nel186], nmpennoxkena
711 — menuaTpusi pa3BUTHUS U IPOTPAMMHPOBAHUS 3I0pOBBs peOeHka [46].

[IpuopuTeTHBIM HaNpaBJICHUEM SBISETCS TMEPCOHATU3UPOBAHHBIA TOIXOA K
BE/ICHUIO TMAallMEHTa C HACJIEJACTBEHHOW KHUCTO3HOW OOJE3HBIO MOYEK, OCHOBAaHHBIA Ha
aHalIu3€ WHJMBHUIYaJIbHBIX T'€HETUYECKUX OCOOCHHOCTEW ¢ TPOTrHO3UPOBAHHE
COCTOSIHUSA 3/I0POBbsI B OyIyIIIEM.

[TyOnukanuii 0 MPOTHO3MPOBAHWU COCTOSIHUS 370pPOBbsI B OyaylieM JeTed ¢
HACJIEJICTBEHHBIMU KHUCTO3HBIMU OOJIE3HSMM IOYEK IO pe3yibraTaM HCCIIEIOBaHUs
(GEHOTUNNYECKUX U  TEHETUYECKMX OCOOEHHOCTEH, IMOoYeyHOW (YHKUUU H
BbDKMBaeMoctd 1o Merony E.L.Kaplan — P.Meier ne Berpermiocs. Cuutaem
O0OOCHOBaHHBIM U AaKTyaJbHBbIM HCCIEJOBAHHE IO MpoOJIeMEe HACIEACTBEHHBIX

KHCTO3HBIX 00JIE3HEH MOYEK B JETCKOM BO3pacTe.

eab ucciienoBanus

M3yunTh KIMHUYECKUM (EHOTUII M TEHOTHUII, IOYCUHYI0 (QYHKIHIO H
BBDKMBAEMOCTh y JI€T€H C HACJIEACTBEHHBIMU KHCTO3HBIMU OOJIE3HSAMM TMOYEK JJIs
IIPOTHO3UPOBAHUS TIPOTPECCUPOBAHUS XPOHUYECKON OOJC3HHM IOYEeK, OOOCHOBAHUS
MEPCOHAM3UPOBAHHOTO TOAXO/JAa K BEICHUIO TIAIMEHTOB W MPOTHO3WPOBAHUS

COCTOSIHUSI 3I0POBBS B OyAYIIIEM.

3aaaum uccjie10BaHus

1. O1neHuTh CTPYKTYpY HACJEICTBEHHBIX KHCTO3HBIX OOJE3HEW MOYeK y JeTei,
BKJIFOUCHHBIX B HCCIICIOBAHHE.

2. HccnenoBare KIMHUYECKUH (DEHOTHI M TEHOTHI TMPU TOJUKUCTO3HOW OOJIE3HU
MOYEeK C ayTOCOMHO—JOMHUHAHTHBIM THIIOM HAcJIeOBaHUS U Op(HaHHON MOTMKHUCTOZHOMN

00JIe3HU TTOYEK C ayTOCOMHO—PEILIECCUBHBIM TUIIOM HACJICIOBAHUS Y JETEH.
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3. N3yunTh KTuHUYECKUHN (PEHOTUI U TEHOTHUIT IPU Op(PAHHBIX KHCTO3HBIX OOIE3HIX
MOYCK, aCCOIMUPOBaHHBIX ¢ MyTarusamMu reHa HNF16 y nereii.

4.  HccnenoBaTh KTUHUYECKUI (PEHOTUI M TEHOTHU MpU Op(HaHHOM HACIIEICTBEHHOM
HeppoHODTH3E U HEPPOHOPTU3—CBI3aHHBIX CHHIPOMAX C MOYEUYHBIMH KHCTAMU Y
EeTEN.

5.  H3yuuTh KIMHUYECKHH (PEHOTHUN M TEHOTHN KHCTO30B MOYEK MHpU Op(daHHBIX
TyOEpO3HOM CKJIEPO3€ U HACJIECTBEHHBIX CUHJIPOMAX Yy JETEH.

6. Ouenuts 'y jAeTed  KIMHUKO—Mopdonornueckud  deHotun  opdaHHOU
HE(YHKIIMOHUPYIOLIEH  MYJABTHUKHUCTO3HOM  JUCIUIa3MM  TOYKHM W COCTOSIHHE
KOHTpaJlaTepalibHOM.

7. HccnenoBark modeuHyro (DyHKIMIO W BBDKHBaeMOCTh 10 metony Kaplan—Meier
(1958) y neteit ¢ HAcAEACTBEHHBIMU KUCTO3HBIMU OOJIE3HIMU MOYEK.

8.  Ilo pesymbraram uccieqoBaHUsi 00OCHOBATh MEPCOHATU3UPOBAHHBIN MOIXOM K
BEJICHUIO TIEAUATPUUYECKHUX TMAIMEHTOB C HACIEACTBEHHBIMH KHCTO3HBIMH OOJIE3HSIMU

ITOYCK U IIPOTHO3HUPOBAHHNC 0COOCHHOCTEH COCTOSHHUS UX 300POBbBA B 6YIIYH_[€M.

Haquaﬂ HOBH3HA UCCJICA0OBaAaHUA

ITo pe3ynbrataMm HCCIENOBaHUSI TIOJTYYEHBl HOBBIE JaHHBIE O CTPYKType
HACJICJICTBCHHBIX KHCTO3HBIX OOJIC3HEM TOoYeK Yy JeTei, B KOTOpOW Ipeodiiamaet
MOJIMKUCTO3HAsT OOJIe3Hh TOYEK C ayTOCOMHO — JIOMHHAHTHBIM M ayTOCOMHO —
pPELIECCUBHBIM THUIIAMU HACJICIOBAHUS; PEXE BCTPEUAIOTCS HEPYHKIMOHUPYIOIIAS
MYJIBTUKUCTO3HAS JUCIUIA3HS TIOYKH, HEHPOHOPTHU3, TIIOMEPYIOKHUCTO3HAsT O0Jie3Hb
MOYEK, KHUCTO3bl TMOYEK MpU TYOEPO3HOM CKJIEPO3€ U CHUHIAPOMAJbHBIE KHCTO3HBIC
00JIe3HU TTOYEK.

[IpencrapieHbl JaHHBIE O PA3BUTUU PEHATIBLHOTO MajloBoaus U cuHapoma [lotrep,
OCOOCHHOCTSIX KJIMHUYECKOTO MOYEYHOTO W BHEIMOUYEYHOro (peHoruna y AeTed ¢ O4eHb
paHHUM Ha4aJiOM TOJUKHCTO3HOW OOJIE3HH TOYEK C ayTOCOMHO—/IOMHUHAHTHBIM THIIOM
HacJieoBaHus (C BBISBICHHUEM IIOYEUHBIX KHUCT B Bo3pacTe oT 0 mo 18 mecsies) u

paHHUM HayajoM (C BBISIBIEHUEM MOYEYHBIX KUCT B Bo3pacTe oT 18 mecsieB 1o 17 ner
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11 mecsmeB). YcTaHOBIEHO MpeoOiafaHue MATOTEHHBIX BApUAHTOB TETEPO3UTOTHBIX
myTtanuii B reHe PKD1 y nereil ¢ odeHb paHHUM HayajioM ITOJIMKUCTO3HOM OOJIE3HM
MOYEK C ayTOCOMHO—/IOMHUHAHTHBIM THUIIOM HACJIEIOBAHMS.

[TomyueHnsl HOBBIE NaHHBIC, JTEMOHCTPUPYIOIIHE BapHaOEIbHOCTh MOYEYHOTO U
MEYEHOYHOro (EeHOTHIMA, YaCTOThl PEHAIBHOIO MAaJIOBOAMS W Pa3BUTUSA CHUHApPOMA
[Torrep ¢ OINIl u JIH y nmeredd mpu KIACCHYECKOW W NETCKOM ¢ (UOpPO30M IMEUEHU
MOJIMKUCTO3HOU OOJIE3HH MOYEK C ayTOCOMHO—PELIECCUBHBIM TUIIOM HACJIEIOBAHUS.

BrepBbie oxapakTepu3oBaHbl 4YacTOTa W Pa3BUTHE PEHAIBHOIO MAaJIOBOJMS,
He(poMeralin, MOYEYHbIX KUCT, apTepUANbHON THIEPTEH3UHU, BPOXKIECHHOTO Gubdposa
NIEUEHH, PACIIMPEHUSI BHYTPUIICUEHOUHBIX JKETYHBIX IPOTOKOB, KUCT IIEUEHHU, CHHIpOMA
NPTaTbHOW TUIMEPTEH3MH C BAaPHUKO3HBIM DPACIIUPEHHEM BEH MHINEBOAA M JKEIyIKa C
KPOBOTEUEHUEM, BapHaHThl MaToreHHbIX myTtanuii reHa PKHDI1, neuenue u BeneHue
JeTcKoi (opMbl ¢ pUOPO30M IEUeHH, NMPeoOIaJaoEel B CTPYKType MOIMKUCTO3ZHON
OO0JIE3HN TIOYEK C AyTOCOMHO—PEIECCHBHBIM THUIIOM HACIENIOBaHUS y MEAHATPHUUECKUX
HAIMEHTOB.

[lokazana  BapuaOENbHOCTH  MOYEYHOrOo  (eHOoTUNA  (CYOKOPTHKAIBHBIM
[JIOMEPYJIIOKMCTO3  TO4YeK,  omHocTopoHHsAss  MK/II wm  1moMepynokucTos
GYHKITMOHUPYIOIEH KOHTpalaTepaibHOW) MPU UIECHTUDUIIMPOBAHHBIX MYTAIUSIX TeHa
HNF1b u aemenmu xpomocomsl 17q12 ¢ 3axBatom rema HNF1b y nereii ¢ opdanHoi
[IOMEPYJIOKUCTO3HOM 00JI€3HBIO MOYEK.

Bnepssie BBISBIICHBI y JeTen 0COOEHHOCTH CUHAPOMAJIBHOMU
IIOMEPYJIOKUCTO3HOU 00Jie3HU movek npu aureHHoi mytaruu reHoB CLCNS u HNF1b
¢ (eHoTHIOM peHaJIBHOrO cuHApoMa Fanconi npu Oonesnu Dentl, mpu Tpucomun
XPOMOCOMBI 9 ¢ TeTepOTeHHBIM BHEMOYEUHBIM (DEHOTHUIIOM.

[Tony4yeHsl HOBbIE JaHHBIE O (PeHOTUNAX MH(PAHTUIBHOU, FOBEHWIbHOW, O3AHEH
(GopM H30JUPOBAHHOTO M CHHIpPOMAIbHOTO opdanHoro HedpoHoptusa mpu del2q c
3axparoM reHa NPHP1 u myranmusmu remos CEP290, TMEMG7, INVS y nereit.

Bnepsrie  ommcansl  ocobeHHOCTH  WH(MAHTUIBLHOTO  HeppoHOpTH3A C

nporpeccupoBanueM B tepmuHaibHyio XbBII y mereit ¢ cunapomamu Meckel-Gruber4

(CEP290) u Senior—Loken6 (del12g21 ¢ 3axBatom rena CEP290).
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BnepBbie npuBeneHbl OCOOCHHOCTHM JTUArHOCTHUKW, TEUYEHHSA, BO3PACTHOU
UHBOMIOIMU (YMEHbIIEHHE B 00beMe) HEePYHKIIMOHUPYIOUIEH MYJIbTUKUCTO3HON
JTUCIJIa3MM  TIOYKM UM KOMIIGHCATOPHOW THUNepTpoduu, MaToJIOTHH, (YHKIUH
KOHTpalarepajlbHON y JETEN.

[lonydyeHsl HOBBIE JIaHHBIE O BapuUaOEIBHOCTH TMOYEYHOrO  (PEeHOTHUIIA
(cyOokopTukanpHbie ¥ TU(Qy3HBIC MAPEHXUMATO3HBIC KUCTHI YBEIUYCHHBIX B 00bEMeE
MOYEK, AHTMOMHUOJIMIIOMBI, KaplMHOMA, apTepuajbHas TUIEPTEH3US) U TUIIUYHOCTHU
BHETIOUYEYHBIX MPOSABICHUNA Op(aHHOTO TyOEpO3HOTO CKJIEpO3a BCIEACTBHE MyTallui
renoB 1SC2 u TSC1 y gereii.

[Toxa3zaHbl 0COOEHHOCTH MOYEYHOIO M BHEMOYEYHOro (eHOoTHNa y JAeTed mpu
ophannbix HaciencTBeHHbIX cuHapoMax Papillo—Renal, CHARGE, Meckel- Gruberd
BCJIEICTBME MYyTallMd T€HOB M TIPH XPOMOCOMHOM marojoruu Senior— Loken6 mnpu
neneunn 12921, cungpome neneuun 17ql2, nenenuu 12p, npu TpUCOMHM XPOMOCOMBI
9; mpu Oone3nu Dentl; cunnpome Beckwith — Wiedemann BcienctBue HapyiieHus
metuiupoBanus KVLQT (LIT1).

BnepBeie y gereid B Bo3pacTe Oojiee 2 JE€T MOJMY4YEHbl HOBBIC JIaHHBIE O
nporpeccupoBaHuu XxpoHuueckon 6ose3nu novek ot Cl (¢ coxpannoit CK®) no C2-5
OpU  HACJIEACTBEHHBIX  KUCTO3HBIX  OOJIE3HSX  TOYEK, H30JHMPOBAHHBIX U
aCCOLIMMPOBAHHBIX ¢ Op(PaHHBIMU CHUHIPOMAMHU.

BriepBbie ycTaHOBJIEHA BEPOSTHOCTH MOYECYHON BBIKMBAEMOCTH 1-JieTHEH, 5—
netHed, 10—nerneit, 15—nernei, 17— netneit mo meroxy Kaplan — Meier (1958) y nereii
C MOJIMKUCTO3HOM OO0JIE3HBIO MOYEK C ayTOCOMHO—OMHUHAHTHBIM THIIOM HaclleJOBaHMUS,
MOJIMKHUCTO3HON OOJIE3HBIO MOYEK C ayTOCOMHO — PELECCUBHBIM TUIIOM HACJEIOBaHMS,
IJIOMEPYJIOKUCTO3HOW OO0JEe3HbI0 TMO4YeK, He(PpOHOPTU30M, KHCTO30M IMOYEK MpHU
TyOE€pO3HOM CKJIEPO3€, HACIEICTBEHHBIX CHHIPOMAX; BEPOSTHOCTh BBDKHMBAEMOCTH |-
netHen, S—netHel, 10—nerneit, 15—neTHel, 17— neTHel KOHTpaarepadibHON MOYKU MPH
HEe(PYHKIIMOHUPYIOIIEH MYJIbTUKUCTO3HOMN JAUCIIIa3UU.

Hayuno o6oCHOBaHBI MEPCOHAIM3UPOBAHHOE BEICHHE W NPEAUKTUBHOCTh —

IPOrHO3UPOBAHUE COCTOSIHUSI 3/IOPOBBS B OyIyILIEM y €T ¢ KUCTO3HBIMU OOJIE3HAMU



10

MMO4YCK C YUYCTOM HHIAMWBHUAYAJIbHBIX I'CHCTUYCCKUX U (l)eHOTI/IHI/I‘-IeCKI/IX 0CO6CHHOCT€I\/’I,

BCPOATHOCTHU MMOYEYHOM BEKMBAEMOCTH.

TeopeaneCKaﬂ U NMpakTHICCKasi SHAYMMOCTDb paﬁoTLI

TeopeTndeckass 3HAY4UMOCThH TIOJTYUYEHHBIX PE3YJbTaTOB JUCCEPTAIIMOHHON PabOThI
3aKJII0YaeTcsl B yIIyOJIIGHHOM H3Y4YEHHH CTPYKTYpbl, OCOOeHHOcTed (eHoTuna u
TCHOTHUIIA, TIOYEYHON (YHKIIMM W BEPOSITHOCTH BBDKMBAEMOCTH Yy JETeH ¢
HACJIEICTBEHHBIMU U Op(PaHHBIMU KHUCTO3aMU TOYEK.

Pe3ynbrarel uccepTaliMOHHON pabOThl pacUIUpPSIOT MPE/ICTABICHUS MEIUATPOB U
He(dposioroB o GeHOTHUIE U TEHOTHIIE, TOUYCYHON (DYHKIIUU U BEDKHUBAEMOCTH Y JIETEH C
HACJIEJICTBEHHBIMU ¥ Op(DaHHBIMU KHUCTO3HBIMU OOJIC3HSIMHU TTOYEK.

Hayuno  0o0OCHOBaHO  TMpOBEIECHHE  MEAUATPUUECKUM  MAlMEHTaM  C
HACJICICTBEHHBIMA KHUCTO3HBIMH OOJIE3HSMU TMOYEK MOJICKYISIPHO — T€HETHUYECKOTrO
UCCIIEIOBAHUSA 10 BUAY BHICOKOTEXHOJOTMYHOM MEAUITMHCKON MOMOIIM — HE(DPOJIOTHUS B
coorBerctBuM ¢  IlocranoBnenuem  IlpaButensctBa PD «O  IIporpamme
roCcyJapCTBEHHBIX TapaHTUN OECIIATHOTO OKAa3aHUs rpak/laHaM MEIUIIUHCKON TOMOITU
Ha 2025 rox u Ha maHoBEIHA eproa 2026 u 2027 romoB» ot 27.12.2024 Ne 1940.

Pa3paborana u mpemiokeHa B MEAMATPUYECKYIO HEDPOIOTHUECKYIO MPAKTUKY
CUCTEMaTUKa MYJIBTUKHUCTO3HOW MHUCIJIA3MM TMOYKUM y JAETEeW C YYETOM KIMHUKO—
Mopdosornyeckux  (PEeHOTUNOB, BO3PACTHON WHBOJIIOIMU, MYyTalldid TE€HOB U
KOMITCHCATOPHOU THUNEpTpOodUH, MATONOTHH, (PYHKIIMH KOHTpajarepaabHON MOYKU Yy
JETEN.

O6ocHOBaH MEXIUCIUIUIMHAPHBIM ~ TIOAXOJ K BEACHHUIO  JETeu C
HACJICJICTBEHHBIMM  KHCTO3aMHM  TIOYEK  MeauarpoM, HedposaoroMm,  yposiorom,
raCTPOIHTEPOJIOTOM, OTOJIAPUHTOJIOTOM/CYyp/IOJIOTOM, O(TaTBMOJIOTOM, HEBPOJIOTOM,

OHAOKPHHOJOI'OM, KapAHXOJI0I'OM.
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MeTom0/10rusi 1 MeTOAbI UCCJICAOBAHUS

Metononorus  AuMccepTallii  OCHOBaHAa Ha JAaHHBIX  (yHIaMEHTAJIbHBIX
UCCIJIEZIOBAaHUN B 00J1aCTH METUIIMHBI, IEAUATPUH U HE(HPOJOTHUH U TIOCTPOCHA aBTOPOM
Ha OCHOBE M3Yy4YEeHHS U 0000IIECHUS JaHHBIX OTEUECTBEHHOU U 3apyOCIKHOU JTUTEPATyPhI
O TEPMHUHOJIOTMH, KJIacCU(UKALMH, KIMHUKO—TEHETUYECKON MarHOCTUKH, MOYEHYHON
(GYHKIIMKM Y BBDKMBAEMOCTHU Y JE€TEH C HACJIEACTBEHHBIMU KHUCTO3HBIMHU OOJIE3HSIMU
MTOYEK.

Knunnueckoe wuccnenoBanue mnposeaeHo y 300 gered ¢ HacCIEACTBEHHBIMHU
KUCTO3HBIMU  Oosie3HsIMM  mouek. Hacrosimiee uccienoBaHue MNPOBOAMIOCH B
COOTBETCTBHM C 3aKOHOHATENbCTBOM Poccuiickon Penepanun, MeEXIyHAPOIHBIMU
ATUYECKUMH HOPMaMH, W3JIOKEHHBIMU B XEIbCUHCKOW Jekiapauuu BcemupHou
MEIULMHCKOM  accommanuu  «PekomeHmammu  Juid  Bpadel,  3aHUMArOIIMXCS
OMOMEIUIIMHCKUMHU HCCJIEIOBAHUSIMU C Yy4YacTHEM JIIONIe», OJ00pEeHO pelnieHueM
JOKAJIbHOTO 3THYECKOr0 KomuTeTra DenepalbHOr0 TrocydapCTBEHHOIO OIOKETHOTO
00pa30BaTeNbHOIO  yupexAeHus Bbicmiero obOpasoBanHus «CaHkT—IletepOyprekuit
TOCYIApCTBEHHBIN TEIUATPUYECKUNA MEAULIMHCKUNA YHHUBEPCUTET» MMUHHUCTEPCTBA
3npaBooxpanenust Poccuiickoit ®Denepanuu (mporokon Ne 10/8 ot 19.10.2020).
3aKOHHBIE MPEACTABUTENIU MAIMEHTOB C KUCTO3HBIMH OOJIE3HSIMU TOYEK B BO3paACTe
MeHee 15 neT u manueHTsl B Bo3pacte Oosee 15 yer nanu MHPOPMUPOBAHHOE coIvlacue
Ha y4acThe B HCCIIEOBaHUU. TUIN HMCCIENOBaHUS: PErMCTPAllMOHHO—HAOIIONATENbHOE

PETPOCIICKTUBHOC U IMPOCIICKTUBHOC KIIMHUYCCKOC NCCIICJOBAHHC.

HO.]]O?KGHI/IH, BBIHOCMMBIC HA 3allIUTY

1. B cTpykType HacnencTBEHHBIX KUCTO3HBIX OOJIE3HEH MOUYeK BCIIEICTBUE MYTAIIHMA
I€HOB M XPOMOCOMHOM MAaTOJIOTUM Y JIeTeW MpeodsiaaeT MOJUKUCTO3HAs 00JIe3Hb

ITIOYCK C 4AYTOCOMHO—IOMHWHAHTHBIM n AYTOCOMHO—PCIUCCCHBHBIM THIIaMHU
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HACJICIOBAHMsI, JPYrUe W30JIMPOBAHHBIE W CHUHAPOMAJBHBIE KHCTO3BI TIOYEK
BCTPEYAIOTCS PEKE.

2. Pa3nuuHbl BO3pacT K MOMEHTY BBISBICHUS KHUCT, KIMHUYECKUN (HEHOTHII,
teuenue npu AJIIIBII BcnenctBue myranuii B renax PKD1, PKD2 y gereii.

3. Bo3pact kK MOMEHTY BBISIBIICHUSI MOYEUYHBIX KHUCT, KIMHUYECKUN TOYEUYHBIA WU
MEYCHOYHBIN (PEHOTUII, TEYCHHE W TPOTHO3 HMMEIOT CYIIECTBEHHBIC DPA3IUUUS TPHU
KJIaccuiueckorn u aerckoi ¢ ¢ubpo3om medenu APIIBII BcrnenctBue myTtaiuii reHa
PKHD1 y nereii.

4, XapaktepHa BapuOETBLHOCTh KIWHUYECKOTO TOYEYHOTO M BHEMOYEYHOTO
dbeHoTna MpU HM30JIUPOBAHHOW M CHHAPOMAIBHONW TIOMEPYIOKHUCTO3HOM OO0Je3HU
noyek BcueactBue mytanuu reHa HNF1b u menenmm xpomocomsr 17¢12 ¢ 3axBatom
rera HNF1b, Tpucomun XxpoMOCOMBI 9 y neTei.

5. NHbpaHTUNBHBINA, IOBEHWIBHBIM W MO3AHUN HedpoHOPTH3, HEDpOoHODTH3—
CBSI3aHHBIC CUHAPOMBI BelieAcTBre MyTanuu reHoB CEP290, TMEMG67, INVS u del2q ¢
3axBatom TreHa NPHP1, dell2q ¢ 3axBarom CEP290 y pmereii mmeroT BO3pacTHBIC
OTINYMS MaHU(ECTAIUN, TTOYCUYHBIX U BHETIOYCUHBIX IMPOSBICHUH.

6. CymecTByIOT OCOOCHHOCTH  BO3PACTHOW  JUATHOCTUKHM W HWHBOJIOIHMH
(yMeHbllIeHHE O0BEMa), TEUYECHHsS] TPOCTONM W OCJIOXKHEHHON He(yHKIIMOHUPYIOUIEH
MYJIBTUKACTO3HON TIOYKH, KOMIICHCATOPHOW THUNEPTPO(UH, MATONOTHH W (PYHKITUH
KOHTpajaTepaIbHOU y JETEM.

7. I'eTreporenHocTh ¢eHOTHNA KHUCTO3a MOYEK W BHEMOUCYHBIX MPOSBICHUN MpU
opaHHBIX: TyOEpO3HOM CKJIEpO3€, HaCIeACTBeHHBIX cuHIpomax Papillo— renal,
CHARGE, Meckel— Gruber4, Senior — Loken6, cunapome Beckwith — Wiedemann,
oone3znu Dentl, cungpome neneuuun 17ql12, nenenuu 12p, TpucoMHH XpOMOCOMBI 9 y
neTeil 00ycioBiIeHa maToreHHbIMM MyTanusamMu B rerax 1SC1, TSC2, PAX2, CHD7,
CEP290, murennoii myrtamueir CLCNS u HNF1b, napymiennem wmeruaupoBaHus
KvLQT (LIT1), XxpoOMOCOMHO¥ IMaTOJIOTUEH Y ETEH.

8. ITporpeccupoBanue XBII y nereit ot C1 (¢ HopmansHoit CK®) no C2—C4 u C5
cTaauu, TpeOyromend auann3a U MOYEeYHOW TPAHCIUIAHTAINK; BEPOSATHOCTH IMOYECUHOMN

BBDKMBAeMOCTH l1-neTHei, S—netHel, 10—netneit, 15-netHed, 17-netHet y nmereit ¢
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ANIIBIL, APIIBII, T'KBII, omnoctoponneit MKIII, vedpoHopTH3OM, TYyOEpO3HBIM
CKJIEPO30M M CHHAPOMAIBHBIMH KHCTO3aMH MOYEK UMEIOT PA3JINUHAL.

9.  IlporHo3upoBaHHE MPOrPECCUPOBAHUSA XPOHMYECKONW OONE3HHM TOYEeK H
0COOEHHOCTEM COCTOSIHUS 3A0pOBbS B OyayliemM y JAeTedl ¢ HacleACTBEHHBIMU
KHACTO3HBIMH OOJIE3HSMHU TIOYEK OCHOBAHO Ha OIICHKE BApUAHTOB KIMHHYECKOTO
(GeHOTHIIa ¥ TEHOTHIIA, BEPOSATHOCTH MMOYCYHON BBDKHMBaeMOCTH 1Mo Metony Kaplan —

Meier.

CBsi3b € IVIAHOM HAY4YHBIX PadoT

HuccepranrionHas padoTa BBIOJHEHA O IUJIAHY HAYYHO — HMCCIEAOBATEIbCKOM
pabotsl kadenpsr dakynprerckort neauarpun CIIBITIMY «/luarHoctuka v jedeHue
BPOX/ICHHBIX HACJIEJCTBEHHBIX U MNPUOOPETEHHBIX 3a00JE€BaHUN MOYEK y JeTed u
noapoctkoB» ¢ 2018r. (momep roc.yuera HUOKTP AAAA-A18-118053190062—4 ot
31.05.2018).

Crenennb JOCTOBCPHOCTH U anpoﬁaunﬁ pe3yJabTaTOB

JIOCTOBEpHOCTh PE3YJIBTaTOB JTUCCEPTAIMOHHOTO MCCIIEIOBAaHUS OOYCIOBIICHA
METOJIOJIOTUEH, TIEJIbI0 U 3aJla4aMH, JOCTATOYHON BBIOOPKON MAIIMEHTOB C KHMCTO3HBIMU
00Je3HIMHU MOYEK, BBICOKOMH()OPMATHBHBIMU 1abopaToparopHbIMU,
BU3YaIN3HUPYIOIIAMH, (YHKITMOHATBHBIMH, MOJICKYJIIPHO-TEHETUICCKIMH,
[IUTOTEHETUYECKUMH  METOJaMH  HCCIEJAOBaHUS B JTAOOpATOPHUSAX, HMEIOIINX
JEUCTBYIOIIYIO JIMIIEH3WI0 Ha OCYIIECTBICHWE MEIUIIMHCKON JIeATeTbHOCTH |
nposenenne JIHK TecTtoB, wWccinenoBaHMeM MOYEYHOW (YHKIIMH W BEPOSTHOCTH
BbDKHMBacMoctd 1o wmerony Kaplan—Meier (1958); coBpeMeHHBIMH —METOIAMH
CTaTHCTHYCCKONH OOpaOOTKH pe3yJabTaToB M HWHTEPIPETAUH TOJYyYEHHBIX JTaHHBIX,
3¢ (HEeKTUBHBIM BHEIPEHHEM TOMYUYCHHBIX PE3yIhTaTOB B 00pa30BaTENbHbIN MPOIECC U

KIIMHUYCCKYIO ITPAKTHKY.
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OcCHOBHbBIE TIOJIOKEHHUSI M PE3yJAbTaThl PAOOTHI JOJOKEHBI M OOCYXKICHBI Ha
Poccuiickux U MeXayHapoaHbIX KOHrpeccax u koHdpepenusax: 43rd Annual Scientific
Meeting of the European Society for Pediatric Nephrology, UK, Birmingham (2009);
Bcepoccuiickuit  konrpecc  Hedponoros, Cankr—Ilerepoypr (2009); Hayuno—
npaktudyeckas KoHpepeHuss «BBICOKOTEXHONOTHYECKass MEIUIIMHCKAas TIOMOIIh B
KIUHUKE TeAuaTpuueckoil akagemMuu. OcoOEHHOCTH BEICHHUS HOBOPOXKIEHHBIX,
Cankr—IletepOypr (2010); 44th Annual Scientific Meeting of the European Society for
Pediatric Nephrology, Cavtat-Dubrovnik, Croatia (2011); Poccuiickuii dpopym
«Ilennarpus Cankr-IleTrepOypra: onbIT, MHHOBAaUWHU, JOCTHXEHUs», CankT—IleTepOypr
(2011); X Poccuiickuit KOHrpecc 1o ieTckoit Hegponoruu, PoctoB—Ha—/lony (2012); IV
Poccuiickuit  ¢popym  «llegmarpusa  Cankr—IlerepOypra:  oOmbIT, HWHHOBAalLUH,
noctwxkenus», Cankr-Ilerepoypr (2012); IV Konrpecc accomumanuu Hedposioros
HOBBIX HE3aBUCHMBIX TocynapctB, Munck, bemapycs (2016); Hayunas kondbepeHius
o(TaIbMOJIOTOB ¢ MEXAYHApOoAHBIM yuacTheM «HeBckue ropu3zoHThI—2018», CaHKT—
[TerepOypr (2018); Poccuiickuii konrpecc «llenuarpust B [IpuBomxckoM dhenepaibHOM
okpyrey, Kazanb (2019); Beepoccuiickast HaydHO-TIpaKTHUECKasi OHJIAH KOH(EpEeHIUs
«®apmakorepanuss v guertoiorus B mnenuarpum», Cankr—IlerepOypr (2020); 54th
Annual Scientific Meeting of the European Society for Paediatric Nephrology,
Ljubljana, Slovenia (2022); XVIII, XXI, XXII, XXIIl Poccuiickuii KoHTpecc
«/IHHOBalIMOHHBIE TEXHOJIOTUHU B MEIUATPUU U JETCKOM XUPYPTUM» C MEXKIYHAPOIHBIM
yuactueMm, Mocksa (2019, 2022, 2023, 2024); 111, V, VI, VI, VIII HaunonanbHbIi
KOHI'PECC C MEKIYHAPOIHBIM y4acTHEM «3I0pOBbIE AeTH — Oyayliee cTpaHby, CaHKT—

Terep6ypr (2019, 2021, 2022, 2023, 2024).

JIMYHBIA BKJIAJ aBTOpPA

ABTOPOM CaMOCTOSITETLHO TPOBENEHBI: 0030p OTEUYECTBEHHONM U 3apyOekHOM
JUTEPATYphl MO H3yyaeMoil mpoOieme, OOOCHOBAaHHME AaKTyaJIbHOCTH, OIpeAesieHue
LEeIM, 3a1a4, OpraHu3alys HWCCIEIOBaHUsA, aHAJIU3 MEIHMIMHCKOW JOKYMEHTAalWH,

dbopMupoBaHUE TPy TMAIUEHTOB, MAaTeMAaTUKO — CTaTHCTHYecKas oOpaboTka u
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aHaJM3UPOBAHUE  PE3ylIbTaTOB  HKCCIENOBAaHUS, HANKWCaHUE  JUCCEpPTAlUU U
aBTopedepara, crared, y4eOHBIX MOCOOMH, IITaB B PYKOBOJICTBaX, cosfgaHue 4 0a3
JAHHBIX TEIUATPUYECKUX TMAIMEHTOB C KHUCTO3aMHM IMOYEeK (C TOCYIapCTBEHHOM

peructpanuei B Peectpe 0a3 1aHHBIX).

BHenpenue pe3yibTaToB B PAKTHKY

PesynpraTtel ucclieoBaHUsS BHEIPEHBI B y4eOHBIH TMpolecC AUILIOMHOTO
0o0pa3oBaHUsA CTYICHTOB, B MPOrpaMMy MOCIEAUIIJIOMHOTO 0O0pa3oBaHUSl Bpaueil —
NeIUaTpoB B OpAMHATYpe, Ha Npo(ecCHOHANIBbHON NEPEernoAroTOBKE U Kypcax
NOBBIIICHNs KBanupukauu no Hegponoruu (144 gaca, 36 yacos), «HacnencrseHusie
KHCTO3HbIE OOJIE3HU MOYEK Yy JeTel 1 MoapocTKoBy (18 yacoB) kadenpnl GpakyabTeTCKON
neauarpun GI'BOY BO CIIGITIMY Munszapasa Poccun.

Pe3ynbraThl MccieqoBaHMs BHEAPEHBI B JIEUEOHBIM MPOLECC NEAHATPUUYECKOTO
otnencHus Nel (Hedposorum) U KOHCYIbTaTUBHO—IHArHOCTHUYECKOTO IieHTpa PI'BOY
BO CIIGITIMY MunszapaBa Poccum; B 1neueOHbI mponecc [AY3  «/letckas
pecnyOnuKaHcKas — KJIMHMYecKas  OonbHUIIA ~ MMHHCTEpCTBA  37paBOOXpPAHEHUS
Pecnybnuku TatapcTany.

Ha ocHOBaHuUM pe3ynapTaToB HCCIEAOBAHMS CO3/aHbl 4 0a3bl JAHHBIX, KOTOpHIE
3aperucTpUpoOBaHbl B TrocyaapcTBeHHOM Peectpe 0a3 panHbix: «baza maHHBIX
peHanbHOro (eHOTUNa pPEAKOoW MOJMKUCTO3HOW OOJE3HH IMOYEeK C ayTOCOMHO—
peuieccuBHbiM TuTIOM HacienoBanuss (ORPHA:731) y nereii» (RU 2024621893,
02.05.2024), «lIleuenounsiii ¢enorun npu opdanuoit (ORPHA:731) ayrocomuo—
PELIECCUBHOM TMOJMKUCTO3HOW OOJIE3HH MOYEeK Yy menuarpudeckux namueHtoB» (RU
2024622647, 19.06.2024), «®deHOTHII ONHOCTOPOHHEW  HEPYHKIHOHHPYIOIICH
MYJIBTUKACTO3HOM JUCIUIA3UM MOYKH y jneteir 6 mecsie — 17 ner» (RU 2024622890.
02.07.2024), «/Ilunamuka Y3H—meTpudeckoro oo0Iiero (CyMMapHOro) oobema IMmouek y
neteil ¢ opdaHHONW ayTOCOMHO—PEIECCUBHONW TOJUKUCTO3HONW OO0JIE3HBIO TIOYEK U

aYTOCOMHO—)IOMHHaHTHOﬁ MOJIMKHMCTO3HOM O0JIC3HBIO ITOYEK C OYEHB pPaHHUM Ha4daJIOM>»

(RU 2024623569, 14.08.2024).
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CooTBeTCTBHE NACHIOPTY CHENUATIBLHOCTH

Hayunple TmONOXKEHUS JUCCEpTallUM  COOTBETCTBYIOT —IACOPTy  HAy4dHOM
cnenuanbHocTu 3.1.21. «Ilemmarpus», KOHKpeTHO myHKTaM 1, 3, 5, 6 HampaBiIeHUU

HCCICAOBAaHMUA.

[Myonukanumn

[lo marepuanaM BBIIOJHEHHBIX HCCIENOBaHUM omyOnukoBaHa /1 medarHas
paborta, B ToM uucie 15 crareil B )KypHasiax, BKIIFOYEHHBIX B IEPEYEHDb PELEH3UPYEMbBIX
Hay4yHbIX HW3JaHUl, pexkoMeHAoBaHHbIX BAK miga nyOnukauum —pe3ynbTraToB
JUCCepTallii, U3 KOTOPBIX 13 B M3JaHMSIX, UHACKCUPYEMBIX B MEKIyHapoAHOU Oa3ze
Scopus; 2 8 BAK «K1» u 13 B BAK «K2»; 5 m1aB B pykoBoacTBax; 3 y4eOHBIX MOCOOHS
Ui oOydaromuxcs; 4 CBUIETENbCTBA O TOCYJapCTBEHHOM peructpauuu B Peectpe 6a3

JTAHHBIX.

O0beM u cTPpYKTYpa auccepTranuu

Huccepranyionnass paboTta COCTOMT W3 BBEACHUS, [ TIaB. 0030p JUTEPATYypHI,
MaTepualibl W METOAbl HWCCJICNOBaHWsA, 4 TIaBbl PE3yJbTaTOB HCCIICIOBAHUA,
oOCy)KJieHre; BBIBOJIOB, TPAKTHYCCKUX PEKOMEHIAINHA, CIUCKAa WCIOJb30BaHHBIX
COKpAllleHW ¢ chucka Jnuteparypbl. Pabora wu3noxkena Ha 310 crpanumnax
KOMITBIOTEPHOTO TEKCTa, WUIIOCTpUpoBaHa 28 pucyHkamu u 69 Ttabmumamu.
bubnuorpadpuyecknii crnmcok Bkiatodaer 310 mcrounukoB nureparypsl, U3 Hux 80

oTedecTBeHHbIX, 230 3apyOeKHbIX.
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ITTABA 1
OB30P JIMTEPATYPbBI

1.1 TepmuHoaorus, Kiaccupukanusi, KpUTEPUU AUATHOCTUKH, JIeYCHUE

HACJIEeACTBCHHBIX KHCTO3HbBIX 0oJ1e3Hel MmoYeK B A€TCKOM BO3pacCTe

Kucto3nsle 0Oone3Hu (KUCTO3bI) MOYEK MNPEACTABISIOT IFE€TEPOTEHHYIO TPYIIILY,
KOTOPYIO OOBEIUHSET TOJBKO OJWH OOMIMM MpU3HAK — HAJIMYME 3arOJTHEHHBIX
JKHUJIKOCTBIO TTOYeUHBIX KUCT [15, 23, 24, 50]. Kucra mouku — 3T0 3aKpbITasi MOJIOCTh C
TOHKOM KarlCyJIol WM CErMEHT He(ppoHa, AWIATHUpPOBaHHbIC J0 auameTpa 200MKM u
oonee. [IpoucxoxieHre KUCT B MOYKAX UMEET pa3IuyHble MPUYUHBI (T€HETUYECKUE U
nerenetnueckue) [30].

Paznuuaror egMHUYHbIE M MHOXECTBEHHBIE, OJIHOCTOPOHHUE UM JIBYCTOPOHHHUE,
muddy3HbIE U JTIOKATBHBIE, TAPEHXUMATO3HBIC (KOPTUKAIBHBIC, METY/UISIPHBIE, KOPTHKO—
MEAYUIIpHbIE) W HEMapeHXUMAaTO3HbBIC, CHHYCHBIC  (TIapamelbBUKaJIbHBIC,
NEepPUIEIIbBUKAIIbHBIC), KAaHAIBIIEBBIE U TIIOMEPYISPHBIC, aCCOIMUPOBAHHBIC C TPYTUMU
aHOMAJIMSMH TIOYEK, TMOYCYHBIC KHUCTHI. [[apeHXWMaTO3HBIC IMOYEYHBIC KHUCTHI MOTYT
ObITh YAaCThIO HACIEACTBEHHOTO CHHAPOMA, HEOIJIACTHYECKOrO IpoIecca WIH
CHUCTEMHOU IMAaTOJIOTHH.

KucTo3pl mouek paccMaTpuBalOT B Kiaccax W ToAKIaccax MexITyHapoaHOU
CTaTUCTUYECKOW Kiaccudukanuu Oone3Her u mpoOieM, CBSI3aHHBIX CO 30POBBEM
(MKB, 10 mepecmortp) [36]:

N28.1 — Kwucra moukm, mpuoOpereHHas. Kwucra (mpuoOpeTecHHAas)
(MHOXecCTBEeHHAs) (OJMHOYHAS) TIOYKU TTPHOOpETEHHAS,

Q61 — Kucto3nas 60j1€3Hb MOYEK,

Q61.0 — BpoxnenHas oawHOYHAas KHUCTA TOYKH. BpOoKIeHHas KUCTa TOYKU
(omuHOYHAs),

Q61.1 — [ToMMKKUCTO3 MOYKH, TETCKAM THII,
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Q61.2 — [1onMMKUCTO3 MOYKH, THIT B3POCIIBIH,

Q61.3 — ITomMKKCTO3 MOYKH HEYTOYHEHHBIH,

Q61.4 — JIucrmazus mouku. MyJIBTUKHCTO3HAS: JUCIUTACTHYECKAs MOYKa, TOYKa
(HapyuieHue pa3BuTHs), 00JIE3Hb MOYEK, MOYEUHAs TUCTLIA3us,

Q61.5 — MenymasipHbIit KUCTO3 MOYKH. ['yOUaTOCTh MOYKH 03 JTOMOJIHUTEIBHBIX
YTOYHEHHH,

Q61.8 — Jlpyrue kucto3Hblie Oone3HH TMouek. PUOPOKUCTO3: TMOYKH, MOYEHHAS
JiereHepanus uim 00ye3Hb,

Q61.9 — Kuctoznas O6one3np moyek HeyTouHeHHas. CuHapoM Mekkens —
I'py0epa,

Q60.6 — Curnpowm IlotTep.

[Tom TepMHHOM «KHCTO3HAs OOJIE3HBb IMOYEK» WM «KHCTO3 TOYEK» IMOHUMAFOT
KJIIMHAYECKOE WJIM TMAaTOJIOTMYECKOE COCTOSHUE, CBSI3aHHOE C HAJUYMEeM KHCTO3HBIX
MoYeK, comepkamux 3 KUCThl B Oonee. [1o «BHEMOUYECYHBIMA KHUCTAMW» MPU KHCTO3aX
MOYEK MOHUMAIOT KUCTO3HBIE 00pa30BaHUs JIPYTUX MAPEHXUMATO3HBIX OPTaHOB, KUCTHI
B TICUCHHU SBJAIOTCS HAWOONEe 4YacTOW JIOKATW3AaMeH BHEMOYEYHBIX KHCT TIPH
HACJICICTBEHHBIX KUCTO3HBIX OOJIE3HSIX MOUCK.

HacnencrBeHHble KHCTO3HBIE OOJE3HM TMOYEK Yy JETeH CHUCTEeMaTU3UpPYIOT B
3aBHCHMOCTH OT THIa HacaemoBanus [15, 23, 24, 50, 109, 127, 144, 181]: ¢ aytocomHO—
peneccuBHbIM  TunoMm HacnenoBanus (APIIBII, wnedponodTus, nHepponohTH3—
CBSI3aHHBIE CUHJIPOMBI), C ayTOCOMHO—IOMHHAHTHBIM TUIIOM HacienoBanus (AJITIBII,
ayTOCOMHO—JIOMHUHAHTHAsl TyOyJIOMHTEpPCTUIIMATbHAS OO0JIe3Hb IOYEK, B TOM YHUCIIEC
ceMelHas TUIOIIaCTHYECKasl IIIOMEPYJIOKUCTO3HAsE 00JIe3Hb MOYEK aCCOIMUPOBAHHAS C
myramusmu HNF I f rena).

B orteuecTBeHHOW U 3apyOeKHOW JIUTEpAType MCIOJIB3YeTCs Cleayromas
TEPMUHOJIOTUS  HACJEACTBEHHBIX KHCTO3HBIX OOJE3HEW TMOYeK ¢ ayTOCOMHO—

PCUCCCUBHBIM U aYyTOCOMHO — NJOMHWHAHTHBIM THUIIaAMHW HACJICAOBAHHA Y ,Z[CTCﬁ (Ta6.HI/II_IBI

1.1,1.2).
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Tabmuma 1.1 — TepmuHOMOTHS HACICICTBEHHBIX KHCTO3HBIX OOJIE3HEH IMOYEK C

ayTOCOMHO—PEIIECCUBHBIM THIIOM HaclienoBanus y aereit [15, 23, 48, 90, 109, 239, 247,

259, 292]

B oreuecTtBeHHOM TuTEparype

ITonukucrosHas 00JIE3HB MOYEK C
ayTOCOMHO—PEIIECCUBHBIM THIIOM
HacJIeZI0BaHus (ayTOCOMHO—

pCHCCCHBHBIﬁ ITOJIMKHUCTO3 ITOYCK,
APIIBI)

B 3apy0OexHoit nuteparype

Autosomal recessive polycystic kidney
disease (ARPKD)

Kiaccuueckas APIIBIT y
HOBOPOXXJICHHBIX U JIETEH TPyAHOTO
BO3pacTa /

Herckas APIIBII ¢ pubpo3om neuenu

Hedponodrus

ARPKD classic in neonates and infants /
ARPKD childhood with hepatic fibrosis

Nephronophthisis (NPHP),
isolated nephronophthisis

HedponodTusz—cpsazannas nuauonartus /
HedporodTuz—accounmpoBaHHbie
IIUIHOIIATHI

Nephronophthisis — related ciliopathy
(NPHP-RC) / Nephronophthisis associated
ciliopathies

HedponodTus u cBsa3anHbie ¢ HUM
CHUHJIPOMBI

NudanTunbHbii (MM paHHUN)
HeppoHOPTHU3

KOBenubHBIN HEPpOHODTHUS

HedporodTus ¢ mo3nHum Havamiom
(no3nHuit HePpoHOPTHU3)

Nephronophthisis and related syndromes

Infantile nephronophthisis, autosomal
recessive infantile nephronophthisis (NPHP

type 2)
Juvenile nephronophthisis (NPHP type 1)

Late—onset nephronophthisis
(adolescent/adult)

TepMUHOM «ITOJIMKUCTO3 TTOYEK» 0003HAYAIOT MOATPYIITY KHCTO30B C HAIMYHUEM

MHOXKeCTBeHHBIX (POly — mar. u rped.. MHOro, MHOXXECTBO, MHOT'OYHCIICHHBIH)

i y3HBIX KUCT B KOPKOBOM W/MJIM MO3TOBOM CJIO€ MAPEHXUMBI MOYEK, ¢ HATMIHUEM

(GYHKITMOHUPYIOMIEH MapeHXUMbl MEXIY KUCTaMH. TepMHUH «IOJUKHCTO3HAsI 0OJIe3Hb

MMO4YCK» — ONPCACIACT Oonee IIAPOKOC ITOHATHUC, KOTOPOC IMPHUHATO HCIIOJb30BATh IIPU
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yKa3aHWHU Ha HACJEJACTBEHHYIO MPHUPOy MHOXKECTBEHHBIX MNapEeHXUMATO3HBIX KHUCT
o0eux TOYeK, TMPHUBOMANIUX K CHIDKCHHIO TIOYCYHOM (PYHKIIMH, W HMEIOIINX

BHETIOYEYHBIC MTPOSBIICHUS CO CTOPOHBI JIPYTHX OPTaHOB B CTPYKType muironaruu [138,

139, 167, 172, 181, 207].

Tabmuna 1.2 — TepMUHOIOTHS HACHEICTBEHHBIX KHCTO3HBIX OOJIE3HEH IOYEK C
ayTOCOMHO—IOMMHAHTHBIM THIIOM HacliemoBaHust y aereit [15, 23, 48, 90, 109, 239,

247, 259, 292]

B oreuecTBeHHOM TUTEpaType B 3apy0exHoii muteparype
[TonmukucTo3Has 0OJIC3HB MMOYEK C Autosomal dominant polycystic kidney
ayTOCOMHO—IOMHUHAHTHBIM THIIOM disease (ADPKD)

HaCJICOOBaHUA (aYTOCOMHO—

I[OMPIH&HTHLIIZ IIOJIMKHCTO3 I10YECK,
AJITIBI)

AJITIBIT knaccuueckas B3pociast popma / ADPKD classic adult form /
AJITTBIT pannee Hawano aerckoit popmer  ADPKD early onset childhood form

oueHb panHee Hauano AJIIIBII «Very Early Onset» (VEO) ADPKD

pannee Hayano AJIITBIT «Early Onset» ADPKD

He oueHb panHee Hadasio AJ[ITBI1 «non Very Early Onset» (non—VEQO)
ADPKD

['moMepynokucTo3Hast 00IEe3Hb MOYEK Glomerulocystic kidney disease
(GCKD)

[momMepynoKkucTo3 oYeK Glomerulocystic kidney (GCK)

['uniepypukeMudeckast HepormaTus; Hyperuricemic nephropathy; familial

ayTOCOMHO—IOMUHAHTHAs juvenile hyperuricemic nephropathy;

TIIOMEPYJIOKUCTO3HAs! 00JIE3Hb TIOYEK familial glomerulocystic disease with

aCCOIMMPOBAaHHAS C MyTaIlUsIMHU hyperuricemia; glomerulocystic kidney

ypomonyimuaa (UMOD); ayTocoMHO— disease with hyperuricemia and

JIOMHHAHTHAs TyOylnouHTecTHnManbHas  isosthenuria; familial juvenile
oosesnp ouek 1 (AATBII1, AATBII-  medullary cystic kidney disease 2;
UMOD) MCKD2; UMOD-related autosomal
dominant tubulointerstitial kidney
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disease (ADTKD1, ADTKD-UMOD)

AyTOCOMHO—JIOMUHAHTHAs Autosomal dominant tubulointerstitial
TyOyTOUHTEPCTUIINATIBFHAS OOJIC3Hb kidney disease 2 (ADTKD?2);

mouek 2 (AATBII2, AITBII-MUC1) medullary cystic kidney disease 1
(MCKD1); autosomal dominant
medullary cystic kidney disease
(ADMCKD1); medullary type
polycystic kidneys

CHHIpPOM IOYCYHBIX KHCT U HadeTa Renal cysts and diabetes syndrome;
(RCAD); cemetinas runortactuaeckas  RCAD, Maturity—Onset Diabetes of
IJIOMEPYITOKUCTO3HAs 00JI€3Hb MTOYEK the Young TYPES; MODY5; HNF15-
accoruupoBanHas ¢ mytanusamu HNFI1S  related autosomal dominant

(TCF2) rena; ayrocomHo—nomunantHoe  tubulointerstitial kidney disease 3
TyOyJJOMHTECTUIIHATIbHOE 3a00IeBaHNE (ADTKD3, ADTKD-HNF1p,

nodek 3; MODY nmuaber 5 tumna ADTKD-HNF1p nephropaty );
(MODY5); cemelinbrii MODYS5 hyperuricemic nephropathy;
THITOTUIACTHYECKUH TIIOMEPYJIOKHCTO3 autosomal dominant atypical

nouek; HNF I f—accoruupoBaHHas tubulointerstitial kidney disease 3;
ayTOCOMHO—JIOMHUHAHTHAsI glomerulocystic kidney disease;
TyOyJIOMHTECTUIIMaIbHAs Ooie3Hb ouek  hypoplastic type glomerulocystic
(AATBII3, ATBII-HNF1B), kidney; familial hypoplastic congenital

anomalies of the kidney and urinary
tract with diabetes cakut with diabetes

OueHnb paHHee Hauajo nioMepyinokucTosa «Very early onset» glomerulocystic

ITOYCK kidney
[To3aHEE HaYasI0 TIIOMEPYIOKHCTO3a «Late onset» glomerulocystic kidney
MOYEK

HacnencrBennble KucTo3HbIC Oone3Hu mouek, Takue kak AJIIIBII, APIIBII,
HeppoHOPTH3, Memy/usipHAas  KHUCTO3HAas  OOJIE3Hb  TMOYEK  XapaKTEPHU3YIOTCS
MOJIMKUCTO3HOW OOJIC3HBIO TMOYEK; KHCTO3bI II0YEK B CTPYKTYpE HEKOTOPBIX
HACJIEICTBEHHBIX CUHIPOMOB, XPOMOCOMHBIX aHOMAJIN, TJIOMEPYIOKHCTO3HAs 00JIe3Hb
MOYEK MOTYT TIPOSBIATHCS IOJMKUCTO3HOW OOJC3HBIO IMOYEK W MYJIBTUKHUCTO3HOW

IUCIIIa3uel MOYKHU.
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COBpeMeHHBIe JOCTHKCHU A MOJICKYJIIPHO—TCHCTUYICCKHX HCCHCHOB&HHﬁ,

npeacTtaBiaeHHpie B 0aze  OMIM, 1o3BONAIOT cHUCTEeMaTU3UpOBaTh CBEACHUSA O

MOJUKUCTO3HOW OONIe3HM TIOYeK C ayTOCOMHO-JAOMHHAHTHBIM H©  ayTOCOMHO-
pEICCCHBHBIM TUIIAMH HACJICIOBaHUS Yy AeTei (Tabmnwma 1.3).
Tabmuna 1.3 — Cucremarnka TOJIUKUCTO3HOM OOJIE3HM TIOYEK C ayTOCOMHO—

AOMHUHAHTHBIM H ayTOCOMHO—PCUCCCUBHBIM HACJIICAOBAHUCM Y I[GTGﬁ 110 JaHHBIM

OMIM [90]

HasBanue 3a00seBanus CumMBoJI reHa HacnenoBanue
(MIM HOMep (heHOTHTIA) (momep MIM) /
XpoMocoma
[TomukucTo3Has 60ye3Hb MOYeK 1 C PKD1 (601313) /
(nu 6€3) MOJIMKUCTO3HOU 00JIE3HBIO 16p13.3
neuenu (173900)
[TomukucTo3Has 60JIe3HB MOYEK 2 C PKD2 (173910) /
(nu 6e3) MONIMKUCTO3HOU 00JIE3HBIO 4922.1
nedenu (613095) AD
[TonukucTo3Hass 00JIE3Hb IMOYCK 3 C GANAB (104160) /
(nu 6€3) MOJMKUCTO3HON 00JIE3HBIO 11912.3
neuenu (600666)
[TomukucTo3Has 60JIe3HB MOYEK 6 C DNAJB11 (611341) /
(nwu 6e3) MOJIIMKUCTO3HOU 0O0JIe3HBIO 3927.3
nedyeHu (618061)
[TonukucTo3Hast 00JIE3HD MOYEK 7 ALGS5 (604565) /
(620056) 13q13.3
[TonukucTo3Hast 00JIE3HD MOYEK 8 NEKS8 (609799) /
(620903) 17q11.2
[TonukucTo3Hast 60JIe3Hb MOYEK 4 ¢ PKHD1/ FCYT
(vu Ge3) MOIMKHUCTO3HOM 00JIE3HBIO (606702) / AR
neuenu (263200) 6p12.3-pl2.2

[Tonmukucro3Has 00JIE3HB MOYEK D
(617610)

DZIP1L (617570) /
3022.3
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AHIIBIT Bcrpeuwaercss ¢ uvactoroit 1:400—-1:1000 HOBOpoOXIeHHBIX. B mupe
HacuuThIBaeTcs O0omee 12,5 miaH yenoBek ¢ AJITIBIL.

K peaxumu (opdaHHBIM) HACIEACTBEHHBIM KHCTO3HBIM OOJE3HSAM IMOYEK
orHocarcs:  APIIBIT  (ORPHA:731) Bctpewaercs ¢ wactoroit  1:100000
HOBOpOXJeHHbIX,  Hedponoptuz  (ORPHA:655) ¢ wgacroroit  1:1000000
HOBOPOX/ICHHBIX,  THUIOIUIACTHYECKas  IJIOMEPYJOKHUCTO3Hass  OOJe3Hb  IMOYeK
accounuupoBanHas ¢ wmyrtanusmu HNF1S rema (ORPHA:93111) ¢ wyacroroit 1-—
9:1000000 nacenenus [292].

Hanbonee uacToifi NpUYMHON HACIEACTBEHHBIX OOJE3HEH TOUEK SIBIISIOTCS
MyTallUM €IWHCTBEHHOTI'O T€HAa WJIA XPOMOCOMHBIE aHOMAaJlIWH, MYTAIlMU HECKOIbKHX
T€HOB (C WX AaJJUTUBHBIM BJIUSHUEM WIM C OJHOM JOMUHHUPYIOIIEH MyTauuen)
BCTpEUarOTCs B HEPOIOTHUSCKOM mpakTuke pexe [6, 7, 9, 17, 23 — 25, 33, 34, 244].

TepMUHOM  «ayTOCOMHO—JIOMUHAHTHAsi TYOYJIOMHTEPCTHIIMAIbHAS  OO0JIe3Hb
nouek» (AJTBII) o6o3HauaroT rpynmy 3a0ojieBaHUM, i1 KOTOPBIX XapaKTepHa
JUArHOCTHYECKass TpHUaJa: ayTOCOMHO—IOMWHAHTHOE HAclIeJOBaHUE, OTCYTCTBUE
NaTOJIOTUU B MOYEBOM OCajKe, MemiieHHoe nporpeccupoBanre XbII mpu auchyHknum
KaHAJIbLIEB M TOBPEXKIAECHUU UHTepcTHLMA. [Ipu3Haku TyOyJTOMHTEPCTUIIMAIBHOIO
¢udpo3a sexar B ocHoBe mporpeccupoBanns XbII npu kucro3ax mouek [66, 265, 268,
269].

Onnoii u3 npuund AJITBIT seisitorcs mytanuu resa HNF1b ¢ oOpasoBanuem
DIIOMEPYIISPHBIX W/WIM MEIY/UIIPHBIX KUCT. B rpynmy Tak HassiBaembix, HNF1b —
accorupoBanHbIX 3a0oseBanmii min HNF1b — acconmupoBaHHbIX HedponaTuii BXOIUT
MaTOJOTHUsI, XapaKTepU3YIOIIasics pa3HOOOpa3ueM JKCTPAPEHATbHBIX U PEHATBHBIX
NPOSBICHUN, CPEeId HUX HWHTEPCTULHAIBHBIA (UOPO3 C HapylIeHHEM (QYHKIIUU
KaHaJIbLIEB, KHUCTO3bl (IJIOMEPYJIOKUCTO3Hasi OOJE€3Hb MOYEK, MYJIbTUKUCTO3HAS
JUCIUIAa3Usl TTIOYKM) U aHOMAJIUU MOYEK M MOYEBBIBOASIINX IMyTEH, MPOrpecCUpPOBAHUE
XBIT [45, 186 — 190]. ITog TepMHUHOM «IJIOMEPYJIOKHCTO3 MOYEK» MOHHUMAIOT TPYIIITY
HACJICICTBEHHOW W TIPHOOPETCHHOW TMATOJOTHH, XapaKTEePU3YIOMICHCS KHUCTO3HBIM
pacumpeHueM B 2—3 pa3a OT HOpMbI IpocTpaHcTBa Kancynbl [lymnsinckoro—boymena B

5% xiyooukoB m Oomnee [91, 177, 239]. Ilo pesymbraram Y3U 110MepyaoKHCTO3
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XapaKTepU3yeTCsl YBEIMYEHHUEM IOYEK B MPEHATAJIbHOM, HEOHATAJbHOM M TPYIHOM
nepuogax 0e3 HM3MEHEHUsS KOHTypa. Y JleTed TPYyIHOTO W paHHEro Bo3pacTa Io
pesynbtataM  Y3W 1pu  TIIOMEpYTOKHCTO3€ TOYEK HapacTaeT THUIEPIXOTeHHOCTh
KOPKOBOTO CJIOSI M MO3T0BOro, xapakrepHa noreps KM/l mapeHXumbl M CTaHOBSTCSA
pa3IMYUMBbl HEOOJBIINE TPEUMYIIIECTBEHHO KOPTUKAIbHBIE KUCTHI MOYEK, 00bEM MOYEK
YMEHBIIIAETCS B CBA3M C HEPPOCKIEPO30M, HEPENKO IAUATHOCTHPYIOT ACHMMETPHUIO
oo0bema mouek, aHomanuu YJIC, my3bIpHO — MOYETOUHUKOBBIN peqQuItOKC,
MYJIBTHKHCTO3HYIO auciniasuio mouku [91, 92, 107, 123, 187, 192].

Cornacao MKB10 rmomepynokrcTo3 mouek He uMeeT mudpa, 1e1ecooopa3Ho ero
paccMmarpuBarh B kiacce Q61 (kucto3Hbie Ooyie3HH modek) noakiacce Q61.8 (apyrue
KHCTO3HBIE OOJIE3HM) MJIM B COOTBETCTBYIOIIMX KJIacCax M MOAKIACCAX, YKa3bIBAIOIIUX
Ha 3a00NeBaHUS WJIM HACIEACTBEHHBIE CHHIPOMBI, C KOTOPBHIMH aCCOIIMUPOBAH
TIIOMEPYJIOKUCTO3 TIouek [36].

Beigenstor 5 denorun/renorunoB  AJITBII, peHanbHbId (EHOTHIT KOTOPBIX
XapaKTepU3yeTCsl HATUYUEM TUIEPYPUKEMUU U TIIOMEPYISIPHBIX W/WIM MERYJUISIPHBIX
napeaxumaro3ubix kucT: AJITBII-UMOD/ AATBII1 (162000) BciaencTBue MyTaruit
rerka UMOD (191845) xaprupoBanHoro Ha 16p12.3 xpomocome, AJITBII-MUC1/
AITBII2 (174100) BcnenctBue mytaruii rena MUCL (158340) na 1922, AJATBII-
HNF15 / AATBII3 (137920) BcnenctBue myranuii rena HNF14 (189907) na 17912,
AJITBIT-REN/ AATBII4 (613092) Bcienacreue mytaruii rena REN (179820) na 1932.1,
AJITBIT-SEC61A1/ AJITBIIS (617056) BcienctBue mytaruii rena SEC61A1 (609213)
Ha 3021.3 [82, 94, 99, 172, 178, 179, 276].

[lo naHHBIM JUTEpaTYpbl y HOBOPOXKIEHHBIX M JIeT€H PaHHEro BO3pacTa yallle
BcTpedaercss AJ{TBII3 — cemeiinasi runomiacTuyeckasi rioMepyisipHas 00Jie3Hb MOYEK,
BeiteacTBue myranuii rera HNF1b, y monpocTkoB 1 B3pOCIBIX — TIIOMEPYJIOKHCTO3HAS
Oose3Hb Touek, BcrmeactBue MyTammid reHa UMOD ¢ runepypukemuein (u3—3a
CHIDKCHHSI SKCKPCIIMA MOYECBOW KHCIIOTHI), apTepHalibHas TUIICPTEH3US, YMCHBIICHHE
ypOMOIyJMHA B MoOYe, TYyOYJIOMHTEPCTUITMANBHBIN (PUOp03, TIOMEpyIspHbIE U
MEAYJUISIPHbIE KHCTBI, OCTPO€ MOBPEXKACHHE TMOYEK M IMPOrPEeCCUPYIONINE CHHXKEHUE

byHkuu moyek B Bozpacte crapiue 30 ner [59, 66, 67, 72, 179].
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THIIOB  3a00JIeBaHMI,

MPOTEKAIOIINX

C

ITTOMCPYIIOKHCTO30M ITIOYCK C dyTOCOMHO—IOMHWHAHTHBIM M aYTOCOMHO—PCUCCCUBHBIM

HaCJICJIOBAaHUEM Yy JIETEH 110 TaHHBIM JuTepaTypsl [82, 94, 99, 172, 178, 179, 276]

HasBanue 3a0oeBanus
(MIM HOMep (heHOTHIIA)

CuMBoJI reHa
(Homep MIM) /
XpoMocoMa

HacienoBanue

Tun |. I'momepynokucTo3 nouek, accormupoBanublii ¢ AITTBIT/APIIBIT

I'momepynokucto3 nouek mnpu AJITIBIT PKD1 (601313)/16p13.3 AD
(173900, 613095, 600666) PKD2 (173910)/4922.1

GANAB

(104160)/11912.3
['momepynokucto3 nouxu mpu APIIBII PKHD1/ AR
(263200) FCYT(606702)/6p12.3—

pl2.2
Tun Il. HacnenctBeHHas mioMepyoKUCTO3Hast 007I€3Hb TOYEK
(TmomepyiokucTo3Has 00JIe3Hb ITOYCK)
AyTOCOMHO—TIOMUHAHTHASI UMOD (191845) AD
TyOyJIOMHTECTULINAIbHAs 00JIe3Hb mouek  /16p12.3
1 (ADTKD1) / (162000)
CuHIIpOM MOYEYHBIX KUCT U Arabdera HNFIp unu TCF2 AD
(RCAD) / AytocoMmHO—TOMIUHAHTHAsS (189907) / (17912)

TYOyJIOMHTECTUIIUAIbHAS 00JIE3HB TIOYEK
3 (ADTKD3) / Cemeitnas
THITOTUIACTHYECKAS TIIOMEPYJIOKHCTO3HASI
6one3np nouek / MODY nuabert 5 Tuna
(MODYY5) / Cemetinblii
TUIOTUIACTHYECKUH TIIOMEPYJIOKHCTO3
nouek / HNF'I f—accoururpoBaHHas
ayTOCOMHO—OMHHAHTHAsI

TyOyJIOMHTECTUIIATIbHAS 00JIE3Hb MOYEK
(137920)

Tun I1l. CunapoManbHbIi [TOMEPYIOKUCTO3 MTOYEK (HACIEAOBAHUE COOTBETCTBYET

CUHJIPOMY)



https://omim.org/geneMap/16/222?start=-3&limit=10&highlight=222
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ApTpOrpHITO3HO—TTOYETHBIIH BpaxumMe3oMeus—II0u4eyHbINH CHHIPOM
auchyHKIMOHANBHBIN XoaecTa3 (208085) (113470)

Cornelia de Lange cunmpom (122470/ Down cunapom (190685)
300590)

Marden—Walker cuaapom (248700) Meckel-Gruber cuaapom (249000)

Opodanmomururansaeidi cuaapomM—Ttun | Robert curapom (269000)
(311200)

CUHIpPOM KOPOTKUX pedbep— Smith—Lemli—Opitz curnpom (270400)

nomugaktuanu (263530/ 263520)

Ty6eposnsriii ckinepo3 (191100) Zellweger nepebporenaTonoyeyHbIi
cunapom (214100)

Tpucomus 13 (Patau cunapom) Tpucomus 9

Tpucomus 18 (Edwards cunapom) Jeune curapom TopakoacHUKTHIECKOU
nuctpoduu (208500)

Von Hippel-Lindau cunnpom (193300)  Rizzoni cunapom

Tun V. O0CcTpyKTUBHBII INIOMEPYIOKUCTO3 MTOYEK (HE HACIEAYETCS)
[Tpu CAKUT (M0XeT OBITb OTHOCTOPOHHUM)

Tun V. Cniopaiuueckuii NIOMEPYIOKUCTO3 TTOUeK (HE HACTIEayeTCs)

Nmemuyeckunil mOMepyIO0KUCTO3 MOYEK (MIIeMHs M CKIEpO3 KOPKOBOIO CJOSA
[MIAPEHXUMBI 110 PAa3HbIM MPUYMHAM, NEPEHECEHHBIM TI€MOIUTUKO—YPEMHUYECKHM
CUHAPOM, 00JIe3Hb TOHKUX Oa3abHBIX MEMOpaH)

[momepynokucTos3 nmouek, MHIYIIUPOBAHHBIN IPUEMOM JICKApPCTB (JINTUMA)

IIpencraBinena cucremMaruka S5 TUNOB 3a00J€BaHUM, MPOTEKAIOMIMX C
IIIOMEPYJIOKUCTO30M Touek (Tabmuua 1.4) mo maHHbBIM Juteparypsl [82, 94, 99, 172,
178, 179, 276].

CHHIpOMANIBHBIN TJIOMEPYIIOKHMCTO3 TUATHOCTUPYIOT y TMAIMEHTOB B CTPYKType
HACJIEACTBCHHBIX CHHIPOMOB, XPOMOCOMHEIX OOJIe3HEH (TPHCOMHUU XpOMOCOMEI 9, 13,
18), mpu TyOepo3HoMm ckiepo3e. CUHAPOM MO3aWYHOW TPUCOMHH XPOMOCOMBI 9
(ORPHA:99776, Q92.1) — penkas xpomocomHas aHomanus (mo 50% cpemu Bcex
CllydaeB TPHUCOMUU XpPOMOCOMBI 9) ¢ pa3zHooOpazveM KIMHUYECKOro (heHoTUna:

3aJiep’)Kka  pocTa M pa3BUTHUS, YMCTBEHHAs OTCTaJIOCTh, JIMIEBOM JuUCMOp(u3zM



(MUKpOTATBMUS, MHKPOTHATHS, IIIYOOKOIIOCAKEHHBIE I71a3a, HHU3KO-TIOCAXKCHHBIC
ne(OpPMHUPOBAaHHBIC VI, BBIMYKIBIH HOC, BBICOKOE HE0O0), MOPOKH Cepjlla, CKeleTa,
[MHC (runpouedanusi, aHOMaIuu pa3BUTHS MOIKEUKa (ariaszusi 4epBs IMOJHAS WIH
JacTHYHAs1) ¥ JIMKBOPHBIX MPOCTPaHCTB — cuHapoM Dandy-Walker), murmenranus koxu
Baoiab auani biamko (lines of Blaschko). TToueunsiii peHOTHII TPUCOMUN XPOMOCOMBI

9 NpCaACTAaBIICH KUCTAMH W PA3JIMYHBIMHA IIOPOKAMH PA3BUTHA ITOUCK U MOYCBBIBOIAIINX

nyreii [292].

Janusie OMIM no cucremaruke HeppoHodTH3a MpeacTaBieHbl B TabauIe 1.5.
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Tabmuna 1.5 — Cucremaruka Hedpornodtusa mo ganasiv OMIM [90]

Nenno = 3aboneBanue CumBoI reHa XpomocomHasi = HacnemoBanue

OMIM (mokyc mo OMIM)  nokanu3anus
256100 NPHP1 NPHP1 (607100) 2q13 AR
602088 NPHP2 INVS (243305) 9¢31.1 AR
604387 NPHP3 NPHP3 (608002) 3022.1 AR
606966 NPHP4 NPHP4 (607215) 1p36.31 AR
609254 NPHP5 IQCB1 (609237) 3013.33 AR
611498 NPHP7 GLIS2 (608539) 16p13.3 AR
613824 NPHP9 NEKS (609799) 17911.2
613550 NPHP11 TMEMG67 (609884) 8q22.1 AR
613820 NPHP12 TTC21B (612014) 2024.3 AD, AR
614377 NPHP13 WDR19 (608151) 4pl4 AR
614844 NPHP14 ZNF423 (604557) 160912.1 AD, AR
614845 NPHP15 CEP164 (614848) 11923.3 AR
615382 NPHP16 ANKS6 (615370) 9¢22.33 AR
615862 NPHP18 CEP83 (615847) 12q22 AR
616217 NPHP19 DCDC2 (605755) 6p22.3 AR
617271 NPHP20 MAPKBP1 (616786) 15qg15.1 AR
613159 NPHPL1 XPNPEP3 (613553) 22q13.2 AR



https://omim.org/entry/609254
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Hedponoptuz — opdannoe TyOyaouHTepCTHLIMATbHOE 3a00JieBaHHE TOYEK C
ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJIE€OBaHUS, KOTOPOE XapaKTEPU3YETCsl HAJIUUYUEM
MEAYJUISIPHBIX KHCT, aHEMUU U yMEHBIICHHEM O00beMa IOUYeK, SBISETCS CaMOMl dacTou
IIPUYMHOM TepMuUHaIbHOW crtaguu XbIl y nmnexuarpudeckux MAanUMeHTOB €
HACJICCTBCHHBIMU KUCTO3HBIMU Ooe3usimu mouek [111, 112, 228, 242, 292].

[TpuHSTO BBIIEIATH H30IUPOBAHHBIN HePppoHO(DTH3 U HEPPOHODTUS — CBA3AHHBIE
cunapomsl (Ttabnmuua 1.6), xotopweie BcTpewatorcs B 10-20% ciywyaeB cpenud Bcex

HAI[MCHTOB C KIMHUYSCKUM (peHoTunom HepponodTuza [112, 120, 228, 229, 232, 233].

Tabnuma 1.6 — BHemodeuyHble KIMHUYECKHE MPOSABICHUS HEDPOHOPTU3—CBA3AHHBIX

cuaapomos [112, 120, 228, 229, 232, 233]

Brenoueunsie
Hedponodtusz—cBsizanHbie CUHAPOMBI
MIPOSIBIICHUS

[ masHple aHOMAJINN

Senior—Loken cunaapom (SLSN)
Arima cuHApoM (11epedpO—OKYyI0—TenaTo—0uYeYHbINA
CUHJIPOM)

[TurmeHTHBIA peTUHUT | Alstrom cuHIpOM (TUTMEHTHBIN PETUHUT, OKUPEHUE,
caxapHbIil 1ualet 2 Tura, HapyUIeHUs Ciiyxa)

RHYNS cunapoM (IUrMEHTHBIN PETHHMT,
TUIONUTYUTAPU3M, AUCILIA3US CKEIETa)

I mazonBurarenbHbIC

Cogan cunapom
HapylLIEeHUS

Joubert cunapom/Joubert cuHIPOM—acCOITMUPOBAHHBIE
Hucrarm .

paccTpoiicTBa

Joubert cunapom/Joubert cuHaPOM—accOMUPOBAHHbBIC
Konmo6oma

paccTpoiicTBa

[ToBpexaeHus ckenera

Jeune cunapoM/mucTpodus IPyIHON KIETKH,
Kopotkue pedpa P PO Ipy.
npuBosIIas K achuKcuun

KonycooOpa3Hubie . )
y P Mainzer—Saldino cunapom
snupU3bI




29

Joubert cunapom/Joubert cuHIPOM—accOIMUPOBAHHbBIE
[TocTakcuanbHas .

paccTpoiicTBa
TIOJTU TAKTHITAS . v

Bardet—Biedl cunapom (HeppoHO(DTH3, TUTMEHTHBIM
(oMM AAKTHIIHS

PETHHHT, OKUPECHHE, TITyX0Ta)
MM3HUHIIA) ;

Ellis van Creveld cuaapom

Sensenbrenner CHHIPOM / YepeMHO—IKTOAEpMAaIbHAS
Jlucnnasus ckenera JUCTIIIA3HS

Ellis van Creveld cunapom

HeBpomoruueckue pacctporcTsa

Meckel-Gruber cunapom (3aTbutouHas dHIIE(aoIee,

DHuedanomnene Hedpotodis)
Armiazus uyepBs Joubert cunapom/Joubert cuHaPOM—accOMUPOBAHHBIC
MO3KEUKa paccTporcTBa

RHYNS cunapoM (IUrMEHTHBIN PETHHUT,
['mnonuryntaprusm

TUIIOIIMUTYHUTAPHU3M, JUCILIIA3UA CKGJ’IGT&)

[IeueHnouHsIe HapyHICHUA

dubpo3 neueHu Boichis cunnpom

Meckel-Gruber cunapom (3arbutodnas sHiedanomnese,
HepoHOPTHU3)

Arima cuHApoM (1epedpo—OKyI0—TenaTo—I104eYHbINA
CUHPOM)

Joubert cunapom/Joubert cuHapPOM—accOMUPOBAHHbBIC
paccTpoucTsa

Jlpyrue paccTpoicTBa

Tpauncno3uiiusi BHyTPEHHUX OpraHoB (Situs inversus)
IMopoku cepaua (AMIIII, AMIXKII)
bpoHxoskTa3sl

Hecnenuduyeckuit s3BeHHBINA KOJIUAT

Hedpponoptuz — cBa3aHHble CUHAPOMBI (HEPPOHOPTU3 —  CBA3AHHBIE
mwmonati, NPHP-RC) — TtepmuH, OObeAMHUBIIMIA TPYIy HACICACTBEHHBIX
3a0oJyieBaHUil (CHHAPOMOB), KOTOPbIE, KaK M JpyTryUe HacleACTBEHHbIE OOJIE3HH IMOYEK
(manpumep, AAIIBII, APIIBII, nHepponodTr3) pa3BUBaAIOTCA NpPU MYTALMSAX B IeHax,

KOJUPYIOIINUX OCIKH MEPBUYHBIX PECHUYEK (IIUIIHI ), TPUBOSA K WX AUCPYHKITUH.
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Pa3znooOpa3ue kinHndeckux (HeHoTUrnoB HeppoHO(PTU3 — CBI3aHHBIX CUHIPOMOB
OOBSICHSIETCS HWJIMYMEM NEPBUYHBIX PECHUYEK Ha AMUTEIUAIbHBIX KIETKaX pa3IndHbIX
OpraHoB.

Hedponoptuz—cBsa3anHble CHHAPOMBI Yallle UMEIOT ayTOCOMHO—PELIECCUBHBIN
TUIl HAcCJIEZOBaHUS, T€HETUYECKM U KIMHUYECKH TETEPOTrE€HHBI, XapaKTepU3YyIOTCA
coyeraHneM aTpouud M CKJIepo3a IOYEYHOHM MapeHXMMbl C  HaJU4heM
IPEUMYIIECTBEHHO MEAYJUISIPHBIX KUCT 00euX mo4eK, (puOpo3oM neueHu, HopoKamu
pa3BUTHS MO3Ta, JIETeHepalell ceTyarky, neopmanneil ckenera, OTCTaBaHEM B POCTE
U Pa3BUTHH, JUCMOPPUIMOM JIUIIA, TOPOKAMU Ceplia.

Cunapom Meckel — Gruber (ORPHA:564, Q61.9) — opdannbiii HeGpoHODTH3 —
CBSI3aHHBIM CHHJIPOM C MHO>KE€CTBEHHBIMH MOPOKAMH PA3BUTHA, XapaKTEPUIYIOIIUNCS
NOPOKaMH Pa3BUTHUSl TOJIOBHOTO MO3ra (3aTbUIOYHOE 3HIledanouene, ruapouedanms,
aHdHLIe(asus), YBEIMUYEHHBIX B O0bEME IOYEK C MHOXKECTBEHHBIMH U y3HBIMU
KHCTaMU TTAPEHXUMBI UM areHe3Ur MOYeK, BPOKACHHBIM (PUOPO30M TEUeHH, TOPOKaMHU
cep/ua, MOJOBbIX OPraHOB, IUCIUIA3UEH KOCTEW, MUKPOTHATUEH, pacllelnHol Heba u
ryoObl, TONUAAKTHINECH, MHKpO(TaIbMHE; HECOBMECTMM C JKH3HBIO, 4allle
JIMarHOCTUPYETCST BHYTPUYTpOOHO Mo Y3UM 1o HaIMuMiO KJIAaCCUYECKOM TpHaabl
CHUHJIpOMA: 3aTbUIOYHOTO 3HIledaonene, 00JbIIMX KUCTO3HBIX MOYEK U BPOXKIEHHOTO
¢bubpo3a neyeHn /M NoauaakTUiINU. B HacTosiee BpeMs u3BecTHo Oonee 15 reHos,
MyTaIlii KOTOPBIX MPpUBOAAT K (enoruny cunapoma Meckel — Gruber [90, 112, 212,
219, 292].

Cunpnpom Senior—Loken (ORPHA:3156, Q61.5) — opdanHas okyaopeHaIbHAs
[UJIMONATUS ¢ KIMHUYECKOW TpUajoN, Xxapakrepusywooieil denotun (HehpoHodTus,
JIereHepalus WM TUIOIUIa3usi CeTYaTKW, BPOXKICHHBIM (GuOpo3 mnedeHu). [lpu
nporpeccupoBanun XbII B nmerckoMm Bo3pacTte y NanMeHTa C HApYLICHHEM 3PEHUS
(BpokJeHHasi ClenoTa, BpOXKIEHHBIM amaBpo3 Jlebepa, OBICTPO WM MEIUVIEHHO —
IpOrpeccupyroliee TMOoCie POXKIACHHUS OTpaHUYCHHE TOoJIed 3peHHs) OOOCHOBAaHO
UCKJIIOUNTH CHHApoM Senior—Loken. Kiuaudeckas reTeporeHHOCTh CHHApOMa Senior—
Loken ¢ pa3HooOpa3sueM BHEMOYECUYHBIX MPOSIBICHUN (OXKUPEHUE, HEBPOJIOTHUCCKHUEC

pacctpoiicTBa) 0OyCJIOBJIEHa pa3HOOOpa3ueM TIeHOB, OOYCIABIMUBAIOIIMX Pa3BUTHE
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cuHapoMa. M3BeCTHO 8 TeHOB, SBJISAIONIMXCS MPUYMHON pPa3BUTHSA CHHApPOMA SENior—
Loken [90, 228, 239, 242, 292].

B xnmHMYECKOW PaKTUKE BBIACISIOT HHPaHTUIHHBINA, IOBCHIIBHBIN, C MTO3THAM
HadaJioM (FOHOIIECKUM, B3pPOCIHBIN) TUIIBI HEHPOHO(PTH3A, OTIMYAIONIUECS BO3PACTOM
MaHu(ecTaluy U ucxoya B TepMuHaibHyto ctaauto XbII. HedbponodTus — csizanHbIe
CUHAPOMBI YaIlle UMEIOT KIMHUYSCKU (PeHOTUTT HH(DAHTUILHOTO THIIA.

MynbTUKUCTO3HAS JHUCIUIA3Us  TTOYKH/MYJIBTUKUCTO3 TOYKH XapaKTEePU3YeTCs
OTCYTCTBHEM (YHKIIMM TIOYKH M SBISETCS OJHOM M3 TSOKEIBIX (OPM TOUYECUHBIX
JTUCIUIa3ui, TP KOTOPOM MapeHXHWMa 3aMeleHa KOHTJIOMEPAaTOM MHO)KECTBEHHBIX,
IJIOTHO TIPWJICTAIONIMX JPYr K JPYry TOHKOCTEHHBIX KHUCT Pa3HOro pasmepa, He
UMEIOIINX KPOBOTOKA M HE COOOIIAFOIIMXCS MEXKTy COOOM, P 3TOM OTCYTCTBYIOT WJTH
aHOMaJbHO CPOPMHUPOBAHBI YAIEYHO—JIOXaHOUHAs cucTteMa u modetouHuk [106, 196,
205, 241, 271]. TlpeacraBieHa TEPMUHOJIOTHS MYJIBTHKHCTO3HOW IUCIUIA3MH ITOYKH
(Tabmuma 1.7), ucmonp3yeMasi B OT€4eCTBEHHOM U 3apyoeskHon auTeparype [10, 26, 33 —

35, 106, 196, 200].

Tabmuna 1.7 — TepMHUHONIOTHS MYIBTUKUMCTO3HOM TUCIUIA3UM MOYKH, UCIOJb3yeMasi B

OTCUECTBEHHOM U 3apyOexHoit muteparype [10, 26, 33 — 35, 106, 196, 200]

B oreuecTBeHHOM TUTEpaType B 3apy0exHoit nuteparype
MyJIbTHKUCTO3HAS TUCTUIA3HSI TIOYKH Multicystic dysplastic kidney
(MKIIT) (MCDK)

MynberrkucTo3 mouku (MKIT) Multicystic kidney (MCK)
MyJIbTHKUCTO3HBIE TUCTIIACTUIHBIC Multicystic dysplastic kidneys
nouku (MKJIIT) (MCDK)

OIHOCTOPOHHSISI MYJIBTUKUCTO3HAS Unilateral multicystic kidney
nouka (OMKIT) (UMCK)

MyIbTUKHACTO3HAS TOYCUHAS Multicystic renal dysplasia (MRD)
nmucrnazus (MKILT)
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B pesymbrare = BCEMUPHBIX  MOJICKYISIPHO-TEHETUYECKHX  WCCIEIOBAaHUN
YCTAaHOBJICHBl MYTAllMM TEHOB, OTBETCTBEHHBIX 3a pPA3BUTHE HW30JMPOBAHHON WU
cuaapomanpHoii MKJIIT y mereit. OnyOnuKoBaHBI Clydad MOJTHOW NETEIUN y9acTKa
xpomocombl 1712, Bxmodatomuiéi reH HNF1b, mpu omHocTOoponnerr MKJIIT ¢
HOPMaJIbHOM (PYHKIIMEH KOHTpanarepaibHoOu mouku, [loTTep nociaenoBaTenbHOCTH MPU
neyctoporneir MK/II ¢ nenenmeii xpomocomsr 17912 [142, 199, 220, 252, 295].

Onucanbl 0COOEHHOCTH KIMHUKO—MOP(}OIOruyeckoro (eHOTUNa U TEeHOTHMa C
yKa3aHUeM HWJICHTU(DUIIMPOBAHHBIX MYTAllMM TE€HOB, OTBETCTBEHHBIX 3a pPa3BUTHE
MKIT y nereii [119, 221 — 224].

[Ipu onmHOCTOpOHHEH HEPYHKIIMOHUPYIOIIEH MYIbTUKUCTO3HON JTUCIIIa3uu
MOYKH TSDKECTh KIMHAYECKOTO (eHOTHNa OOyCIOBICHA HAJUYHEM BPOXKICHHBIX
AHOMAJINM KOHTpAJIATEPAIbHOM TOYKHM M MOYEBBIX NYTEH, CHUXEHUEM IOYECYHOU
¢bynkiuun [106, 239, 272]. MynbTUKUCTO3HAS TUCIIIA3Us MOYKH (OTHOCTOPOHHSISI HITH
JIBYCTOPOHHSIS ), TUTIEPIXOTEHHOCTh MAPEHXUMBI U KUCThI 00€HUX MOYEK (KOPTHUKAIBHEIE,
CYOKOpTHKaJIbHBIE, KOPTUKO—MENyJUIsipHbie), areHne3usi, [IMP, npyrue anomanuwm,
Bxomsmme B CAKUT, SBISIOTCS OTIHYHATETEHON 0COOCHHOCTHIO PEHATBHOTO (DEHOTHTIA
AJTBII-HNF1p, npuopasiero k nporpeccupoBanuio XbII B merckom Bospacre [35,
58, 65, 75, 76, 293].

[To maHHBIM JTUTEPATypPbl MYIBTUKUCTO3HAS TUCIUIA3US TTOYKH/TIOUEK BCTPEUACTCS
¢ yactoroi 1:1000—4300 HOBOPOKIEHHBIX, Yy MATBIUKOB B 55—60% cily4yaeB, y 1€BOYEK
— B 40-45%, B mpaBoii mouke — B 53% cnyuaceB, B JieBoii — B 47% [239]. Ha mopraie
pEeIKHX HAaCJEeNCTBEHHBIX Oone3Held www.orpha.net mpeacTaBIeHbl OJHOCTOPOHHSS
(ORPHA:97363) u nByctoponHssi (ORPHA:97364) MyabTUKUCTO3HAS JHCILIA3HUS
MOYKHU/TIOYEeK, B MeXIyHapoJHON CTaTUCTUYECKON Kiaccudukanuu Oose3Hell u
npoOnem, cBsizaHHbIX co 310poBbeM (MKDB, necarbiii mepecMoTp), MYJIBTUKUCTO3HAs
JMCIIIa3us MOYKK/TIOYEK paccMoTpeHa B kiacce Q61.4 — nucruiasus nouku [36, 292].

Cpenu 6onee 20 knaccuduKkaimii KUCTO3HBIX 00JIe3HEHN MOYEK CIIEYET BhIICIUTD
0€3yCIIOBHO  MPOTPECCHBHYID H  MPAKTUYECKH 3HAYUMYIO B  pa3pelieHuu

TEPMHUHOJIOTMYECKON MyTaHUIBI KUCTO30B Mouek kinaccudukanuio S.M. Bonsib (2010),
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commacHo kKoTopoil Bce cimydaun auarHoctuku AJIITBIT B neTckom Bo3pacTe OTHOCSTCS K

«aetckoi popme AJITIBIT ¢ pannum Hawamomy (Tabmuma 1.8) [109].

Tabnuua 1.8 — Knaccuduxarusi KucTo3HbIX 00J€3HEN MOUYeK U BPOXKJACHHBIX aHOMATUN

mo4yek U MoueBbIx myTeit (Bonsib S.M., 2010) [109]

|. TIOJIMKMUCTO3HBIE BOJIE3HU ITOYEK

A. TlonukucTto3Hast 00JIe3Hb MOUYEK C ayTOCOMHO—PEIIECCUBHBIM HaCIlI€ZIOBaHHUE]

Knaccuueckas APIIBII y HOBOpOXKAEHHBIX U JI€TEN TPYyIHOTO BO3pacTa

Herckast APIIBII ¢ pubpozom neuenu

B. [TonukucTo3Has 00JIE3HB ITIOYCK C dyTOCOMHO—IOMHWHAHTHBIM
HaCJICAO0BaHHUCM

Kiaccuueckas B3pocnas AJITIBII

Herckas AAIIBII ¢ panHuM HavyanoMm

C. [IpuoOpeTeHHas KucTo3Hasi 6071€3Hb TOUEK

D. I'nomepynoKUCTO3HbBIEC OOJIE3HU MTOYEK

A. CeMeiiHasi TTIOMEPYJIOKUCTO3HAS 00JIE3Hb MOYEK
['unonnazus noyek u mytarus UROM rena

I'momepynokucro3Hast OOJE3Hb IOYEK, ACCOLMUPOBAHHAs C MyTalMSIMU
HNF'Ip rena

B. HacneacTBeHHast IiIoMepylOKUCTO3HAsL 00JIE3Hb MOYEK

AcconuupoBannas ¢ AJIIIBIT/APIIBIT/Ty0epo3HbIM CKICPO30M

C. CunnpomalibHas TIOMEPYIOKUCTO3HAS OOJIE3Hb MOYEK

D. Cnopanuyeckas roMepyI0KUCTO3HAsE OOJIE3Hb MOYEK

E. [TIpuoOpeTeHHas IOMEpYIOKHCTO3HAS 00JIE3HBb TTOYEK

Il. BPOXXJIEHHBIE AHOMAJINU ITOYEK 1 MOYEBBIX ITYTEN

A. AreHes3us U QUCIIIa3UA MOYEK

AreHesus

CHOpaI[I/I‘—IeCKaHI OIHOCTOPOHHAS NI ABYCTOPOHHSA

CunapomainbHas
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HGCI/IH,Z[pOMaJIBHaH, CUHAPOMBI C MHOKCCTBECHHBIMU ITOPOKAMHU PA3BUTHUSA

I[I/ICHJ'Ia?:I/II/I ITOYCK

Cnopazmqecxasl: OOAHOCTOPOHHAA UJIN ABYCTOPOHHSAA

CungpomanbHas

HecunapomainbHasi, CHHIPOMBI C MHOKECTBEHHBIMU ITOPOKAMH Pa3BUTHS
Hacnencrsennast agucruiasus
B. I'mnomnasuun nmouex
[IpocTas runomnasus: OAHOCTOPOHHSS W ABYCTOPOHHSS
OnuromeraneppoHUUECKasi TUTIOIIA3US
CHmxeHne NoKoJIeHU HE(POHOB («KOPKOBASI TUIIOIIA3US»)

CHmxeHue 4uciia HepPOHOB (HEIOHOIICHHBIE M POXKJCHHBIE C HU3KOU
Maccou —
PHUCK Pa3BUTHS apTEPUAIHLHOMN TUIIEPTEH3UHN )

C. Anomanuu GopMbl, paCIoNIOKEHUS U YHCIIa

POTaI_[I/IOHHaSI dHOMaJINuA

DKTOIHH TTOYEK

CpartieHust mouex

VBennuueHne KOJIMYeCcTBa ITOUEK

B coueranum ¢ A, B i D

D. AHOManuu MOYETOYHHUKA U YPETPHI
[TuenoyperepanbHas 0OCTPYKIUS
VYaBoeHus / paciernyieHus MOYE€TOUHHUKA
[Ty3bIpHO—MOYETOYHUKOBBIN pedIOKC
[lepBuuHbIil MeTaypeETED
DKTOMHUS MOYETOUYHHKA
3agHuE KIIalaHbl YPETPbI

B coueranum ¢ A, B umu C

1. TYBYJIOMHTEPCTULUAJIBHBIE CUHJIPOMEBI +/- C KUCTO30M

[TOYEK

A. JlucreHes mo4eyHbIX KaHAJIBIICB
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AyTOCOMHO—PEIECCUBHBIN

Bropuunslii

NHnynypoBanHbli  mipueMoM  uMHrubutopoB  AIlI®  (aHruoreH3wH
IpeBpalnarnero GepMeHTa)

B. Hedponodtus (1-6 tumsr)
C. MenymisipHble KUCTO3HbIE OOJIE3HU:
1 Tuma
2 Tuma / ceMeiHas I0BeHWIbHAS TUTIEpYpPUKEeMUYecKast HepormaTus
D. Bardet-Biedl cunapom (1—12 Turbn)
IV. KUCTO3HBIE HOBOOBPA3OBAHUS U OITY XOJIEBBIE KUCThbI
A. Kucro3nas neppoma

B. Kucro3nas nedpobiacroma ¢ yactuunoit audpepeHImpoBKoit

C. CoueTraHHbIE MUTEIHATBHO—CTPOMAJIBHBIE OITyXOJIN

D. MYJ]BTHJIOKYJIHpHa}I KHCTO3HAasA IIOYCUHO—KIICTOUYHAA KapIIHMHOMA

E. KaHaJ'II)]_ICBO—KI/ICTOSHa}I IMOYCYHO—KJIICTOYHAA KapIIHOMA

F. bonresns Von Hippel — Lindau

G. JIumpanruoma / moyeyHasi THrpomMa

V. [IPOYME KHNCThbI

A. IIpocTble KOPTHKAJIbHBIE KUCTHI

B. Menynnsipuast ryouaTasi moyka

C. Jlokanm3oBaHHAs KMCTO3HAS 00JIE3HB ITOUYEK

B cooTBeTCTBUM MEXIyHApOJHBIM CTaHAAPTaM JMATHOCTUKH KPUTEPUSAMU
nuarnoctuku AJIIIBIT B neTckoM Bo3pacte SIBASIOTCS: Hanuuue 2 U Oojee KHUCT B
napeHxuMe o0enx TMouYeK (C OJHOCTOPOHHEH WM JBYCTOPOHHEW JOKalu3aIue);
Hamnuue 50% pucka AAIIBII B cembe (AIIBIT y ponctBeHHuKoOB 1 cTreneHu poacTsa —
OTell, MaTh, CUOCHI, TU3UTOTHBIE ONM3Helbl); Hedpomeranus no Y3U/MPT/KT.

Eciu y pomuteneit mpoGanma wmosjoxe 30 JeT HE BBISBICHBI KHCTO3HBIC
u3MeHeHus nouek no Y3U, pexomennyercst npoBoauth Y3U mouek y Oonee crapumx

POACTBEHHUKOB IO OTLIOBCKOW U MaT€pUHCKOM JTUHUAM (y 0alyIieK U 1eaylieK).
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B oteuecTBenHoi 1 3apy0OexxHON IUTEepaType 1 ciaydaeB nuarHoctuku AJITIBIT
y JeTel B Bo3pacTe 0 18 MecsleB MCIONB3YIOT TepMHUH «Very early onset» (anmi:
«odYeHb paHHee Hadano») [2, 80, 189], mpemnnoxkennsiii A.Shamshirsaz ¢ coasr. (2005).

[IpencraBnensl auarHoctuyeckue kpurepun AJIIIBII B 3aBUCMMOCTH OT
BO3pacTa BBISIBIICHUS MOYEYHBIX KUCT 110 Y3U miis netel u noapocTkoB u3 cemeit ¢ 50%
puckom AJITIBIL, a Takxe kputepun AJIIIBIT (myTamus de NOVO) st neTei u3 cemeit ¢
orpurareabHbpiM aHamHe30oM 1o AJIITBIT (tabauia 1.9) [239, 241, 245 — 247, 253].

Tabmuua 1.9 — Kpurepun Y3U-nuarnoctuku AJIIIBIl y nereit u moapoctkoB [239,
241, 245 — 247, 253]

Bo3spacr Kpurepnit nnarnoctuku AJITTBIT
BBISIBIICHHS
MOYEYHBIX KUCT I10

Y31

0— 15 net 1) pebenok u3 cembu ¢ 50% puckom AJII1BIT
2) 2 KUCTHI B IOYKaX (Haxke MpH JIOKAJIMU3AIUU B OHOM
TIOYKE)

15-18 net 1) pebenoxk u3 cembu ¢ 50% puckom AJITIBIT
2) 3 u 6oJiee KUCT B MOYKaX (J1ake MPH JOKAIU3AINU B OJTHON
TIOYKE)

oomee 3 et 1) peGeHOK 13 CEMBH C OTPHUIIATEILHBIM aHAMHE30M I10
AJITIBII

2) cymMapHo 0oJiee 5 KUCT B Moykax (MUHMMYM OHA U3 HUX
Oosnee 1cM B uaMeTpe) U yBelIMUEeHUE 00beMa MOUeK
3) UCKIIIOYEHBI IPYTHUE KUCTO3HbBIC 3a00JIEBaHUS TTOUEK

Brepeoie mnpemnokennbie  K.Zerres (1996) u  mogudunuposanusie Jr.W.E
Sweeney c¢ coarr. (2016) kpurepum mmarHoctuku APIIBII B merckom Bo3pacre:
HAJIMYME MHOXXECTBEHHBIX UM Y3HBIX KHCT B MapeHXHMe 00EHX IOYEK; BHIPAKCHHAS
Hedpomeranus, THIIEPIXOTEHHOCTD, OTCYTCTBHE KOPTUKO—MEIY/UIAPHOM

mupdepenuupoBku napeHxuMbl ¢ poxaenus no Y3WKT/MPT; comyrcrBytomiee
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NOpaXeHUe TeUeHU (BPOXKIACHHBIH (UOpPO3 /MM TOJMKUCTO3 TMEYEHU); OTCYTCTBUE
KHCTO30B TIOYEK M TME€YeHW Yy poauTeneil B Bo3pacTe Oonee 30 JeT; Hamuyue
noarBepxkaeHHOro APIIBII y cuOcoB/qu3nMroTHBIX OMM3HENOB MpPH ayTONCHH WU
MOJIEKYISIPHO-TEHETHUECKOM ~ HMCCIICIOBAaHMM B  HACTOSIIEE BpEMs  COXPAHSIOT
JUArHOCTHYECKU—3HAYMMYIO aKTyallbHOCTh B meauarpudeckoit Hedponoruu [100, 101,
103, 104, 134, 136, 239, 261]. KimHn4yecknii MOYCYHBIA W BHEMOYCYHBIA (DEHOTHIT
APIIBIT yarie 1uarHoCTUPYIOT B HEOHATAILHOM MU TpyaHoM reproaax [130].

B ocnoBe APIIBII Bcnencreue myranuii reHa PKHD1 nexar ctpykrypHbie H
GYHKITMOHATBHBIC ~ W3MEHEHHS  MEPBHYHBIX  pecHUWYEeK  (IWIHMA)  DIUTEIHS
XOJIAHTUOITUTOB M COOMpaTENbHBIX TPYOOK HedpoHa, GUOPO3 U KUCTO3 MOUYEK U MMEUYCHU
oOyCJIOBJIEHbl HapylieHueMm aud@PepeHIupoBKN dSNUTENUs HEePpOoHA U MPOTOKOBOM
IUIACTUHKKA Ha J3Tane >SMOpHOHaibHOro pa3Butud. [loueunsiii ¢enotun APIIBII
XapaKTepU3yeTCsl PACHIUPEHHEM COOHMpATENbHBIX TPYOOK, OMpENeIsieMbIM B BHUJE
MEJIKUX KHCT BRITSHYTOW (opMbI A1 (Hy3HO B MO3TOBOM CJIO€ TTAPCHXUMBI B COYCTAaHUHN
C IpPOrpEecCHPYIOLIUM  HMHTEpPCTHLHAIbHBIM  (uOpo3oM. DuOPONOIUKHUCTO3HOE
NOpaXeHWe TICYeHW TpU JaHHOM  3a00J€BaHUM  MPEICTaBICHO  KHUCTO3HBIM
pacIIpeHreM BHYTPUIICYCHOYHBIX JKETYHBIX MPOTOKOB M MEPHOUTHAPHBIM (HHUOPO30M
napeuxumsl [18, 51, 81, 131 — 133, 207]. IleucHounsiii ¢perorun APIIBII BxirouaeT
MOJIMKMCTO3 M BPOXIEHHBIM (uOpo3 mnedeHu, Oone3Hb wian cuHapoMm Kaponu,
OCJIO)KHEHHBIC XOJIECTAa30M, THOWHBIM XOJIAHTUTOM M CENCUCOM, (PopMUpOBaHHEM
CHHIpOMaA IoprajbHOU runeprensun [3, 43, 115, 134, 163, 168, 208, 211, 213, 298].
Pa3nooOpasue neueHoyHoro (heHoTurna mpu 3TOM 3a00JIEBaHUU 3aBHCUT OT XapakTepa
KoHKpeTHO#M MyTanuu rena PKHD1 [86]. MunumainbHbie TPOSIBICHHS MOJTUKHACTO3HOM
00JI€3HH MOYEK B MEUYECHH U JKETYHBIX MPOTOKAX CBI3BIBAIOT C JepekToM B 30HE ¢ 1838
no 2624 aMuHOKUCIOT Oesika (UOPOIMCTHHA, TSDKEIOEe TEUEHHE TEYEHOUYHBIX
nposiBiIeHui — ¢ 2625 mo 4074 amunokucior [263].

CormnacHo knaccudukanuu (GUOPO3HO—KUCTO3HBIX 3a00JICBAaHUM TEUEHU IO
YPOBHIO ¥ JHAMETPy TOBPEKIACHHBIX JKEIYHBIX MPOTOKOB TMPU TOPAKECHUU
MEXOJTBKOBBIX M CENTAJIbHBIX MPOTOKOB guamerpoMm 20-50 mkMm dopmupyetcs

BPOXKJEHHBIM (UOpPO3 M MOJUKHUCTO3 MEYEHU, NpU (HUOPO3ZHO—KUCTO3ZHOM H3MEHEHUU
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KPYITHBIX CETMEHTApHBIX MPOTOKOB AuameTpoM Oosee 50 MM — 6ose3ns Kaponu [197,
277].

Jnis 00603HaueHus1 MOPaKEHNUsI MHOKECTBEHHBIMH KHCTaMU 00euX J0JIeH MeYeHH
NPUMEHSIOT TEPMUH «IOJUKUCTO3HAas Ooye3Hb TmedeHuw». llpu amarHocTuke
MOJIMKUCTO3HOU OOJIE3HU MEYEHH YUYUTHIBAIOT KOJIMYECTBO KUCT MO pe3ynbraram Y3U /
MPT / KT: 4 xucThl ciy:kaT KpUTEpHUEM JMAarHo3a MpHU IMOJIIOKUTEIHHOM CEMEHHOM
aHaMHe3€e 10 KHUCTO3y ImedeHu, 20 KHUCT — Mpu OTpUIlaTeIbHOM. B KIMHHYeCKON
MpaKkTUKEe NPUMEHSIOT KiacCU(UKAIMKU MOJIUKUCTO3HOW Oone3nu nmeuyenu J.F. Gigot u
coanT. (1997) u T. Schnelldorfer u coast. (2009) [277].

B karamore OMIM mnpenacrasiensl reabi PRKCSH (177060), SEC63 (608648),
ALGS8 (608103), LRP5 (603506), PKD1 (601313), PKD2 (173910), GANAB (104160),
DNAJB11 (611341), ALG5 (604565), PKHD1/ FCYT (606702), DZIP1L (617570),
MYyTallUd KOTOPBIX OTBETCTBEHHBI 3a Pa3BUTHE IOJMKHCTO3HOM OOJNE3HU MEYEHU U
nouek [90].

®ulpo3 neyeHu Mpu ayTOCOMHO—PELIECCUBHON MOJIMKUCTO3HOM OOJIE3HH IMOYEK
XapaKTepU3yeTCss PEMOJAEIMPOBAHUEM BHYTPHUIICUCHOUHBIX JKEMTYHBIX MPOTOKOB U
pacHIMpPEHNUEM CBSI3AHHBIX C HUMH Pa3BETBICHUN BOPOTHOM BEHBI C MPOTPECCUPYIOITUM
pa3pacTaHueM COEIMHUTEIbHON TKaHU B MapeHXHME MeYeHH. BhIIensoT nHBa3UBHbBIE
(Ouonicusi), MaJlOMHBa3MBHbIE (OMOXMMHYECKHE MapKepbl) U  HEWHBa3UBHBIC
(anacrorpadusi, >1aCTOMETPUS, YIBTPa3ByKOBOE UCCIIEA0BaHNE, MATHUTHO-PE30HAHCHAS
U KOMIbIOTepHas ToMorpadus) MeToibl auarHocTuku (udpo3a mneuenu. Illkana
METAVIR npumenseTcs B KIMHUYECKOM IIPAKTHKE JUISI OLEHKU CTEICHH
BhIpakKeHHOCTH (rOpo3a neuenu [18, 213].

bonesns Kapomu (OMIM 600643) — penkas (1:1 muH) 00l€3Hb C ayTOCOMHO-
PELECCUBHBIM  TUIIOM  HAcCJIEOBaHUS, XapakTepU3yloUlascsi HEeOOCTPYKTUBHOMN
BPOXKICHHOW  KaBEPHO3HOW, MEIIKOBHUJIHOW, KHUCTO3HOM  JKTa3U€W  KPYIHBIX
BHYTPUIIEUEHOUHBIX MPOTOKOB MPU HOPMAJILHOM OOLIEM KETYHOM MPOTOKE (V THUIT KUCT
XKeIMUHbIX TpoTokoB 1o Todani), oTcyTcTBHEM mepunopraibHOro (udpo3a IMeYeHHU.
Hepenko y manueHToB (4ailie y MOAPOCTKOB M B3POCIBIX) C ayTOCOMHO-PELIECCUBHOM

MOJIMKUCTO3HOU OoJie3HbI0 nouek ¢ myrauueit rena PKHD1 BreisiBnsitor 60ne3ns Kaponu
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WIN €€ OCIOKHEHHsS (3acToil >kemud, oOpa3oBaHWE BHYTPHUIIPOTOKOBBIX KaMHEM,
OakTepHalIbHBIA  XOJAHTWUT, AacCIUT, CEeNTUIEeMUs M  Te4YeHOUYHbId abciecc,
BHYTPHUIICUCHOUHAsI XOJaHTHOKapiuHoMma). [lpu couetanunm Oone3nun Kapomu c
¢udpo30M eveHn KoHcTaTUpyroT cuHapoM Kaponm [90, 115, 210, 211, 213].

CunympoM  TOpPTaJbHOM  TUNEPTEH3UM  MPU  ayTOCOMHO—PEIECCUBHOMU
MOJIMKUCTO3HOUW OOJIE3HW TIMOYEK OOYCJIOBIICH IOBBLIIICHHBIM JaBICHHEM B CHCTEME
BOPOTHOM BEHBI BCJIEJICTBUE BHYTPHUIICUEHOUHOTO OJIOKA M3—3a 3aTpyJHEHUsI KPOBOTOKA
B BeHax mneueHd. KiMHHYecKue MPOSIBICHUS CUHApPOMA MOPTAIbHOM TUIEPTEH3UU
(TUTIEpCIUICHU3M W TAHITUTONICHUS, KPOBOTCUCHUS M3 BAPUKO3HO—PACITUPEHHBIX BEH
MUIIEBO/Ia M BEPXHEH TPETU KENyIKa) CBUACTEIBCTBYIOT O TSKECTH TEUCHUS U
OTIPENETSIOT MPOTHO3 ayTOCOMHO—PELIECCUBHOM MOIMKUCTO3HOM 0O0JIE3HH MOYEK.

[IpenoTBpalieHie MUIIEBOAHBIX M JKETYIOYHBIX KPOBOTEUCHUN B OOJBIITUHCTBE
Clly4aeB JIOCTUTaeTCs JIMTHPOBAaHUEM BApPUKO3HO—PACIIMPEHHBIX COCYIOB. Puck
pa3BUTHS TEYCHOYHOW OHHIEhATONATUH M KOMBI B TOCICONEPANMOHHOM IEPHO/IEL,
OCOOEHHO Yy TIAlIMEHTOB, HAaXOJAIIUXCA Ha 3aMECTUTEIBHOM Tepamuu JUajnu3oM,
OTpaHUYHMBACT TPUMEHEHHE TOPTOCHCTeMHOro myHTHpoBanus [115, 207, 208, 211,
213, 239].

Knaccudukaius kucto3HbIx 00pa3oBanuii mouek M.A.Bosniak (1986, mepecmorp
2012) B momudukamuu 2019 roma [110, 137] mmpoko nmpuMeHSETCS B KIMHHYSCKOM
npakTuke s onucaHus W uHTepnpurtanuu pe3ynsratoB KT w/mmm MPT mouek c
KOHTPACTUPOBAHUEM U OIPEACIICHUS CTENEHU PUCKA O3JIOKAYECTBICHHS KHUCT MOYEK C
yuetoM kiacca |, 11, HF, T, V.

Kuctsl knacca | u |l oTHOCAT K 1OGpPOKaYECTBEHHBIM KUCTO3HBIM OOpa30BaAHUSIM.
Kuctet knacca IIF no pesynsraram KT u MPT noanexar HaOMIOIEHUIO B TUHAMUKE U
MIPOBEACHUIO TTOBTOPHOTO 00ciieioBaHus uepe3 6 mecsieB u 1 rof, ganee 1 pa3 B rog B
TE€UEHHUE 5 JIET TaK KaK XapaKTepHa HU3Kas BepOSATHOCTH (5-15%) ManurHu3aiuu KUCT
ATOTO KJacca, OTHOCSAIIUXCS K MPEUMYIICCTBEHHO JIOO0POKAYECTBEHHBIM. ABTOPBI
pexomenaytoT ynanenue kuct kiacca I, IV u3-3a Beicokoro pucka (6omee 50%)

HeorutacTuaeckoro nporecca (tadmuma 1.10) [110].



Tabmuma 1.10 — Kinaccudukanmsi KucTo3HbIX oOpa3zoBaHuii mouek M.A.Bosniak (1986,
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nepecmotp 2012) u B mogudukarmu 2019 roga [110]

Kiaccrel

Knaccudukarus
M.A.Bosniak (1986) c
nepecMmotpom 10 2019

rona

Knaccudukarmus M.A.Bosniak (1986), Bepcus
2019 rona

KT

MPT

TOHKasl CTEHKA,
OZHOPOJHOE >KMJIKOCTHOE
COLEPKUMOE, OTCYTCTBUE
IIEPETOPOIOK,
KaJlbLU(pUKaUy,
COJIMHOTO KOMITOHEHTA,
OTCYTCTBHUE HAKOIUJICHUS
K.B.  COACPXKUMBIM U

CTECHKOU

TOHKasi (<2 MM) pOBHas CTEHKa C YETKHUMHU

KOHTYpPaMH, OTCYTCTBYIOT II€PETOPOJKH H

Kanplu(PUKAIMU, COJUAHOTO KOMIIOHEHTA,

CTEHKa MOXKET HaKaIJuBaTh K.B.

OJTHOPOJTHOE OJTHOPOTHOE

KUIKOCTHOE KUIKOCTHOE

coaepxkumoe (oT - 9 1o | conepkumoe

20 HU) (MHTEHCHUBHOCTH
CUTHAaJIa
aHaJOTUYHAs
CMX)

1 THIT;
MIepETOPOIOK
MIPU3HAKOB

HECKOJIBKO
oe3
HaKOIUJICHUS
K.B., TOHKHE WIH
OTpaHUYCHHBIC "
HECKOJIKO  YTOJIIIEHHBIE
KaJIbLIU(PUKaUU B
CTEHKE WJIK CeNTax,
2 tun: <3 cM B AUaMeTpe

YCTKO OTIPaHUYCHHBIC HC

HaAKaIlJIMBAIOIIINE K.B.
oOpa3zoBaHus c
OJTHOPOJTHBIM
BBICOKOIIJIOTHBIM
COIEPIKUMBIM

KHCTO3HbIE 00pa30BaHUsl C TOHKUMHU (<2 MM)
POBHBIMHM CTEHKaAMH C YETKUMHU KOHTYpaMH

1 Tun: eauangnbIe (1-3)

TOHKHE (2 MM)
TIEPETOPOJIKH,
MIEPETOPOIKH U CTCHKHU
MOTYT HaKaIIuBaTh
K.B., MOTYT  HMETh
KaJIbIIU(UKATHI,

2 TUM: COJEPKHUMOE B
BUJIC
(motHOCTRIO  >70HU)

OJTHOPOJTHBIX

Macc Ha HaTUBHBIX KT,
3 TUMN: OJHOPOIHBIE HE
HaKaIlJIMBaKOII1E
KOHTpPACT MacChbl > 4YeM
Ha 20HU, moryt umers
KaJIbIIU()UKATHI,

4 TUO: OJXHOPOJHBIE

| Tuna: eqMHUYHBIC
(1-3) Tomkme (<2
MM)  MEpPEeropOJIKH
MOTYT HaKaIUTHBaTh
K.B, eCTh
HEHAKAaIlJTNBAOIIINE
K.B. TIEPETOPOJIKH,
MOTYT UMETh
KaJIbIIU(DUKAIWH,

2 THUM: OJHOPOIHOE
oOpa3oBaHue c
TUTIEPUHTCHCUBHBIM

CHTHAJIOM Ha

T2-BA
co

HATUBHBIX
(cxoncTBo
CMX),

3 TUN: OAHOPOIHOE




41

o0Opa3oBaHUs oOpa3oBaHue C
IUIOTHOCTBIO OT - 9 /10 | THIIEPUHTEHCUBHBIM
20 HU Ha HaTWBHBIX | CHTHAJIOM Ha
KT, HatuBHBIX T1-BU
5 Tum  ogHOpPOAHBIE | (HHTCHCHBHOCTH

obpazoBanus 21 — 30 | curnama B 2,5 pasa

HU B Benosnyio a3y | > 4yeM 0T

KOHTPaCTUPOBAHUS, MapEHXUMBI TTOYKH )
6 TUI: OYEHb MEJIKHE
JUIS TOro 4YTOOBI I1aTh
OTIMCaHKUE, OJTHOPOHBIC
HHU3KO-HaKaIlJINBAIOIIIE

K.B. 0OpazoBaHus

IF

1 Tuno: MHUHUMaIbHOE
yTOJdIIEeHHe uiu Oonee 3

TOHKUX TEPErOPOIOK C

wii  0e3  NpPU3HAKOB
HaKOIUIEHHd  K.B.,, C
BO3MOKHBIMU
YTOJIIEHHBIMU W
Y3J0BBIMHU
KaJIbUU(PUKATUAMH,

2 TUI: BHYTPUIIOYCUHBIC
oOpa3zoBaHus pa3MepoM
>3 CM C BBICOKOIJIOTHBIM
COJICPIKHMBIM, HE

HaKaIlJINBAOIIUC K.B.

KHCTO3HbIE oOpa3zoBaHus C POBHOM

MHUHUMAJIBHO-YTOJIIIEHHOMN (3 MM)
HAaKaIJIMBAIOIIECH K.B. CTCHKOU

wii ¢ 1 u Ooyee HAKAIUIMBAIOIIMMHU K.B.
NEPErOpOKAMHU

WIM C MHOXECTBEHHBIMU (>4) TOoHKuUMHU (<2

MM) neperopoaxkaMm HaKarJIMBarOIiuMH K.B.

| Tvn: npusHaku ¢
KT OJIMHAKOBBIC
(cm.BbILIE)

2 THUI: KHCTO3HBIC
00pa3zoBaHUs c
HEOIHOPOIHBIM
TUTIEPUHTEHCUBHBIM
CHTHAJIOM Ha
HatuBHBIX T1-BU ¢
T1OJIaBJICHUEM
cHTHaia oT
YKUPOBOU TKaHU

yTOJILEHHbIE WIH
HEpPOBHbIE CTEHKA WJIU
[EPErOPOIKH C
3aMETHBIM/U3MEPUMBIM

HaKOIIJICHUECM K.B.

>1 ToACTHIX (>4 MM)
WJIM HEPAaBHOMEPHO — YTOJIIEHHBIX (<3 MM C
TYIBIM YIJIOM TPOTPY3UH) CTEHOK WA

MIEPETOPOIOK HAKATLTHBAOIIHX K.B.
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MSITKOTKaHHBIC >1 y37a HaKaIIMBAKOLIKX K.B.: THAMETPOM >4
KOMIIOHEHTHI (HarpuMep, | MM C TYITBIM YIJIOM IPOTPY3HH

v y37bl) € HW3MEPUMBIM | KM JIFIOOOTO pasMepa C OCTPHIM  yIJIOM
HAKOIIJICHUEM K.B. IpOTPY3UHU

[Tpumeuanue: k.B. — KOHTpacTHOE BeuecTBo, CMOK — ciuHHOMO3r0oBas xuakocts, B — B3BemeHHbIE

HN300pakKeHHS

Oco6ennoctu Y3U kaprunsl noyek npu AJIIBIT u APIIBII B nerckom Bo3pacte
[97, 235, 243, 260, 275]:
1. mpu AJIIBIIL: mocreneHHOe ABYCTOPOHHEE WM OAHOCTOPOHHEE (ACUMMMETPUYHOE)
yBEJIIMYEHUE OO0bEeMa IOYEK, CMELICHHE IPOJOJIbHOW OCH MOYEK, KHUCThl KpPYIJIbIE,
HECUMMETPUYHO PACIONIOKEHBI B MAPEHXUME O0EHX IMOYEK, pa3MEpPOM OT HECKOIbKUX
MWITUMETpoB a0 10cm u Oornee B JguaMeTpe, HEPOBHOCTb KOHTYPOB MOYEK H
nedopMalys 4alueyHO—I0XaHOUYHOM CUCTEMBI ITPHU OOJIBIINX pa3Mepax KHUCT.
2. mpu APIIBIl: runepsXoreHHOCTb, YTPaTa/CHKEHHE KOPTUKO—MENYJUISIPHOM
TG GepeHIMPOBKY MAPEHXUMbI U JIByCTOPOHHEE PE3KOE YBEIMYEHHE O0beMa MOYeK
(HapacTaet nocjie poxAeHHs B TeueHue 1 mecsina — 1 roza) ¢ 1ByCTOPOHHUMH MEJITKUMHU
KUCTaMU (PEAKO MPEBBIIAIOT 1¢cM B AETCKOM Bo3pacte), 1M dy3HO B 00eUX MOUYKaX.

Haubonee  paHHMMHM  CUMTAIOT  peHajbHble  TposBieHus  HNFIf—
aCCOLIMMPOBAHHOTO  3a00JI€BaHUs, THUIEPIXOTCHHOCTh MNAapeHXHUMbl TMOYEK C
HE3HAYUTENIbHBIM YBEJIMYEHUEM WJIM HOPMAaJbHBIM OOBEMOM IOYEK TUArHOCTHPYIOT B
53% mnpenaransHo (¢ 17 Hemenu) mo Y3U [91, 107, 189, 303]. PasnuuHbie BapHaHTHI
KHCTO30B MOYEK, aCCOMUPOBAHHBIX ¢ MyTanusiMu HNFIf rena, cocrasistor 65-87%,
Cpeay HHUX ceMelHas TUIOIUIACTUYECKass IIIOMEpPYIOKUCTO3Hasi Oo0Jie3Hb IOYEK,
COJIMUTapHBIE KUCTBI, MYJBTUKHCTO3HAsI JMUCIUIA3Us NMOYKH. J(MarHocTtuyeckas TeTrpana
CEMEMHOM TUMOIIaCTUYECKOU TIIOMEPYIOKHUCTO3HOM 00JIE3HH MOYEK, aCCOIMUPOBAHHON
¢ mytanusmu HNF'1f (TCF2) reHa BKIiouaeT yMEHbIIICHHE 00beMa MOYeK, PaCIIMPEHHIE
WM aHOMAJIUU YallleYHO—JI0XaHOYHOM CHCTEMBI, paHHee (10 25 JeT) Hayajlo caxapHOro
muabera (MODYS) wiu HapylieHHs TOJEPAaHTHOCTH K IVIFOKO3€, ayTOCOMHO—
JOMUHAHTHBIA TUN Haciaemoanus [92, 95, 107, 117, 187, 189]. BrisBneHnue KuCT B

KOPKOBOM CJIOC MMAapCHXHUMBbI — Ba)KHBIN ,Z[I/IaI‘HOCTI/I‘IeCKI/Iﬁ KpI/ITepI/Iﬁ IIIOMCPYIIOKHCTO3a
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noyek, ogHako Metoasl Y3U u xommbroTepHOU ToMorpaduu (ocoOeHHO 0e3 yCuileHus
KOHTPACTUPOBAHUEM) PEAKO MOATBEPXKIAIOT TIIOMEPYISIPHbIE KUCTBI, YTO 3aTPyIHSET
panHior0 amarHoctuky [91, 92, 99, 121, 123]. MarauTHo—pe30HaHCHAsT TOMOTrpadus
sBnsieTcss HauOonee WMH(POPMATUBHBIM M O€30MacHBIM METOAOM  BHU3yaJH3alluu
BHETIOYEYHBIX U MOYEYHBIX KUCT, B TOM YHCIIE€ TNIOMEPYISPHBIX, Y AETEH U B3POCIbIX [2,
56, 137, 179, 214].

B nerckom Bo3pacte mnpu HNFIf—accOMUpOBAaHHOM KHCTO3€ TOYEK HE
BBISIBJICHO 3HAYMMOIO YBEJIMYEHMs uucia KUCT B 72% ciydaeB. Bcerpedarorcs
TUMOIJIa3usl TOYEK, IMOAKOBOOOpa3Hasi IMOuYKa, OJUroMeraHedpoHus, TUapoHedpos,
THAPOYpPETEp, KaHAJBIEBbIC HApyUIEHUs (THNEPYpPUKEMUs, TMOBBIIMICHHAS JKCKPEIUs
MarHus ¢ MOYOH, TUIIOCTEHYpUs, TOTUYpHs ), XpoMopoOHas modeyHast KapuuHoma [123,
153, 166, 188, 189, 193, 217, 303, 310]. B OonpmmuHCcTBe ciaydaeB HNFIf—
aCCOLMMPOBAHHOIO 3a00JIEBaHUA TOYEK Yy JETEM paHHEro BO3pacTa XapaKTepU3yercs
COXpaHHOU (PYHKIMEHN Mmouek ¢ MenjeHHbIM nporpeccupoBanuem XbIIL. ITpu HNF1f/—
acCOIMMPOBAHHOM 3a00JIeBaHUU TOuYeKk ¢ o4yeHb paHHuM HadamoMm (VEO-HNFLp)
BO3MOYKHO MPOTPECCUPOBAHME IO TEPMHUHAIBLHOW ypEeMUU Ha TIEPBOM rofy xu3Hu [91,
107, 189]. HNF'If BnusieT Ha BHyTpUYTPOOHOE (POpMUPOBAHUE TICUCHN U HA (PYHKIIHIO
remaronuToB  nociue  poxnaenus  [153]. Omnmcanbl  KIMHHYECKHWE  CIIy4yau
XOJIECTaTUYECKON JKENITyXH Y HOBOPOXKIEHHBIX C arpe3nell BHYTPHUICYCHOUHBIX
MPOTOKOB, aTpoduu >KETYHOTO IMy3bIps, MepunopraibHoro (pubpoza meuenu. B 21%
cnyuyaeB npu mytaiuu HNFI1 (TCF2) rena BctpedaeTcst 6€CCUMIITOMHOE TOBBIIICHHE
TpaHcamuHa3 B kposu [107, 153, 186-190, 282, 303].

[TepBbie cumnTombl HePpoHOPTH3Aa HecTeUPUIHBI: aHEMHUS, 3aJepPKKa pOCTa,
dHYpe3, MOJMNYPHsl U TOMUAMIICUS KaK MPOSBICHUS HApPyIICHUS KOHIEHTPAIMOHHOU
¢bynkummn mouek. Ha panHuX cragusx 3a0ofieBaHUS OTCYTCTBYET apTepHalibHas
TUIIEPTEH3US], HE XapaKTEePHbI U3MEHEHHSI 0CaIKa MOYH.

Knuanueckue kputepun HeppoHOpTH3a B JIeTCKOM Bo3pacte [111, 112, 120,
242]. XpoHHMYECKas IOYeyHas HEIOCTATOYHOCTh 03 BHIMMOW TNPHUYMHBI, TEPBbIC
KIIMHAYECKUE TIPOSBICHUS: aHEMUSA, TOJUYPHsS, HHUKTYpPHUS, BTOPUYHBIA JHYpE3,

nonuauncuss  (0COOEHHO B HOYHOE  BpeMs), THUIOCTEHYpUsS  pa3BUBILIUECS
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UAMONATUYECKH, CHHIPOM XPOHUYECKON yCTAaIOCTH, MBIIIEYHbIE CHa3Mbl U CYIOPOTH,
3aJieprKKa pocTa.

[Ipu undantunpHOM HEPPOHOPTH3E BO BHYTPUYTPOOHOM TMEPHOAE WIM Ha
NIEPBOM TOAY >KM3HH OOHAPYXKUBAIOT KOPTUKAIBHBIE MUKPOKHUCTBI, MOCJIE POXKICHUS
JTMArHOCTUPYIOT apTepUalibHYIO TUIIEPTEH3UI0, ObicTpoe mporpeccupoBanue XbIT no
TEPMUHAJIBHOM cTaauu K 1-3 rogam M JeTalbHBIM UCXOAOM B CPEIHEM K BO3pacTy 4—5
aeT. OcoOeHHOCThI0 MH(AHTUIIBHOTO BapraHTa HeGpoHO(DTH3A SIBISETCS YBEITUUYCHUE
o0beMa MOYEK U HAIMYME KUCT B MEIY/UISIPHOM M B KOPTHKAJIBHOM 30HE, 4acToe
pasButhe Situs viscerum inversus, JIMXII, anoManuii rematoOMIMAPHOW CHCTEMBI
[232]. FOBenwmbHbIH HeDpoHOPTH3 — cocTaBisgeT 15% NpUUUH TEPMUHAILHONW YPEMUH
B JIETCKOM BO3pacTe, camas yactas KiuHudeckas gopma 3abosneBanus. O0beM MOYEK
HOPMaJIbHBIN TIpU poxAeHUH, yMeHblnaercs K 10—13 rogam. Kuctel menkue (1o 1cm)
JIOKAJIM3YIOTCSl TIPEUMYIIIECTBEHHO B MEIYUISIPHON 30HE. ApTEepHaTIbHOW TUIIEPTEH3UU
HeT. K 13 romam wucxon B TEPMUHAIBHYIO MOYEYHYHO HEAOCTATOYHOCTh. Ilo3mHnmii
He(poHOPTHU3 — penkas popMma, UMEET KIMHUUECKOE CXOACTBO C FOBEHUJIBHOM (HOpMOIA,
HO xapakTepHo Oosiee mno3aHee (k 19-22 romam) mnporpeccUpoBaHUE IOYEUHOH
HEOCTAaTOYHOCTH J0 TEPMHHAIBHOW ypemHH. Penxo MuarHoCTHpYIOT BHETOYECYHBIE
IPOSIBJICHHS, CpEeOr HUX SItUS VISCErum inversus, mMOpOKH Cepila, OKOYIIHbBIE CBHIIH,
nonuaakTiaus, anomamu [{HC, anomanuu modeBbIx myTeit [171, 232, 289, 299].

YuuThIBas TEHETHMYECKYI0 Te€TepOreHHOCTh W Pa3HOOOpa3ue BHEMOYEUHBIX
KIIMHAYECKUX TPOSIBICHUM, MOJEKYISIPHO-TCHETHUECKUNA METOJl SBISAETCS «30JI0ThIM
CTaHIapTOM», OCHOBHBIM METOJOM OKOHYATEeNbHOW AMArHOCTHKU HeppoHODTH3a U
He(poHohTH3—CBsI3aHHBIX 3a00neBanuii [118, 289, 290, 299]. I'eneanoruueckuii MeTO
MIOJTBEPIKAAET ayTOCOMHO—PEIIECCUBHBIN THIT HACIETOBAHUS 3a00I€BaHNUA.

Haunbonee dacTtble BHENOYEUHbIE MPOSIBICHUS  HEPPOHOPTU3—CBI3aHHBIX
CUHAPOMOB (IHJIMONaTwii) onucanbl B Tadnuie 1.9. Hannuue y manurenTa BHEMOYEYHBIX
MPOSIBJICHUN UJIMONATUU TpeOyeT UCKIoUeHuss HedpoHodTH3a U PETYISIPHOIO
KOHTpOJIs QYHKIIMH MoueK 10 gocTrkeHust 30 jgetHero Bo3pacra [120].

V3U kaptuHa Hepponodtusza [120, 228, 229, 242]: rumepsXOreHHOCTH

NapeHXUMbl  TMOYEK; HMCUE3HOBEHUE  KOPTUKOMENYJULIpHOW AU depeHIIMpOBKU
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MapeHXUMbl TOYEK; OObEM TOYEK B HOPME WJIM YMEHbIIEH (Mpu WH()AHTHIEHOM
yBeJIM4YeH); MHOXecTBeHHbIC auddy3Hbie Menkue (wamie 1-5vmm, peako 10—15Mm)
MOYECYHBIE KHCTHI, JIOKATH3YIOTCA MPEUMYIIECTBEHHO Ha TpaHHUIe KOPTHUKAIbHON WU
MEAYJUISIPHOM 30H, HE YBEJIMUYMBAIOTCA B AMHAMUKE, PEIKO BIIBIAIOTCA npu Y3U; He
XapaKTepHO BHEMOYEYHOE PACIIOIOKEHUE KUCT.

OtcytcTBue modedHbIX KUCT Tipu Y3U He uckimrouaeT HePpoHODTH3, HEPEITKO
KHCTBI CTAHOBSITCSL Pa3IMYMMbl TOJILKO B TepMUHANIBbHYIO cTaauio XbII.

JleueHue HaCJEICTBEHHBIX KHCTO30B MOYEK B JIETCKOM BO3pacTe 3aBUCHUT OT
cragun XbII, xapaktepa ¥ BBIP&KEHHOCTH pPEHAJIBHBIX M JKCTPAPEHAIBHBIX
nposiBieHui Oosesnn [68, 69, 122, 124, 202, 216, 227, 229], oOycClIOBICHHBIX
MOJIEKYJISIPHO — TeHETHYECKUMHU 0coOeHHOCTsIMU manmenTa [131, 152, 165, 169, 170].

OCHOBY TakTHKH BEACHHS JI€TEH M MOAPOCTKOB C HACIEICTBEHHBIMUA KHCTO3aMHU
MOYEK COCTaBISIET HEPPONPOTEKTUBHBIA MOAXOM, KOHCEPBATUBHBIE METOJbI JICUCHUS
CBOJATCS K KynupoBaHuio 0oseBoro cunjapoma (vame npu AJIIIBIT), nedpponporexunu
B coorBercTBUM co cragued XBII, koppekiuuu oOcloXHEHUl — TueIoHeppura,
apTepUaTbHON THIMEPTEH3UH U HAPYIICHHBIX TOMEOCTATHYECKUX (PYHKIUN MOYEK MpHU
IPOTPECCUPOBAHUY MOYCYHONH HEJOCTATOYHOCTH M IKCTPAPEHANBHBIX MPOsBICHUN [8,
42, 51, 88, 98, 155, 156] ¢ mepeBomom mMmanueHTa IMOA HAOMIOACHHEC U JIEYEHHE BO
B3pOCITYIO He(DpOJOTHIECKYIO ClTy)KOy B Bo3pacte Oonee 18 ner [14, 19, 49, 50, 60, 152,
158, 299].

B 10-20% cnydaeB HeppoHOPTH3 codeTaeTCsi C BHEMOYCUHBIMU MPOSBICHUSIMHU
[41, 212, 228, 232]. TlonuopraHHOCTh MOPAKEHUS C Pa3HOOOpPA3UEM BHEIIOYCUHBIX
MIPOSIBIICHUN npu Pa3TUYHBIX [IAJTUOTIATHSAX OOBsICHSIETCS HIMPOKOH
MPEICTaBICHHOCTHIO OETKOB—HE(PPOIIMCTUHOB BO MHOTHX OpraHaxX M TKaHAX (TIOYKH,
neueHb, TOPKETYIOUHAas Kelle3a, IEeHTpallbHas HEepBHAs CHCTEMa, IJla3a, OpraH ciyxa,
cepaue, kocTHast Tkanp) [111, 112, 120, 236].

IIpu  APIIBII  aprepuanbHas  TUNEPTEH3Us, PEOKO  MOATBEpXKAacMas
runeppeHuneMueli, npucyrcteyer y 80—-100% neteit u yacto TpeOyeT Ha3HAYCHHS
HECKOJIbKUX TUIOTEH3UBHBIX TMPEMaparoB C TEPBBIX MecsmeB Ku3Hu. OJHAKO

npernaparaMyd BbIOOpa MpU JIEYEHUWU apTEepUaTIbHOM TUIEPTEH3UHM Yy TaKuX JeTei
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SBIISIIOTCS. MHTHOWUTOpPBI  aHTMOTEH3WH—TIPEBpalIaloniero (epMeHTa U OIOKaTOpPbI
peuentopoB anruotensuHa II [124, 147, 164, 206, 207, 247, 301]. Ha3unauyenue
UHTUOUTOPOB aHTHOTeH3UH—TIpeBparatomero ¢pepmenta npu AJIIBII y moxpocTkoB ¢
COXpaHHOW (PyHKIMEW TOYEK, MPUBOIUT K CHIKCHHIO YPOBHS MHUKPOAILOYMHUHYPHH,
3aMEIIJICHUIO YBEIMYEeHHs oO0bemMa TMOYeK, HHJEKCa MAacCChl JIEBOTO KEIyJ0uKa,
nporpeccupoBanus XbII u apyrux ocnoxuenwii [93, 113, 194, 273, 306, 309].

Hepenko Hedpomeranuss M TremaroCIyICHOMEralus NPUBOAST K HapyIICHUIO
(GYHKIIUU KETYIOUHO—KUIIIEUHOTO TPaKTa, 3aTPYIHCHUIO KOPMIICHHS, OTCTaBaHUIO B
pocte u pasutun gereidl ¢ APIIBII. VYuwuTeiBas HapylleHHE BCacChbIBaHHS
KAPOPACTBOPUMBIX BUTAMHHOB y JE€TEW C PACIIMPEHUEM BHYTPHUIIEUCHOYHBIX KEITYHBIX
MPOTOKOB, HEOOXOJUMO TIPOBOJUTH COOTBETCTBYIOUIYIO KOppeKiuo. B cBsi3u ¢
HapyUIEHUEM MOTOPUKH JKETYHOIO IMPOTOKA M CHUKEHUEM CEKPELMH COJeH Keluu
NOKa3aHO Ha3HAYEHHWE >KETYHBIX KHUCIOT (YPCOAE30KCHXOJeBasl KUCIOTAa), KOTOphIE
CHOCOOCTBYIOT ~ YIYYIICHUIO MUIIEBApeHUs MW OO0NaJaloT  XOJEPETUYECKHM U
rernaronpoTekTopubiM  cBoiictBamu [207]. Ilpu mporpeccupoBaHUM MOPTAIBLHON
TUNIEPTEH3UU peryasipHo (He pexe 1 pasza B T0A) JODKHA IPOBOAMTHCS
730(haroracTpoAyOJICHOCKONHSI C OLIEHKOM CTENEeHH BapUKO3HOIO PACHIMPEHUS BEH
NUIIEBOAa M OKelyldKa, Ha3HAUCHHEM HECEJICKTUBHBIX OcTa—0OnokatopoB [207],
MPOBEJICHUEM JIMTUPOBAHUA BEH I HCKIIOUYEHUS BO3MOXHOCTH KPOBOTECUEHHUS.
[IpensioykeH anropuT™ BEAEHUS JETEN C OCTPBIM MOBPEKICHUEM MTOYEK, COUETAFOIIMMCS
¢ XpoHndeckuM 3a0osaeBanuem rmeuenn [100, 134, 162, 207, 267, 277].

XUPYpPruuecKuMU METOJAMU JICUEHHSI MOJIb3YIOTCS MPU OOJIBIIUX pa3Mepax KHUCT
W/WIU TIpU HapyIIEHWW TMaccaka MOYM TIOJ BIUSHUEM JIaBIICHUS KHUCTHI W/WIU
MPOBOIUPYIOMNX pedpPaKTEpHYIO K MPOBOAMMON KOHCepBaTUBHOM Tepanuu Al
ycuiieHHe 00JIEBOTO CUHAPOMA, HH(PUIUPOBAHKE, PA3PhIB KUCTHI.

Kucro3sl mouek, COMpPOBOXKIAIOIIMECS 3HAYUTEIBHBIM YyBEIWYEHHEM OObema
noyek (ogHOM WM 00enX) HEepeaKO CTAaHOBATCA MOBOJAOM K PEIIEHHUIO BOIpOca O
MpPOBEIEHNN HEPIKTOMHH, KOTOPHIN MPUHUMACTCS MPU KOJUIETHAIBHOM OOCYKIEHUN
(KkOHCHMJIMYM B COCTaBe HEOHAroJjora, nmeawarpa Hedposora, yposora, Bpada 3I1T) u

MNEPCOHAIM3UPOBAHHO.
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[TokazanusiMu K He(PIKTOMUM TPHU KHCTO3aX IOYEK paccMmarpuBarorcs: 1.
TSOKECTh  COCTOsiHUSL — manueHta  (Tsbkenmas  JIH,  TepMmuHanbHas — modedHas
HEJOCTATOYHOCTh), 2. HAJIWYUE OCJIOXKHEHHH HeppoMeraiuu — HEBO3MOXXHOCTh
nposenenust MBJI, nepuroHeanbHOro [auann3a, HEKOHTPOJUpyeMas HepporeHHas
apTepualibHasi TUNEPTEH3HS, HEBO3MOXKHOCTh OJHTEPAJIIBHOIO  MHUTaHUSA  W3-32
KoMIipeccun opraHoB OpromHOW monoctu  (ipu APIIBII  wedpskromus maer
COMHUTENbHBIN 3(h(}EKT), KoMIpeccus TPYAHOW KIETKH U TPOOJEeMbl C BHEIIHUM
neixanueM (mpu APIIBIT medpskromust maer comuutenbHbiii d3ddexr) [134, 151, 278,
283, 284, 304].

K oxuaeMbIM OCI0XKHEHUSM IBYCTOPOHHEN HE(PPIKTOMHUU OTHOCATCSA: 1. pe3kas
TUTIOTEH3US BCIIEJICTBUE TUIIOPEHUHEMUH, 2. HE00X0oauMocTh B poseaeHuu 11T nocie
HeppIKTOMHUN (OJDKEH OBITH chopMHpOBaH aoctyn W HanmaxkeH nporecc 3[1T) [134,
151, 278, 304].

B pabote aBTOpOoB Ha 9 manueHTaxX CpaBHUIM KaTamMHE3 MOCie HePpIKTOMUU
JIBYCTOpPOHHEN (Y 5 HOBOPOXKAEHHBIX) U OJHOCTOPOHHEH (Y 4 HOBOPOKICHHBIX) C
APIIBII u nomy4ynnu BBIBOJIBI B MOJIb3Y OJHOMOMEHTHOIO y/ajeHus 00enx MOoYeK, TakK
KaK  OJHOCTOPOHHHSS HE(QPIKTOMHUS  SBISAIach  (PAKTOPOM, CTUMYJIHPYIOLIUM
IPOrPECCUBHOE YBEIMUYEHUE B 00bEME KOHTpajaTepaibHON MOYKU U B CPEIHEM yepe3
25,5 nHel Bo3HHMKaIa HeoOX0uMOCTh ee yaanenus [129, 278, 304].

B Hacrtosmee BpeMs IPOBOAATCA KIMHUYECKUE HCIBITAHUA B IIOMCKE
ahexkTHBHOTO M 0E€30IaCHOIO CIoco0a MaTOreHETHYECKOTO JICUSHUS TTOJUKHUCTO3HOM
OOJIe3HH TOYEK y JIeTeld M MOAPOCTKOB. 3aMEUICHHE MPOTrPECCUPOBAHUS KUCTO3ZHOM
OO0JIE3HN MOYEK MOXET OBITh TOCTUTHYTO BIIMSHUEM Ha OCHOBHBIE IAaTOT€HETUYECKUE
MEXaHU3Mbl pOCTa KHUCT: 1) HAa yMEHbIlIEHHE Nposivdepalnuy SMUTEIUATbHBIX KIETOK
KaHAJIbLEB U CEKPELMH KUIKOCTH 3a CYET CHUKEHHUs ypOBHs BHyTpHKiIeTouHoro Ca’';
2) Ha mopmamieHue snuaepMaibHOro ¢akropa pocra (EGFR), ymenbmienue ypoBHs
HAM® U CHW)XEHHE aKTUBHOCTH CSrc (TMPO3WHKMHA3bl, MPUHHUMAIONIEH ydacThe B
IPOLIECCE KIIETOYHOIO POCTA; CSIC SBISETCA MOCPEIHUKOM B IMEPEKPECTHOW CBA3H
EGFR u G—6enka nAM®); Ha BOCCTaHOBJIEHUE KJIETOYHO—KIJIETOUYHBIX M KIETOYHO—

MaTPUKCHBIX CBSI3€M, YTHETEHHE MPOrPECCUPYIONIET0 WHTEPCTUIMAIBHOTO (hubdpo3a,
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CBSI3aHHOTO C MOBpeXAeHUEM MakpodaroB, u mogarienne mytd mTOR (mammalian
target of rapamycin — muienn panamuiHa MiaekonuTaronwx) [40, 68, 114, 215, 218,
246, 284]. benku NOMMIMCTUHBI, OTBETCTBeHHbIE 3a (opmupoBanue AJIIIBII wu
APIIBII, HaxomsTCs B CIOKHOM MOJIEKYJSIPHOM B3auMoOAEHCTBUU. CUHTAIOT, YTO
MeTonbl JiedeHus, paspadborannsie st AJIIIBII, B coorBercTByrommx cramusx XbII
MoryT ObITh dddexTuBHbIMU 1 Tipu APIIBIT [246, 284].

Hereit ¢ APIIBII BkimodaroT B TpyNbl KIMHUYECKOTO MCIBITAHUA T10
0€30IacHOCTH M TEepEeHOCUMOCTH TeceBatuHuOa; gnerer ¢ AJIIBII B rpymnms
MEXIYHAPOTHOTO KIMHWYECKOTO HCHBITAHWS 10 HW3y4YeHHI0 3(PQeKkTuBHOCTH,
0e3omacHOCTH, (papMaKOKMHETHKHU, TICPEHOCUMOCTH TOJIBalTaHa, KypkymuHa [85, 158,
246, 287, 291, 294]. Tlpuem ToiBanTaHa y HOBOPOXKIECHHOTO C TSDKEIBIM TECUCHHEM
AJIIIBIT nmo3BoMMA NMPOBECTH KOPPEKLMIO TMIIOHATPUEMHUHM W 3aMEIJINTh YBEINYCHHE
oobema modek [108, 176]. OxumaembiM siBisieTcs 3Q(EKT CHUKEHHUsT 00IIero oobema
nouek npu APIIBII y nereii Ha done mpuema tonBantana [156, 176, 262, 294]. IIpu
runionarpuemun 'y gaeteit ¢ APIIBII, oOycnosineHHON TyOyJIOMHTEPCTUIIMATBEHBIMU
HapyUIEHUsIMHA, Ha3HAY€HHE aHTaroHucra perentopa BazompeccuHa 2 (V2R) He
nokaszaHno [134].

Co3manbl W akTUBHO  PabOTalOT  MEXKIyHapoAHbIe paboyue  TPYIIIHI,
OOIIIECTBCHHBIC OPTaHU3AI[MK 110 KUCTO3HBIM OOJIC3HSIM IMOYEK Y AeTel u B3pocibix (the
ARegPKD Consortium, Polycystic Kidney Disease Outcomes Consortium, Network for
Early Onset Cystic Kidney Diseases, ERA-EDTA working groups on inherited kidney
disorders and European renal best practice, Consensus Expert Recommendations for the
Diagnosis and Management of Autosomal Recessive Polycystic Kidney Disease) [134,
229, 245, 261, 262].

[TpoBoasITCS KIMHUYECKUE UCIIBITAHUSI OMOMapKepOB MOBPEKICHUS U XapaKTepa
[UJIMONIATHH TIPU MOJUKUCTO3HOM Oosie3Hn mouek y meteit [127, 247, 291]. C uenbio
000011IeHNs CBEACHUN MO OCOOEHHOCTSIM TEUYEHHs, pe3yJibTaraM JICUCHHS W HCXOja
HACJICNCTBCHHBIX  KHUCTO3HBIX  OOJIe3HEH  TOYEeK  COo3/MaHbl  MeXIyHapOaHBINA

MHoOroueHTpoBoi peructp mno uzyuenuto APIIBII (AregPKD); peructp 1o
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TPAHCIUIAHTAI[UU T[IOYEK, IE€YEHHU, TMOMKEIYJOUHOU JKeNe3bl; pPecypc MNEeYEHOUYHO—
novedHbIx pudpokrcro3Hbix 3abonesanuii (UAB HRFD) [230, 245, 261, 291].

B T'ocymapctBeHHOM peecTpe JeKkapCTBEHHBIX cpeactB Poccuiickoit denepannn
aHTAaroHUCThl V2 penenropa Ba3olpecchHa (TOJBaNTaH, JUKCHUBANTaH), UHTHOUTOP
MYJbTUKUHA3bl  (TeceBaTMHUO), aHAJIOI  COMATOCTaTWMHAa  (JJAaHKPEOTHJ)  HE
3apeructTpupoBansb [13].

IIpr cemelHONW THUIMOIJIACTUYECKOM TIJIOMEPYJIOKHCTO3HOM OOJIe3HH TIOYeK,
accoruupoBaHHoM ¢ MytauusmMu  HNFIf reHa HEOOXOIUM KOHTPOJIb YPOBHS
runepriukemun. Caxapupiii aumader (MODYS), accomumpoBanusii ¢ HNFIfS, B
ormmyue oT Apyrux TunoB MODY, He 4yBCTBHUTENIEH K  JIeKapcTBaM
CY/Tb(OHMIMOYECBHHBI W paHHeW wHCynmmHOTepanuu [107]. JledeOHbIE MepompHsSTHS
JOJDKHBI OBITh HampaBiEHbl Ha 3aMeJICHHE TyOyJIOMHTEpCTUIIMAIbHOTO (hubdposa,

KOPPEKIIMIO YJICKTPOIUTHBIX HapymieHwuit [40, 161, 188, 193, 217, 310].

1.2 Tloueunast pyHKUMS y eTell U MOAPOCTKOB ¢ HACJIeICTBEHHBIMH

KHCTO3HBIMH 00J1€3HSIMH MOYEK

HacnenctBeHHble KHCTO3HBIE OOJIE3HH TOYEK CO CTPYKTYPHBIMH KHCTO3HBIMU
VU3MEHEHUSIMU TMapEHXUMbl (KaHAJbIEBbIE W/WIIM IJIOMEPYISPHbIE KUCTHI U TyOyrno—
WHTEPCTUIMANBHBIA (UOpOo3) y nereir, B cooTBeTcTBUHM ¢ Kiaccudukammen NKF-
K/DOQI u R. Hogg u coasr. (2003) [201, 227], otHocsT k XBII 6e3 nnu co cHUKEHUEM
CK®. Cxopocts nporpeccupoBanusi XbII npu HaciieqCTBEHHBIX KUCTO3HBIX OO0JIE3HSX
MOYEK 3aBUCHUT OT I'€HOTHUIIA, IPOIIEHTA BOBJICUYEHHBIX B KMCTO3HBIN Mpo1iecC HEPPOHOB,
KOJIMYECTBA U pa3Mepa MOUYEUYHBIX KHUCT, TEMIIA YBEJIMUYEHHUSI CyMMapHOro 00beMa IMoYeK,
HaJU4Msl COMYTCTBYIOLIEH ypomarTuu M peHanbHOW uHGpekuu. PDakropamu pHCcKa
nporpeccupoBanus XbII mpusHaHbl aprepuanbHas TUNEPTEH3US W MOPOTEUHYPUSL.
Kucro3bl moyek co CHMKEHHEM WM OTCYTCTBHMEM (YHKIMU OOEUX IMOYeK Yy 1012
SBJIIFOTCS] IPUYMHOMN TTOYEYHOTO (PEHAJIBHOTO) MAJIOBOIMS.

Cuurarot, 4TOo CKOpOCTh nporpeccupoBanust XbII 3aBucut ot Bo3pacTta mepBoro

BeisiBlieHUsT kucT [23]. IlyOnukanmii, yKka3bIBalOIIUX Ha 3HAYMMBIC Pa3IM4YUs IO
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HCXogaM B JCTCKOM BO3PACTC HACJICACTBCHHBIX KHUCTO3HBIX 0oJIe3HEH IMOYEK C «OYEHb
PaHHUM Ha4YaJIOM» HC BCTPCTHUIIOCH.
0oCTacTCA

KIIMHUYCCKH ucxoga B

PKD2

HedponodTus
craauto  XbII.  AIIIBII

HE3aMCUYCHHBIM a0

TEPMUHATHHYIO BCJIICJICTBUE MYyTalluid TEHa
XapaKTEepU3yeTCs] MEAJICHHBIM IIPOrPECCUPOBAHUEM.

Cornacno nanabiM KoHcopiimyma 1o ucxojam MOJMKUCTO3a MOYEK OO 00beM
nouek (total kidney volume — TKV) u Temmbl ero yBeaudeHHs IPHU3HAHBI TIABHBIMU
OroMapkepamu TKEeCTH 3a00JIeBaHUS B CBSI3U C YXYAIIEHUEM CaMO4yBCTBHs (00sIeBOM
CUHAPOM, YBeIMUeHNE 00beMa )KUBOTA, HapyIIeHNEe (PYHKIIMH JBIXaTeIbLHOM, CEPICIHO-
COCY/IMCTOM, MUAIIICBAPUTEIBHOM crcTeM) U nporpeccupoBanrem XbIT [229, 230, 239].

HopmanbHble 3HaueHust oOmiero oobeMa TMoYeKk y JAeTed W MOAPOCTKOB
MpPEACTaBIECHbBl B COOTBETCTBMM C POCTOM U MMOJjoM mnamueHta (tadnauna 1.11) mo

naHHbIM A.A. Tpedwuona ¢ coasrt. (2011) [70].

Tabmuma 1.11 — O6beM noyek (cM3) B 3aBUCHMOCTH OT pocTa 1 nojia aererd (M+26)[70]

Pocr.ox | O6bem 00enx movex (O0BeM JeBoi MOUKH (O6neM mpaBoii moKH
MTTbUHKH JIEBOYKH MaTbYHKH TIEBOYKH MATBUHKH | JIEBOUKH

4549 31| 230+£052 | 198086 | 114112 | 104+ 1,04 | 11,6074 | 9.4+0364
50-59 410 | 259082 | 252£056 | 12,6£022 | 1224072 | 132+£148 | 13,0£0,86
60-69 7 39,1106 | 343+180 | 195+0,58 | 172148 | 197+148 | 17,140,82
70-79 135 | 456114 | 456=180 | 23,1072 | 2324116 | 22,6+034 | 224+0,58
§0-89 156 | 542+£158 | 57,0£1,00 | 274182 | 292070 | 26,8056 | 27,7+1,60
90-99 141 663028 | 629+120 | 334+1,18 | 31,8180 | 329026 | 31,1+0,68
100-109 | 149 | 751+1,60 | 73,7+184 | 386+1,56 | 374+144 | 364=054 | 363+1,00
[10-119 ] 207 | 89,9+154 | 868050 | 453+080 | 457+£1,06 | 44,6080 | 41,1+1,58
120-129 | 261 | 10L,1£1,86 | 96,7+1,66 | 52,8040 | 498+076 | 482+1,04 | 469+ 1,60
130-139 | 301 | 1139+1,28 | 1137+ 1,10 | 59,0£0,70 | 584+170 | 549+1,60 | 554+0,54
140-149 | 319 | 131,7+140 | 136,0+182 | 680+184 | 709 +140 | 63,0+054 | 651+0,74
150-159 | 551 | 1597+ 1,10 | 1657150 | 8224120 | 853+052 | 7754130 | 80.4+0,74
160-169 | 542  190,7+£1,14 | 1752£1,80 | 99,6+0,90 | 902+042 | 91,1£024 | 85,0+0,40
0t 170 64 | 2135+1,80 | 2055040 | 111,0£1,16 | 106,716 | 1024+1,16 | 98,8+0,92




o1

[To HawasbHOMY 3HAYEHHUIO OOIIETO 00BEMa MOYEK M E€KETOJHBIM TEMIIaM €ro
W3MEHEHUS TIPUHUMAIOTCS PEIICHUS O TaKTUKE JIedeHHs. DP(HEeKTUBHOCTH OOIBITUHCTBA
JICKApCTBEHHBIX CPEICTB, MPOXOASIINX KIMHWYCCKAE WCIBITAHUSA, OICHUBACTCS IIO
BO3MOYKHOCTH BJIMSIHUS HAa YMEHBIIICHHE 3TOrO TOKa3areis (OObEKTHBHBIA KpUTEPHA
OLIEHKHM TojaBjieHus pocra kuct) [230, 239, 277, 281].

O6mmit (cymmapsbiit) o0bem mouek (OOII, cm3) — cymma 00beMOB TIpaBOW U
JIEBOM IMOYEK.

Ompenenerre obbeMa mouek (cM°) mpu mpoBeneHnd Y3U y MAIMeHTOB
npoBoawm 1o metoay C.B. Kamyctura, C.M. [Tumanora (1998), ucnons3ys hopmymy
[27]:

OG6beM moukH (cM°) = aTrHA oYK (M) X muprHa (cM) X Tommmaa (eM) x 0,523 (1)

S.N. Ezeofor ¢ coast. (2020) npemiararor ¢popmyiy A pacyeTa HOPMaIbHOTO
3HauYeHUsI 00beMa MpaBOM M JIEBOM MOYEK y JAETel B Bo3pacte OT 5 jeT 1o 17 ner ¢
y4eTOM BO3pacTa, Beca U pocTa:

OGbeM MpaBoii MOUKH (cM’) =
30,67 + Bo3spacr (11eT) % 0,64 — Poct (cm)*0,003 + Bec (kr) x 2,06 (2)
OGbeM JTeBOi TTOUKH (cM°) =

33,91 + Bospacr (iter) x 0,079 + Poct (cm) x0,02 + Bec (kr) x2,39 (3)

ABTOpBI yKa3bIBalOT Ha OTCYTCTBHE JOCTOBEPHBIX pazinuuid mo momy (p>0,05)
[159].

Hanuume auddy3HBIX MHOXKECTBEHHBIX MMAPEHXUMATO3HBIX KHCT  ITIOYEK,
yBEJIIMYEHUE pa3Mepa MOYEUHBIX KUCT SIBISIOTCS YaCTHIMU MpPUYUHAMH HE(QPOTCHHON
NapeHXUMaTO3HOU apTepuanbHOl runeprensuu [16, 29, 255].

Crparudukanus TSHKECTH apTepUaTbHON TUIEPTEH3UHU aMOyJnaTopHON (mpu
perucTpaly BHE MEIUIIMHCKOTO YUYPEXACHUSA, TIPU CAMOKOHTPOJE J0Ma) M OPUCHON
(mpu perucTpanuu B YCIOBUSX KIMHUKA WIH JPYrOro MEIUIIMHCKOTO YUPEKIICHUS) 110

kinaccudukaimu J.T. Flynn ¢ coasr. (2014) npeacrasiena B Tabnuie 1.12 [301].
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Tabmuua 1.12 — Knaccudukanus ypoBHS aMOyJaTOPHOTO apTepUaAIbHOTO JABICHUS Y

neteit (o J.T. Flynn ¢ coasr., 2014) [301]

Knaccudukanus Oducnoe Al Cpennee CAl v
aMOyrnaropHoe JAJ
CAJl wim A Harpy3Kku

Hopmansaoe A/l <90—oit <95—oii <25
MEPICHTIIIN MEPICHTHIIN

['unepren3us 6enoro >95—oi1 <95-oit <25

xaJara NEPICHTUIIH NEPICHTUIIH

[Iperunepren3us >90—oit <95—oii >25
MEPICHTIIA UKW | TIePIICHTUIIH
>120/80 MM.pT.CT.

CkpbliTas runeprensust | <95-oi >95-oii >25
NEePIEHTHIN NEePIEHTIIN

AmOynaropHas >95-oi1 >95-oii 25-50

apTepHualibHas MEPICHTIIIN MEPICHTIIIN

TUTIIEPTCH3US

Tsoxenas amOynaropnas | >95-oif >95—oii >50

apTepuaabHas NEePIEHTHIN HNEePIEHTIIN

TUNEPTEH3US (C PUCKOM

TIOBPEIK/ICHUS OPTaHOB

— MUILIEHEN )

[Ipn oueHke apTepuallbHOW THUNEPTEH3UM y JETE€W IIEPBOr0 Mecsla KA3HU
CJIENyeT YYUTBHIBaThb CTENEHb 3PEIOCTH K POXKICHHUIO. ApTepHalbHOE [ABICHUE Y
37I0pOBOrO peOeHKa 3HAYMTENBbHO MOBBIIIAIOTCS B Bo3pacTe oT 1 mecsua no 3 — 6
MECSIIEB U CTAHOBUTCS CTAOMIIBHBIM B Bo3pacTe 6 mecses — 1 rox [1, 16, 164, 301].

BbricTpoe yBennueHue oo1iero oobema moyek CIy>KUT MapKkepoM pUCKa pa3BUTHS
aprepuanbHON runepreH3un y aeted u noapoctkoB ¢ A/IIIBIT m APIIBII. ABrops
IpensaratoT JOMOIHUTENIBHO K 001eMy 00beMy MOYEK ONMpeAesaTh OOl 00bEM KUCT
(total cyst volume) [148, 214, 247].

B 2017 romy J.T. Flynn ¢ coagr. [124] onyOnukoBaHbl OOHOBJICHHBIC KPUTCPUU
KaTeropuu pe3ysibTaToB usmepenus AJl u craauii aprepuaibHON TUnepTeH3un (Tadbauna
1.13).
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Tabmuua 1.13 — Knaccuduxainusi aprepuanbHON TMIEPTEH3UU Y A€Ted U MOJIPOCTKOB

(mo J.T. Flynn ¢ coasr., 2017) [124]

Knaccudukarms Jns nerent ot 1 roga no 13 B Bo3pacre
JEeT 13 ner u Oonee
Hopmansaoe AJ] <90—o}¥i MepUEeHTIIIH <120/<80 MM.pT.CT.
[ToBbiienHoe AJ| >90—oi u <95-oi 120/<80 MM.pT.CT. —
MePIESHTUIIN 129/<80 mMMm.pT.CT.

nm >120/80 MM.pT.CT.
<95-oi1 mepueHTHIN™

1 cragmst >95—oit u <95-oi >130/80 u <139/89
apTepuaJIbHON nepueHTWIM + 12 MM.pT.CT. | MM.pPT.CT.
THIIEPTCH3UH win >130/80 u

<139/89mm.pr.cT.*
2 cranus >95-i1 mepueHTUIN >140/90 mm pr. CT.
apTepuaIbHOU + 12 MM.pT.CT.
TUIIEPTEH3UU niu >140/90 mm.pt.cT.*

HpI/IMCLIaHI/Iel * B 3aBUCHUMOCTH OT TOT'O, YTO HHIKC

BrisiBnenue  apTepuaNbHOM  THUIEPTEH3MM y JE€Ted U IOAPOCTKOB €
HACJIEICTBEHHBIMA KHCTO3HBIMU OOJIE3HSIMU TIOYEK SBISETCS KPUTEPUEM TSXKECTU U
nporpeccupoBanusi XbII, Tpebyer mombopa aHTUTUIEPTEH3UBHOM TEpaNUu C
NPUMEHEHUEM JIEKaPCTBEHHBIX MPENApaTOB ¢ MUHUMAJIBbHONH HEQPOTOKCUYHOCTHIO U
rernaToTOKCHYHOCTHRIO [16, 24, 29, 62, 164].

B P® pekoMmeHgoBaHa K HCIIOJIb30BAHUIO B KIMHUYECKOM  ITPAKTHUKE
kinaccudukanus 2020 roga (tadnuma 1.14), B koTopoit onpeneneHsl eANHbIE KPUTEPUU
JMArHOCTUKU apTepUaTIbHOW TUIEpTEH3UM y AeTeil (B Bo3pacte Oonee 1 mecsmna) u

noapoctkos [1].
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Tabmuua 1.14 — Knaccuduxanusi aprepuaibHON THIEPTEH3UU Yy JIeTel U MOAPOCTKOB

(A.A. AnekcanpoB ¢ coaBrt., 2020) [1]

Kareropus 0-15 ner, 16 net u Gonee,
npoueaTwin CAJl w/wmm Al | CAJl w/umu JAJl, MM pT. CcT

HopmanbsHoe <90-ro npoueHTHISA <130/85
Bricokoe >90-ro 10 <95-ro mpouentmis | 130-139/85-89
HOpMAaJIbHOE
['unepren3us >95-r0 NpOICHTUIIS >140/90
Imneprensus 1 | 95-99-b1if ponIeHTIITE U 140-159/90-99
CTEIICHU 5 MM.pT.CT.

['uneprensus 2 | >99-ro mpouentuns + 5 mm pt. | >160/100

CTEIICHU CT.

N3omupoBannas | CA1>95-ro npoueHTumns u >140/<90
cucronmueckass | JAAJI<90-ro npoueHTHIIs

TUIIEPTEH3US

B cootrBerctBuun ¢ onpenenennem XbII mo NKF-K/DOQI u R. Hogg ¢ coasrt.
(2003) [201, 227, 229], XBII AarHOCTUPYIOT, €CIIK y MalMEHTa MPUCYTCTBYET OJIUH U3
CIICTYIOIITNX KPUTEPHCB:

1. MOBPEXKICHHUE TTOYCK B TEUCHHE 3 MECAIICB WM 00JIee CO CTPYKTYPHBIMH

u/unu QYHKIIMOHAIBHBIMUA HApYIICHUSIMU TIOYEK, C WM 0€3 CHUKCHHS
CK®, manudectupyroume ouH Wik 0oJiee u3 CIeayouX IPU3HAKOB:

— HapyIICHUsS] B COCTaBE KPOBU WJIM MOYH,

— HapyIICHUS IPpH MOPGOIIOTHYESCKOM MCCIICIOBAaHUN OMOIITaTa IOYKH,

— HAPYIICHUS TIPH BU3yaTN3aIUH TIOYCK;

2. camkenne CK® <60 mu/mun/1,73 M° B Teuenue 3 u Gosiee MECAIIEB, C WU

0e3 Apyrux MPU3HAKOB TOBPEKICHHUS MTOYEK, ONMTMCAHHBIX BHIIIIE.

B meamarpuueckoit HepponOruu y IeTeld paHHETo, JOMIKOJIBLHOTO W IIKOJIBHOTO
Bo3pacta mnpuHATO omnpeneisath CK® mo kinpeHcy KpeaTWHHHA, PACCUYMTAHHOM MO
dopmyne Schwartz (GJ. Schwartz, 1976) ¢ yderom pocTa, HCHOJB3Yysd 3HAYCHHE

ko3¢ ¢urmenta (K) B 3aBUCHMOCTH OT BO3pacTa C y4yeTOM KpeaTMHHHA (MI/II Wi

MKMOJIB/1) [4, 55, 62, 63].
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Crparuukanuo TSHKECTH XpOoHUYeckor Oose3nu nmodek no cragusm Cl — C5
(rabmuua 1.15) B coorBercTBuM ¢ Kiaccudukanueii the National Kidney Foundation
Kidney Disease Outcomes Quality Initiative (NKF-K/DOQI, 2002) u R. Hogg ¢ coasr.
(2003) [201, 229] y nmeteit B Bo3pacte Oosee 2 et npooamiu o CK®, paccuntanHomi
10 KJIMPEHCY DHJIOTEHHOTO KpeaTnHuHa B ¢opmyne Shwartz, ypoBHIO aab0yMUHYpPHUH

W/WIH IPOTEUHYPHH.

Ta6muma 1.15 — Craguu XBI1 B knaccudukanmn NKF-K/DOQI (2002) [201, 229]

Cranus Onucanue CKdD
(mn/mun/1,73
M%)

Cl [loBpexaenne mouku ¢  HOpManbHOM — mmm | >90
noBeIeHHON CK®

C2 [ToBpexaeHue MTOYKHU c He3HauuTelIbHbIM | 60—89
cHmxenneM CK®

C3 YMmepennoe camkenne CK® 30-59

C4 3HaunTtenbHOE cHIbKeHne CKD 15-29

C5 IToueuHast HEIOCTATOYHOCTD <15

Kinaccuduxanuro XBIT no K/DOQI (2002) anantupoanu ais aereit R. J. Hogg ¢
coaBt. (2003) u npeAIOKUIN K MCIOIb30BAHUIO B TIEAMATPUIECKON HEPPOTOTUUECKOM
npakTtuke. B coorBerctBum ¢ pexomenmanusmu NKF-K/DOQI (2002) u R.J. Hogg ¢
coaBT. (2003), OCHOBHBIMHM XapaKTEPUCTUKAMH TSHKECTH U TEMIIOB IPOrPECCUPOBAHUS
XBII y nereit B BO3pacTe Ooyiee 2 JIeT SBJISIOTCS OJHOBPEMEHHAs OIICHKA JIBYX
nokazaresneil: CK® no knupeHcy KpeaTMHUHA U YPOBHS albOyMHHYPUH, NPOTEUHYPUN
WU WHJIEKCa TPOTEHH / KPEaTMHUHOBOTO, ajlbOyMUH / KPEaTHHHUHOBOTO B Pa30BOM
nopiuu moun [44, 62, 201, 229].

Knaccudpuxanus XbIT mo K/DOQI (2002) npenna3HadueHa ajis JeTeid B BO3pacTe
Oornee 2—x JeT M B3pOCHbIX, ¢ yuyeToM Huzkoi CK® He mpuMeHnMa i ManueHTOB B

BO3pacte MeHee 2—x et [4, 31, 62, 201, 229].
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Panngas  pmarHoctmka ¢ y4ye€TOM — OPEAUKTOPOB M MCIOJIb30BAaHUE
MaTOTCHETHYECKUX  MapkepoB  mporpeccupoBanusa XbII y  nmeamarpuueckux
He(POJIOTHICSCKUX MAIUCHTOB BhI3bIBACT HAYYHBIN M MPaKTUICCKUH uHTEepec [76, 77].

HeoOxomumo yuuThIBaTh, 4TO AJS AETed Mjajlie 2 JeT He MpHEeMIIEM BTOPO
kpurepuii, Tak kak CK® y 310pOBbIX AETEN B BO3pacTe A0 2 JIET CHUKEHA, a JJIsl JeTen
MJIaauIe 3 MECALEB, HE IPUEMIIEM U IIEPBBI KPUTEPHA.

IIpu TepmuHanbHOM (KOHe4UHOM) cramuu XbBII y nmerel rpyaHOro W paHHETro
Bo3pacta ¢ APIIBII eaIuHCTBEHHBIM JOJTOCPOYHBIM METOJOM 3aMECTUTEIHLHOM
MOYEYHOM TEparui OCTAETCS IEPUTOHEATbHBIA JWANN3, KOTOPBIA MNPEANOYTUTENICH
Jaxe mpu HepoMeraiuy U rernarocryieHoMerainuu. TpaHCIUTaHTalys TOYKHU MOBBIMIAET
MPONOJKUATEIIBHOCTh M KAYECTBO KW3HU MAIMEHTOB. lIpM TepMHHAIBHON MOYEYHOU
HEJIOCTAaTOYHOCTH B COYETAHUMU C MEUYEHOYHOW HemoctarouyHoCcThio y 10—-30% nereit ¢
APIIBIT moxeT ObITh PEKOMEHJI0BaHA KOMOMHHMpOBAHHAs TPAHCILIAHTAIUS MEYCHU U
nmouku. OJTHAKO O HACTOSIIETO0 BPEMEHH HET €IMHOTO MHEHHMS MO CPOKaM U CTPaTEruu
€€ IPOBEICHUS, B KaXJOM ClIydyae pELICHUE ITPUHUMACTCS WHIWBUIYAJIbHO C YYETOM
PHUCKOB OCJIOKHEHMM (Cercuc, 0aKTepUaIbHBIM XOJIaHTUT, OCTPOE MOBPEKACHUE MOYEK)
[100, 104, 126, 141, 181, 239, 246]. Onucanbl KIMHUKO—Ia00paTopHbIe (DaKTOPBI JIJIS
MOCJIeIOBAaTEIbHOW ¥ KOMOMHHPOBAHHON TMOYEYHO—TICYEHOYHON TpaHCIUIaHTAIUU:
TSDKEJIO€ TOpaKEHUE MEUEHU C MPOTPECCUPYIONINM HapylieHueM (YHKIHH B JIE€TCKOM
BO3pacTe, C OIEHKOM YpOBHS anbOymMuHa, OWUTUPYOMHA KPOBHM B COYETAaHUU C
PE3UCTEHTHOM K JICUEHUIO MOPTATHHOU TUIIEPTEH3UEH/BOCXOISAITUM XOJTaHTUTOM/3yI0M;
HAJIMYKUE OCJIO)KHEHUW MOPTAIBHOM THUIEPTEH3WM; HAIMYHUE OCIOKHEHUU CO CTOPOHBI
JKETYHBIX MPOTOKOB (XOJAHTUT); LHUPPO3 TICUYECHH, MOATBEPKICHHBIM IO JTaHHBIM
oworicun; XpoHUYeckas 0oyie3Hb mouek C5; Hammuue JoHOpa NedeHn u mouku 83, 125,
128, 132, 133, 180].

IIpu nporpeccupoBaHMM B TEPMUHAIBHYK) [OYEYHYKO HEIOCTAaTOYHOCTH B
JIETCKOM BO3pacTe, xapakTepHoM st HNFIf—accouunpoBaHHOW MATOJOTUM MOYEK (C
KHCTaMH WK 0€3) C OYeHbh PAaHHUM HadajioM, MPOBOSAT 3aMECTHTEIIbHYIO MOYCYHYIO

teparnmuto [189, 190].
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Hauanmo wnedpoHodTH3a wame ocraercss HE3aMEUEHHBIM JIO0 HACTYIUICHUS
MOYeYHOU HenocTtaTodHOCTH. IIporpeccupoBanne XbBII no TepMuHanbHOW CTaauu y
BCEX TAIMEHTOB C HePpoHODTH30M OTMedaroT B Bo3pacte g0 30 Jyer, ¢ yderom
KOTOPOTO BBIICIAIOT KIMHUYEeCKHE (Hopmbl (MH(DAHTWIBHBIN, FOBEHUIBHBIN, TO3IHUN)
3a00JIeBaHMUS.

KoncepBaruBHoe neuenne HedpoHO(PTH3a CBOOUTCA K CTaHAApTaM BEIACHUS
narmerTa ¢ XbIl. Puck peummuBa HedpoHO(TH3a MOCHE TpPAHCIUIAHTAIUU TTOYKH
OTCYTCTBYET,  BHEIMOYEYHBIE  CHMIITOMBI  TMPOTPECCHPYIOT  HE3aBHUCHMO  OT
TpaHCILIaHTaIuK mouku [83, 112, 297].

[TonukucTo3Hast 00JI€3HB MOYEK Y MJI0/Ia 3aHUMAET 3 MECTO B CTPYKType MPUUUH
manoBogus (10,5%) mnocne MHOXKECTBEHHBIX IOPOKOB pAa3BUTHUS M OOCTPYKIUI
MOYEBBIBOASIINX MmyTei [12, 28, 35].

Hanuumne wmanoBomus B TpeHATAIbHOM TNEPHOAE SBISETCS HEOIAronmpUsTHHIM
MPU3HAKOM CHWOKCHUS WM  OTCYTCTBHS IOYEYHOW (YHKIIMHM y IUiofa C
HACJICICTBEHHBIMU KHCTO3HBIMU OOJIe3HSIMU Touek, yBenuuuBaeT puck OIIIl mocne
poxaeHus ¢ passutueM ¢enoruna I[lorrep [20-22, 52, 79], BBICOKyIO dYacToTy
MEPTBOPOXKICHUH, JIETATHHBIX UCXOA0B NP POXKICHUH, B TPYIHOM M PaHHEM BO3pacTe.
OIIII B HeoHaTaILHOM TIEPHOJIE OMPEIEISIET UCXO0A OCHOBHOTO 3a00JIEBaHUSI, SIBISICTCS

¢daxropom pucka XBII [61 — 63].

1.3 PenanbHoe majioBoaue u popmupoBanHue cuuapoma [lorrep npu KHCTO3HBIX

00J1e3HSAX MOYEK Yy AeTeH

[Tpu HaCIEICTBEHHBIX KUCTO3HBIX OOJIE3HSIX MMOYEK OCTPOE MOBPEKICHHUE ITOYCK B
HEOHATAJILHOM TIEPHOJIE SBIACTCS TPOSBICHUEM mocienaoBareabHocTH  [loTTep,
OTIPECIISTFOIITUM MCXO].

E.L.Potter wu V.Osathanondh onyomukoBamu  kimaccupukanuo  (1964),
OCHOBAHHYIO Ha THCTOJIOTMYECKOM KapTUHE. IoueuHble KucThl Tuna llorrep I —
pacImpeHue coOuparenbHBIX TpPyOOK oOewx mouek; Tuma [lorrep I — ammymsi

coOupareNbHbIX TPYOOK 3HAUUTENIbHO M3MEHEHbI, YTO HapylaeT (hyHKUIHOHUPOBAHHE
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HepponoB; tuna [lorrep Il — kucTel coOuparenbHBIX TPYOOK MM JHOOOTO CerMeHTa
He(poHa, MOYTH BCeraa ABYCTOPOHHUU mporecc; Tuma [lortep IV — mpucyTcTByIOT C
POXJICHUS, 00pa3yIOTCs IyTeM PacTsHKSHHUS TEPMHHAILHOW YyacTh HedpoHa [249, 250].
[Tonukucro3Hass OoNe3Hb TMOYEK SBISETCS AaOCONIOTHBIM MPOTHUBOMOKAa3aHUEM K
MPOBEACHUIO UYPECKOKHOM IMyHKIIMOHHOW Owmorcun To4ek. [IpuHATO cuuTarh
CUHOHMMAaMH KJIMHUYECKUX JUATHO30B YETHIPE TUCTOJOTUYECKHUX THIA MTOYCYHBIX KUCT
E.L.Potter u  V.Osathanondh  (ommcaHHBIX 1O  pe3yabTaraM  ayTOIICHHU
MEPTBOPOXKICHHBIX ), KOTOPHIE BKJIIOUEHBI B KIMHUYECKHE KIACCH(PHUKAIIMN KHCTO3HBIX
Hapymennii modyek [109].

ManoBoaue 3aHUMaeT ILEHTpPaJbHOE MECTO B Mmarorenese cuHapoma IloTtep.
Breigensitor BHemouewHble (pa3phiB IUIOAHBIX 000JI0YEK, XPOHHYECKHUE IMOTEpU H3—3a
MOJTEKaHMS OKOJIOTUIOIHBIX BOJI, 00€3BOKMBAHUE MAaTEPH, MOTOCTPHIN AUCTPECC IJI0AA,
IUIalieHTapHas HEIO0CTAaTOYHOCTh, IMEPEHOIICHHOCTh IUJI0Ja, MPUEeM WHJIOMETaIliHAa,
uaruouTopoB AII®) u moueunsie mpuurHbl MastoBoaus [103, 175, 191, 280, 305, 307].

YuuthiBas pazHooOpasue MPUYHMH, MPUBOASIIIMX K (POPMUPOBAHHUIO (PEHOTHUIIA
[TotrTep, mpu €AMHOM MAaTOTeHE3€, CBA3AHHOM C MaJOBOAMEM, IIMPOKOE KIMHUYECKOE
IpUMEHEHUE B 3apyOexHON nuTeparype MNOoiay4dywin TepMuHbl «Potter sequence»
(mocnienoBaTeIbHOCTD [ToTTep) W «Oligohydramnios sequence»
(mocnemoBaTeIbHOCTh MAJIOBOIHS ), KOTOPBIE OTPAXKAIOT Psii COOBITUMN, Pa3BUBAIOIINXCS
Ha (oHe BHYTpUYTPOOHOH Kommpeccuu mioaa [176, 308].

dopmupoBaHHe TMOCIEA0BATEILHOCTH [loTTep mpu KHMCTO3ax MOYEK y I10ja
BCJICAICTBHE PCHAIBHOTO MAJIOBOIUS SIBISICTCS KPHUTEPUEM TSHKECTH OCHOBHOTO
3a00JIEBaHUSI U OMPENENSET MPOTHO3 BBDKMUBAEMOCTH, CBHUACTEIBCTBYET O PE3KOM
CHIDKEHUU WM oTcyTcTBHM (pyHKIMu nodek [103, 165, 191, 305].

[Tpu APTIBIT 30-50% HOBOPOXICHHBIX UMEIOT TIPOSIBIICHHUSI
nocienoBaresbHOCTH [loTTep B pe3ynbraTte pPEeHANIBHOTO MaJIOBOIUS, KOTOPOE
nuarHoctupyrotT Ha 20-35 Henmene recraumm [191, 253, 254]. IIpoaoKUTENBHOCTh
xu3nau mianeHiies ¢ APIIBII 3aBucut or kimuHHuYeckor ¢Gopmbl 3adoneBanus [24].
ManoBoaue mpu APIIBII u BelpaxkeHHas HedpoMeranaus MPUBOASIT K THUMOTUIA3UU

JIETKHX ¢ ac(UKCHUEH, CIIOHTAaHHBIM ITHEBMOTOpakcoM ¢ Tokazanusmu k IBJI [101, 103,
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165]. Bricokas yacToTa MEPTBOPOXKIEHUIN M JIETANbHBIX HMCXOJOB MPHU POXKICHUH, Ha
nepBoM roay xku3zHu npu APIIBIT oOycnosnenst JIH u OIII npu cungpome Ilotrep
[103, 191, 206, 207].

Jo 30% BBDKMBIIMX HOBOPOXAEHHBIX MNpHU MocienoBarenbHocTH [loTTep
Hyxnarotcsa B npogomkenun 3I1T metogom nuanuza B Teuenue 4—6 nenens [101, 207,
254, 281]. BbBDKHBaeMOCTbh HOBOPOXKICHHBIX C IOCJIEIOBaTeIbHOCTRIO I[loTTep
MOBBIIIAET BHIXQ)XMBAHUE B OTACICHUM MHTCHCUBHOM Tepamuu ¢ 4 ypoBHEM OKa3aHUS
MeaunuHckor nomornu [248, 280]. Ilpu nucreHe3e MoOYCUHBIX KaHAJBIEB BCIICACTBHE
mytauuun TeHa ACE onmcan ciy4yail ycHemiHOM Tepanmud  HOBOPOXKIACHHOTO C
nocinenoBarenbHOCThIO [ToTTep [280].

Cunapowm ITorrep (Potter syndrome, Q60.6) Bnepsbic onmcan E.L.Potter (1946) y
MEPTBOPOXKJICHHBIX W YMEPIIMX HOBOPOXKIEHHBIX M OMPEACISICT BPOKICHHYIO
MATOJOTHIO IUJIOZA C COBOKYIMHOCTBIO XapaKTEPHBIX BHEIIHUX IPU3HAKOB, KOTOPHIE
(dbopMuUpPYIOTCS BCIEACTBHE MAJIOBOJAUS W BHYTPHYTPOOHOTO CHABICHUS IUIO/A MAaTKOU
[191, 249].

Kiaccuueckuit cuaapom I1oTTep TrarHoCTUPYIOT B HEOHATAIIBHOM IIEPUOJIIE MPU
HAJMYAHA XapaKTEPHBIX BHEITHUX MPHU3HAKOB, PAa3BUBIINXCS W3—3a KpalHEW CTENeH!
MaJIOBOMS TIO MPUYUHE OTCYTCTBUS (PYHKITUU 0OEUX TMOYEK Y TUIOAQ, YTO MPUBOAUT K
JaetanmpHOMY mcxomy [96, 250, 281]. Buemmnumu npusHakamu POTTER curmpoma
aprstorcesi: P (pulmonary hypoplasia) runmomnnasust nerkux, O (oligohydramnios)
masoBoaue, T (twisted face) nedbopmanuu nuua, T (twisted skin) npsidnast cknaguaras
(MopIIMHHCTAs, «cTapyeckas») koxka, E (extremity defects) nedhopmaniuu koHEUHOCTEM,
R (renal failure) moueunas vemocrarounocts [207, 249].

[Ipu penampbHOM ManoBoguu 10 60% JETampHBIX HCXOAOB B NEPHOL
HOBOPOXICHHOCTH ¥ B TPYJHOM BO3pPacTe CBA3aHO C THUIIOTIA3MEH JIETKUX TUIONA U
passutieM JIH mocne poxmenus [101, 103, 165]. ['mmomnasust jgerkux pa3BUBaCTCS
BTOPUYHO M3—3a CIIABJICHUS TPYIHOM KJIETKU MPH MaJIOBOINU.

B 3apy0GexxHOM M OTEYECTBEHHOM JUTEpaType HCIONb3yeTCsl Cleayroas

TEPMHHOJIOTHS CHHApPOMa / mocieaoBarenbHocT [lorTep (Tabmauma 1.16).
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Ta6muma 1.16 — TepmuHomorus cuuapoma / mociiegoBarenbHocT [lotTep [15, 175,

189, 207, 222, 248-250, 281]

B oreuecTtBeHHOM TuTEparype B 3apy0OexHoii nuteparype
cugpom [lorrep, nunesas noueunas Potter syndrome
JucIiasusi, cuaapom Potter ¢ arenesueit
MOYEK
rocyien0BaresbHOCTh [loTTep Potter sequence
MOCJIEA0BATEIIbHOCTh MaJIOBOIMS oligohydramnios sequence
peHATBFHOE MAJIOBOIAE, TIOUETHOC renal oligohydramnios
MaJiIOBOJINE
masioBosue [lortep Potter oligohydramnios
aurio [Tortep Potter face

Ha panHux cpokax recTraliii aMHUOTHYECKash >KUJIKOCTh CEKPETUPYeTCs
aMHHUOHOM, BO BTOPOH TOJIOBUHE OEPEMEHHOCTH 00BEM OKOJIOTIIIOIHBIX BOJ 3aBUCHUT OT
coctosinug (ynkuuu moudek rmioga [305]. ManoBoaue, pa3BHBIIEECS B Pe3yibTare
CHWKCHHS WM OTCYTCTBHS (YHKIIMW TOYEK IIIO/IA MPU HACIEACTBEHHOW KHUCTO3HOMN
0oJie3HU MOYEK O003HAYAIOT TEPMHUHOM «IouedHOe (peHajapbHOe) MayioBoaue» / renal
oligohydramnios (ROH) [96, 281]. Ilo manmueiM OMIM, npuyrHAMU pEHAILHOTO
MajoBoaus ¢ ¢opMmupoBaHueM [loTTep MOCIEIOBAaTENHPHOCTH SBIISIOTCS: TOJTHKHACTO3
novyek 4 ¢ monukucro3oM neueHu win 6e3 Hero (OMIM 263200), uH(paHTHUIBHBIH
HepponopTuz (OMIM 602088), monukncTo3 moyek | ¢ MOIMKUCTO30M MEYCHH WK 0e3
Hero (OMIM  173900) [90]. BaxueiM kpuTepueM mporHo3a Ilorrtep
MOCJIEIOBATEIbHOCTH CYHMTAIOT CPOK TeCTallud IUI0/la Ha MOMEHT (OpMUPOBAHUS
PEHAJIbHOTO MAaJOBOJWs, PAa3BUTHE MAaJIOBOAMS Ha TMO3JHMX CpoKax recramuu (28—32
HeJeIs ) TIOBBIIIACT BEDKUBAaEMOCTh Tocie poxaeHus [101, 254, 280, 281].

Hedopmanuu auna win «aumo [Horrep» (Potter face) Bcrpeuarores y 82% nereit
IIPY OTCYTCTBUHU (YHKITUU TIOYEK, BCTpEUArOTCs omucaHus ymma [loTTep mpu kucro3ax

MOYEK C XapakTEepPHOW acCHUMMETPUEH JUIla C BBICTYMAIOIMMM JIOOM | 3amaBIiei
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IIEPEHOCHIIEN; HM)KHEH MHUKPOI€HHMEH M MMKPOTHATHEW, PETPOTHATHEW; MITKHMH
OOJBIIMMHI HU3KO—TIOCAKEHHBIMH U MPHUXKATHIMU K TOJOBE YIIIAMH aHOMaTbHOU (HOPMBI
c OonpLIOW MOYKOW, HEIOPAa3BUTHIMU 3aBUTKAMH M KO3EJIKOM; YIUIOUICHHEM H
paciiipeHreM KOpHsS HOCa; THIEPTENIOPU3MOM, IBYCTOPOHHHUM OSIHUKAHTOM, Y3KUMHU
I1a3HBIMU TIEJISIMU, OOPO3/10¥ MO/l HUKHUM BEKOM; «CTapuYECKUM» BBIPAKEHUEM JTUIA
[191, 250, 305].

Jns cunapoma [lorrep xapakTepHbl OpsiOiasi, MOPIIMHUCTAS, CKJIaqyaTas KOXa;
KOKHasl CKJIaJiKa, Iepexosias co jida Ha BHYTPEHHHM Kpal 11a3a ¥ mpoAohKaroascs
Ha IIeKy; TyOOKas CKJIaJiKa W BITaJHa IO HYKHEH ryooi [249, 250].

[TonBuXHOCTH TPU MaJOBOJMU OIPAaHWYEHA, IUIOJ Yalle HMEET STOJUYHOE
npemiexkanue. M3—3a QUKCHpOBAaHHOTO TMOJOKEHUS B MAaTKE B CBSI3U C MAJIOBOJHEM Y
wiona GopMUpyIOTCs AehopMaIiiil KOHEYHOCTEH: JTOMaToo0pa3Hbie PyKU ¢ KPYITHBIMH
KUCTMH M KOPOTKMMH IMajbl[aMH; HOTHU COTHYTBI, CTOIbI IOJBEPHYTHl BHYTpb
(KoConamnocTh), SKBUHO—BapyCHbIE TehopMaliu HMKHUX KOHEUHOCTEH; BBIBUX Oempa,
apTPOTPUIIO3; CHHIAKTWINM M CHMIIOAMU (CpalieHue); cupeHoMenus — Symelia apus:
«aHOMANlMsl PYCaJKW» WM TOJHOE CpAaIIeHHE KOCTEH M MATKUX TKaHeW HIDKHUX
KOHEUHOCTeH, Haimuue | wim 2 pyAuMEHTapHBIX CTON, OTCYTCTBHE crorr; Symelia
UNIpuS: cpaleHue MSTKUX TKaHeW B OJHY HW)KHIOK KOHEYHOCTh TPH OTCYTCTBUU
cpamieHusl OCIPEeHHBIX, 0OJIBIICOSPIIOBBIX, MATOOEPIIOBBIX KocTel; Symelia dipus: nBe

HIDKHUE KOHEYHOCTH C HETPABUIIbHBIM BpalieHHeM («iaBHukm») [89, 250, 305].

1.4 KucTo3bl Io4YeK NpH OpPaHHBIX HACTEICTBEHHBIX CHHAPOMAX, XPOMOCOMHBIX

00JIe3HAIX M TY0EPO3HOM CKJIepo3e

Kucro3sl moyek mpu HACIEACTBEHHBIX CHHAPOMAX M XPOMOCOMHBIX OOJE3HAX
BKJIFOUEHBI B KJIACCU(DHUKAIMK KUCTO3HBIX OOJE3HEW IMOYEK, SBISIOTCS Op(aHHBIMU U
MMEIOT BBICOKHM pUCK MporpeccupoBanHuss XbII no TepMuHaibHON CTaauu MOYEYHOMU
HEIOCTAaTOYHOCTH B JIETCKOM BO3pacTe U TPeOyIoT MYJIbTHINCHUIUIMHAPHOTO MOAX0/a B

Befennu maiuenTa [95, 256, 292].
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XpoMocoMHBIC 3a0oJieBaHUs dYarie Bo3HUKaloT de novo u peako (3-5%)
HACJIEAYIOTCS OT pPOAMTENeH. XPOMOCOMHBIE HApYIICHHS Y HOBOPOXKICHHBIX
BcTpeyatoTrcss ¢ yactotod 0,6-1%, B OONBIIMHCTBE CIydyaeB MPUBOIAT K
BHYTPHYTPOOHOM THOETH TUI0/1a, BRIKHIBIIIIAM WM MEPTBOPOXKICHHUIO.

B MKB-10 xpomMocomMHbie ©00J€3HH KIACCU(PUIIUPOBAHBI TIOJ PYOPHKOM
«Bpoxnenapie aHoManuu (TIOPOKKA pas3BUTHs), AedopMallid H  XPOMOCOMHBIC
HapyIeHus», mox mmdpom Q00-Q99 [36].

BHemHMMHN  TpU3HAKaMH, YKa3bIBAIONIUMH HAa  BO3MOXKHOCTh  HaJMUUSA
XPOMOCOMHBIX HApYIICHUMU, SBISIOTCSA: OTCTaBaHUE B IMICUXOMOTOPHOM W (PU3HUECKOM
Pa3BUTHH, KApPJIMKOBOCTb, UEPENHO—JIMIEBOH aUCMOpPGU3M, TIOPOKU Pa3BUTHUSA
BHYTPEHHUX OpraHoB. JlJis KMCTO3HBIX OONE3HEH MOYEK MPH ACNEHHUIX XPOMOCOM C
MoTepel TeHOB, YYaCTBYIOIIMX B 3MOpHOreHe3¢ HECKOIbKHUX CHCTEM OpraHu3Ma,
XapaKTepHO pa3HOOOpa3ne U TAXKECTh KinHuueckoro genorumna [90, 216].

KucTto3 nouek npu ayrocomHo—nomunantom Papillo-renal cungpome

['ma3ubie aHOManuu GoJiee XapaKTepHBI I KUCTO30B MOYEK Yy JIETeH B CTPYKTYpE
HACJIEICTBEHHBIX O0JE€3HEN U CUHIPOMOB, SIBIISIOIIUXCS HUIHOoNaTusiMu (HepoHoPTH3,
Papillo—renal, Joubert, Senior—Loken, Bardet—Biedl, Meckel, Jeune cunapomsr) [212,
236]. Papillo—renal wiun Renal-coloboma cunapom (ORPHA:1475) 3to ayTocOMHO—
JOMHUHAHTHOE 3a0oyieBaHue, Bbi3BaHHOE MyTarueit PAX2 rema (MIM167409), kotopoe
XapakTepu3yeTcst codetanueM moueuHbix (92%) u rmmasHeix anomanuit (77%), pexe
BCTpeyarorcs marojorus ciyxa, [ITHC, noioBeix opranos [33, 34, 167, 231].

[Toueunwrii penorun npu Papillo—renal cuampome mposiBisseTcs TUMoIIa3uei,
MEIY/UISIPHBIMU KHCTaMHU, MYJIBTUKHUCTO3HOU nuciuiasueit nmouek, CAKUT, anomanusmu
CpalleHus, CHIDKCHHE IOo4YeyHOW (GyHKmMM 10 TepMuHanbHOoW (koHewHoi) XBII.
[MposiBiiennst Papillo—renal cunapoma co cTOpoHBI OpraHa 3peHHs XapaKTEPH3YIOTCS
KOJIOOOMOM CETYaTKH W 3pUTEIHHOTO HEPBa, AUCIUIA3UEH AMCKA, OTCYTCBUEM TOJIOBKH,
[JITMO30M 3PUTEJILHOTO HEpPBa, XOPUOPETHHAJIBLHOM JiereHepalei, MukpodraibMuen,
HUCTAarM, KOCOTJIa3ue, Peke — MOMYTHEHUE W BBIBUX XPYCTaJIMKa, OTCIOWKON CETYaTKH,
MPUBOJISANINE K CHUKEHUIO OCTPOTHI 3peHus. [Ipu myrammu B PAX2 rene, mopoku a3

npeBbimaioT 90%, a oTKIIOHeHUs B Mop(doreHe3e GyHKIUU TO4eK nmpumepHo 65% [231,


https://omim.org/entry/167409
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236]. PAX2 reH skcmpeccMpoBaH B NPUMHTHUBHBIX KIIETKaX IOYEK, MOYETOYHUKOB,
rma3a yxa u [{HC, urpaet BaxHy10 posib B 3MOpuoreHese, BiusieT Ha TudPpepeHInpoBKy
KJIETOK MEe3eHXUMBI K Me3aHnedpocy [9, 33].
Kucto3 nouex npu cuapome Mmukpoaeaeunu 17912 xpomocombl
€ ayTOCOMHO—IOMMHAHTHBIM THUIIOM HACJIeI0BAHUSA

Ho 50% cinygaes HNF'lf—acconmrpoBaHHBIX 3a00JI€BaHUN CBSI3aHBI C TTOJTHOU
nenenyed reHa HNFIF B CIpyKType CHHApOMa Jelieliud / XpOMOCOMHOM
Mukpoaeneuun 170912, Bo3HUKawOIIEW B pe3yabTare YacTUYHON AENEeUH JJIMHHOTO
ieda 17 XpoMOCOMBI ¢ 3aXBaTOM HECKOJNIbKMX coceanux reroB [107, 121, 252, 295].
Yactora cuHapoma wMukpomeneuuu 17012  cocraBnser 1,6:100000 uenosex
(ORPHA:261265). Cunapom mukpopeneruu 17012 xapakrepusyercss KHCTO30M TOYEK,
MODY5 nuaGetom, HapylmIeHHUSIMA HEPBHOW CUCTEMBI, TUCMOP(HU3MOM JIHIIa (BHICOKHIA
7100, TIyOOKO-IOCaKEHHBIE IV1a3a, MyXJIbIE IIEKH), y I€BOUYEK — aHOMAJIUSAMHU MOJOBBIX
opranoB. [lammeHTam TPOBOAAT OICHKY DIOMEPYISIPHBIX (QYHKIHUNA, CHUKCHHE
KJIyOOYKOBOM (PHUIBTpAllMd JHATHOCTHPYIOT HEpPeIKko B paHHeM Bospacte [143].
Haubonee  xapakTepHbIMH  HEPBHO-TICUXHYECKUMH,  TICHXOHEBPOJOTHYECKUMH,
KOTHUTUBHBIMHA pAacCTPOMCTBAMU IIPU CHHIApOME Mukpozenenuu 17012 asisrorces
3aJiep’KKa pa3BUTHSA, 0COOEHHO pPEeYeBOro, CHIYKEHNE NHTEIJIEKTa, TaMsTH, TPYAHOCTH B
OoO0y4eHHH, CUHAPOM JePUIIMTAa BHUMAHHS, TUICPAKTUBHBIC COCTOSHUSA, ayTHCTUYHBIC
yepthl, smsiericus [199, 295]. Tlpu nonHow neneruu 17¢12 onucanbl TOPOKU Pa3BUTHS
nouek u MoueBbix myTer (CAKUT), areHe3us Tena u XBOCTa MOKEITYIOUHOMN HKee3bl
[142, 199].

KucTo3 nouek npu gejienu KOPOTKOro mieya 12 xpoMocomMsbl

Heneuus 12p (dell2p; partial deletion of the short arm of chromosome 12)
oTHocuTca K opdanHbiM 3a0oneBanusiMm (ORPHA:316244) u xapakrtepusyercs
pazHooOpasueM (EHOTHIHYECKUX MPOSBICHUN, peaKo ¢ marojoruei mouek [292]. C
1974 rona onucano okoio 50 ciayyaes neneuuu dell2p(11.1-13.3) B mupe. Ilo nanHbM
pa3TUYHBIX aBTOPOB, KIMHHYECKUW ¢denotun dell2p y nereit BKIIOYan OTCTaBaHUE B
NICUXOMOTOPHOM M (PU3MUECKOM PAa3BUTUH, MUKPOIE(PaTHIO, TUIOIIA3UI0 3PUTEIBHOTO

HEpBa, KOCOIMla3ue, JHIEeBOM JaucMopdusM (PMHUKAHT, I[MIMPOKas TEPEHOCHUIIA,
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TUTIOTUIA3UsT HO3JPEH, MaJICHbKHE YIIHW), OJHUTOJOHTHIO (YMEHBIIIEHHWE KOJUYECTBA

3y0OOB, «HEMOJIHO3YOOCTh»), OpaxXWUIAKTUIUIO, THUIOIUIA3UI0  TOJOBOTO  YJICHA,

TEMaHTMOMY, apTEPUATIbHYIO TUIIEPTEH3HIO, CepAeUHO—CcocyaucThie anoManuu (JJMXKII,

JIMIIII), n3MeHeHne CTPYKTYphl BOJIOC M HOI'TEH (JIOMKHE, TOHKHUE), «BTIHYTBIE» COCKH,

y mioga ¢ del12p quarHoCTHPOBAaHbI KUCTO3HBIC IMOYKH C Ta30BOM aucTomnuei [237].
Kucto3 nouexk npu CHARGE cunapome

CHARGE—cunapom (ORPHA:138) mMmeeT ayroCOMHO — JOMHHAHTHBIA THII
HacleoBaHus U o0ycioBieH mytaiusamu B reie CHD7 (MIM608892), ssastomierocs
peryastopoM Tpanckpummu [34, 182, 302].

Yame BcTpedaeTcss CIOpajMyYecKd Kak pesyasrar Ode Novo  MyTarwuid,
sapeructpupoBanubie  caydan CHARGE-cunapoma cocrasmsaror  0,1-1:10000
xuBopokAeHHBIX [302]. V 5-30% manueHToB MPH MOJICKYISIPHO—TCHETHYICCKOM
UCCJICIOBAaHUN JIMAaTHO3 HE TMOATBEPXKIACTCS, YTO YKa3bIBA€T HAa BaXXHOCTh 3TOTO
ucciaenoBanus Uil audQepeHnuanbHOr0 auarHo3a ¢ (EHOTHIMHYECKH CXOKHUMHU
HaciencTBeHHbIMU cuHapoMamu (Abruzzo-Erickson, Kallmann, Kabuki, Papillo—renal,
Joubert, BOR cunapomsr, VACTERL accoruanusi, CHHAPOM KOIIAYbEro I1asa).

Jlns ynmobctBa auarHoctukn CHARGE-cunapomMa BbI€ICHBI KIMHUYECKUE
KPUTEPHUU: OCHOBHBIE (OOJBIINE) U JOTIOTHUTEIbHBIC (BTOPOCTENICHHBIE, MAJIBIE).

Kmnanueckn muarno3 CHARGE-cuHapoma ycraHaBauBarOT mnpu Haauuuu 4
OCHOBHBIX KPUTEPHUEB WJIM 3 OCHOBHBIX W 3 JOMOJHHUTENbHBIX, TUArHO3 MOXKET OBbITh
3aMmoJ03peH MpHU HaJW4Iuu 1—2 OCHOBHBIX M HECKOJIBKHX BTOpocTeneHHbIX [90, 182,
292, 302].

[Tepedenp 1 HEOOXOIUMOE KOJIMUYECTBO JIJI1 MOCTAHOBKHU JIMAarHO3a HEOHOKPATHO
nepecmarpuBanuchk (tabmuma 1.17). «OcHoBubiMu 4 C's kputepusimu» CHARGE-

CUHApPOMA ABJIAIOTCA: KOJ'I06OM8,, aHOMAJIMM YCPCIIHBIX HCPBOB, aTpE3uA XOdH,

«runmunoe CHARGE yxo» [33, 34, 90, 182, 292, 302].
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Tabmuma 1.17 — ®enorun CHARGE—cuuapoma no manHeiM Jateparypsl [33, 34, 90,
182, 292, 302]

Kputepun XapakTtepucTuka GeHOoTHIIa Yacrora
(o Pagon et al,
1981)

C, KOJIOOOMa pajly’KKH, CETUYaTKH, COCYIUCTON 80-90%
Coloboma 000JI0YKH (XOPUOHIEH ), TUCKA 3PUTEIHLHOTO
(xomoboma) HEpBa OJHO / TBYCTOPOHHSIA,

BO3MOYKHBI MUKPO(TaIbMHSI, HICTAIrM,

naroTaabM
H, terpaja Pasnno, OTKPHITHIN apTepruaibHbIN 75-85%
heart defects npotok, JIMXII u npyrue BpoKIeHHBIC
(TTopokwm cepiia)  TIOPOKH Cepira U KPYIHBIX COCYIOB
A, aTpe3ust / CTeHO3 X0aH oaHo / nBycTtopoHHsss  50-60%
atresia of choanae
(arpe3us xoaH)
R, OTCTaBaHUE B POCTE, ICUXO—MOTOPHOM H 70%
retardation of WHTCIICKTYaIbHOM Pa3BUTHH, THITOILIA3HUs (oTcTaBaHUe
growth and W/WITH TTapaJind YepernmHo—Mo3roBoro Hepsa (I, B pocte),
development VII-X) ¢ mapymenuem rmoranus, ooonstaus,  100%
(oTcTaBaHuE B CJIyXa JIO TIIyXOTHI, 3peHUsI, aCHMMETpHUEH (oTcTaBaHme

pOCTE M pa3BUTUM) JIUIIA B Pa3BUTHH)
G, aHoManuu (TUIOIIIa3us ) HapykHbIX 1MoyIoBbIX  70-80%
genital anomalies opraHoB, THITOIUTIA3Ms SHUYCK, THIIOTOHAIN3M,  MAaJIBYUKH,

(anomanuu KPUNTOPXU3M 30% neBoukHn
TeHUTAJIHI)
E, Tunmarnoe CHARGE yxo: anomanun 6omee 90%

ear abnormalities
and sensorineural
hearing loss
(aHOMamuu yxa,
HEUPOCEHCOpHAs
TYTOyXOCTh)

HapYKHOTO, CPETHETO U BHYTPEHHETO yXa
(rumorna3us MONyKPYKHBIX KaHAJIOB,
TYTrOyXOCTh, KOPOTKAsl M IIUPOKas,
«TpEeyTroJbHas» yIIIHAS PAKOBUHA,
BBIPQ)KCHHBIN TIPOTUBO3aBUTOK, TUIIOTIIA3HS
/OTCYTCTBHE MOUYKH
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K nononHuTensHbIM  (BTOPOCTENEHHBIM)  JMAarHOCTUYECKUM  KPUTEPHUSIM
OTHOCATCS: TPAaXCOMMIIEBOAHBIA  CBUIN, aTpe3us MHUIIEBOAA, oOpodalnuaibHbie
pacuieNvHbl («3ad4bs I'y0a», «BONYbS MACTh»), OTCYTCTBHE TUMYCA, TUIOKAJIbIUEMUS
Opu OTCYTCTBHHM  MapallUTOBHIHBIX JKele3, OTcyTctBue 12 mapel  pebep,
nornoiaHuTeNnbHass 13 mapa pebep, CKoNMMO3, JUCMOpP(US JMIA: «KBAJIPATHOE»
ACHUMMETPUYHOE JIUII0, H30THYThle OpOBH, OOJNBIIME TIJia3a, MTO3, BBICTYMAIOIINE
HIMPOKas MEepeHocUlla U 7100, MalleHbKHME HO3pH, BBICTyMAroas KoJiymellia Hoca,
IJIOCKasi CPEAHssl YacTh JUla, MalleHbKKe poT U noadopoaok, Mukporarus (CHARGE
JIMII0), aHOMAJIMKM KUCTeW: moymaakTuins, nomudananrus, sxrpogaktwius (CHARGE
KHCTb), aHOMAJIUU CTOII.

[lopaxenue mnouek wyame sBusgercs ciydanHod Haxoakod npu CHARGE-
CUHAPOME W OTCYTCTBYET B ONHUCAaHUMU ero abOpeBuarypsnl. IlonkoBooOpasHas mouka,
areHe3usi, TUNOIJIA3us, THIPOHE(]PPO3, MYy3bIPHO—MOUYETOUHUKOBBIA  peuIroKC,
MYJIBTUKHCTO3HAs naucruiazust nodku omucansl y 10—40% mnanumentoB ¢ CHARGE-
cuapomom [182, 302]. IlporpeccupoBanue XBII 10 TepMUHAIBHOW CTaJud TPHU
CHARGE—cunapome BO3MOXHO YK€ B JETCKOM BO3pacTe B CBS3M C HAJIUYHEM
aHOMaJIM TOYeK M MoueBbIBOASAMUX TyTed. [Ipm myranum p.Argl57 rema CHD7 y
HOBOPOX/IEHHOTO TOATBEPK/IE€HA HE(PYHKIMOHUPYIOIIAs MYJIbTUKUCTO3HAs II0YKa,
JIMarHOCTUPOBAaHHAS ITPEHATAJIbHO HA CPOKE recTaunu 24 HEAeNIH. YTPo3y KU3HU NpU
CHARGE—cunapome B HeoHartambHOM Tiepuoge cocrtasimsier JIH wu croxHOCTH
SHTEPAIIBHOTO TUTAHUS.

Hanuumne xucro3a moyek y HalMEHTa ¢ MHOKECTBEHHBIMH KHCTaMHU TOYEK U
ucxonom B TepmuHanbHy0 XBII k 18 romam oOHapyxeHbl 6 paHee HEONMMCAHHBIX
BapuanToB reHa CHD7 B reTepo3UroTHoM COCTOSIHWHU, U3 HUX 2 MUCCEHC—MYyTaluu (B
tom umciae (G744S: NP 060250 B pesynbrare  HU3MEHEHHUS  HYKJICOTH[A
¢.2230G—A:NM-017780) [302].

Kucto3 nouex npu cungpome Beckwith—Wiedemann

Cunznpom Beckwith-Wiedemann otaocuTcst k opdaHHBIM HACIEACTBCHHBIM

cuaagpomam  (OMIM 130650, Q87.3) ¢ ayTOCOMHO—JIOMHHAHTHBIM  THIIOM

HaclenoBaHus, BcTpewaercss ¢ yactotod  1:10500-13000 HOBOPOXKIIEHHBIX,
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XapakTepu3yeTcsi HM30BITOYHBIM POCTOM, OpraHOMErajuel U BBICOKMM PHCKOM
AMOPHUOHAJIBHBIX OMYXOJIe B paHHEM BO3paCTE.

Jiis guarHoctuku cuHapoMa Beckwith-Wiedemann pocrartouno 3 Gombimmx
KpuTepreB (MakpoCOMHS, MaKpomioccusi, ACPEKT MepeAHel OpIOMIHOM CTEHKH —
oMdatonesne Win MmyrnoyHas rpblXa, aHOMaJIMU MOYeK, SMOPHUOHANIbHBIE OMYXOJIH) WX 2
Ooonpmiix u 1 wMamoro (MHoOroBoaue, OoJblIas IJIALIEHTA, TOJICTash MYNOBUHA,
HEOHATaJIbHAsI TUTIOTIIMKEMUSI ).

Cpean TmMOYEYHBIX MPOSIBICHUN CHHAPOMA OMNHMCAaHbl MEAYJUIIPHBIE U
koptukanbHble kucThl (Tmma Potter Ill), «ryOuaras» mnodka, aHOMaJIMU TOYEK WU
MOUEBBIBOJISIINUX MyTEH, TUCIIIa3Us MAPEHXUMBI OYEK, He(DPOKAIBIIMHO3 U YPOJIUTHA3,
He(pomeranus. Cpeayr BHENOYEUHBIX MPOSBICHUN KIMHUYECKOro (DEHOTUIIA OTMEYAIOT
TUTAaHTU3M C poxjaeHus (>97 mpomeHTUss pPOCTa, TEeMHUTHUIEPIUIA3UI0, TUIUYHAYIO
UCUEPUEHHOCTh MOYKH YyXa, IUIAMEHEIOIMN HEBYC, IpyOble YepThl JIMLA, ONEPEKEHUE
KOCTHOTO BO3pacTa, JIATEHTHBIA TMIOTUPEO3, TE€HEPATM30BAHHBIA OCTEOapTPHT,
pa3pacTaHie HapyXXHBIX MOJOBBIX OPTaHOB, pacIieuHa HeOa), PUCK 3JI0Ka4eCTBEHHBIX
omyxojied mocie 14 netT MUHUMAabHBIA. 3a00J€BaHUE MYJIBTUTEHHOE, KOMILJIEKCHOE,
ONKCaHbl TEHETUYECKHE (NN, TYTUIMKAUN, TPAHCIOKAIUI, TPUCOMHUIA, HTHBEPCHIA)
U snureHernueckue npuunHsl (MetwirpoBanne JIHK), mpuBopsiue K HapylieHUIO
TPAHCKPUIILKUU T€HOB PETyJsLUK pocTa Ha xpoMocome 11p15.5-11p15.4. Berpeuarores
ciopaguueckre ciaydan B cembe [90, 292]. OmmcaHbl ciiydyan pOXKICHHUS JCTEH C
00JIe3HSIMH MUMIPUHTUHTA TIOCJIE MPOTPAMMBI IKCTPAKOPHOPATIHLHOTO OIUIOAOTBOPEHUS
[39].

Kucro3 nouek npu Tydepo3Hom ckjiepose u cuaapome TSC2/PKD1

TyOepo3Hblil ckiepo3 — opdaHHOE cHUCTEMHOE 3a00JIeBaHHE C ayTOCOMHO—
JOMMHAHTHBIM THUIIOM HACJIEIOBAaHHUS, XapaKTEpHU3YyIolIeecs 00pa3oBaHUEM TramMapTOM.
['amapromMbl — 53TO0 JOOpPOKAYECTBEHHBIE, Y3JIOBBIE OIMYXOJEBHUJHbIE O00pa30oBaHMUS,
MPOU3BOJIHBIX 3KTOAEPMBI (KOKa, HEpBHas CUCTEMA, ceTyarka Iva3a) U Me30[EepMbl
(moukw, cepJe, JErKue).

Tybeposusiii  ckiepo3  (tuberous sclerosis, Pringle—Bourneville disease,
Bourneville syndrome; OMIM 191100, 613254; Q85.1; ORPHA:805) [36, 47, 48, 90,
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292] umeer cWHOHHWMEL: (hakomaro3, smmiois, Oone3ns [lpuHrna — bBypHeBwL,
daxomato3 bypuesemnn — Ban gep XeBe, CHHIpOM ceOOpeitHOM aleHOMBI, CyI0por U
YMCTBEHHOM OTCTAJIOCTH.

Yacrtora TyOepo3HOro cKkiiepo3a BapuabenbHa H 3aBUCHUT OT BO3pacTa.
Pacnpoctpanennocts B EBpome cocraBiasier 1:6000-1:10000 y HOBOpPOXKIECHHBIX,
1:25000 — 1:30000 y B3pocmoro HaceneHus B Bo3pacTe 65 JieT.

AyTOCOMHO—JIOMUHAHTHBIA  THIl ~ HAcleJOBaHUS B  CceMbe  MpobaHaa
nonreepxaaercs B 4-34% ciaydaeB TyOepO3HOIO Cckjiepo3a. BeisBieHue MyTanuu
CIIY’)KUT TJIABHBIM KPUTEPHEM, JOCTATOYHBIM JJIsi MOCTaHOBKU AuarHo3a. CraHgapToM
JNHK—nuarHoctuku  3a0o0jieBaHMsl  SIBJISICTCS ~ CEKBEHUPOBAHHE  KOAMPYIOIIEH
nociieoBarebHocTH TeHOB TSCl(Ha xpomocome 9034.13), kxommpyroimero Oelok
ramaptuH u 1SC2 (Ha xpomocome 16pl13.3), OTBETCTBEHHOTO 3a OEJIOK TYyOEpHH.
Mytanuu B rene TSC2 BeisBisitorcs B 3 pasa yaie, yeM B reHe 1SCLl. Onnaxo B 17%
CllydaeB YCTAaHOBHUTH MATOTCHHYIO MYTAallMI0 HE yAaeTcs Jake, KOrJga KIMHUYECKUU
JMarHo3 HE BbI3BIBaeT CcoMHeHUW. M3ywaercs ponp wmyrtamuii reHa |IFNG,
KapTUPOBaHHOTO Ha Xpomocome 12015 wu xommpyromero y-uHTepdepon (IFNy,
uHTEepdEpOH 2 THMA), HAa YaCTOTy (OPMHUPOBAHUS aHTHOMHUOIIUIIOM IIPU MYTaIlUAX TeHa
TSC2 y nariieHTOB ¢ TyOepO3HbIM cKiiepo3om [47, 90].

3anono3puTh 3a00J€BaHUE Y HOBOPOXKICHHOTO peOdeHKa MOXHO TMpHU
oOHapyXeHUU pabIOMHOMBI CepAlla W MATEH TUIONUTMEHTAluu Ha kKoxe. CoriacHo
MEXIYyHapOIHON KOHCEHCYCHOM KOH(epeHInH 1o Tydoepo3nomy ckiiepo3y (Washington,
DC; 2012 1) HecOMHCHHBIH auMarHo3 «rydeposHsiii ckiepo3» (Definite diagnosis)
YCTaHABJIMBAETCS HA OCHOBAHHMM HAMW4YUs 2 TEPBUYHBIX (OONBINNMX) MPU3HAKOB WK 1
nepBUYHOro M 2 (u Oojee) BTOPUYHBIX (MajbIX) MPU3HAKOB; BO3MOXKHBIM JIMAarHO3
(Possible diagnosis) — npu Hanmuuuu 1 MEPBUYHOTO MpH3HAKA WM | TIEpBUYHOTO H 1

BTOPUYHOTO MPU3HAKOB WK 2 (M OoJiee) BTOPUIHBIX Ipu3HakoB (Tadmuma 1.18) [37, 38,

47].
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Tabnuma 1.18 — bonpiive u Manple KpUTEPUU TUArHOCTHKU TyOepo3HOTO cKiieposa [37,

38, 47]

bonbine kpurepuu Masbie Kputepuu

['umonurMeHTHpOBaHHbBIE MATHA (>3), He MeHee [[s1THa Thna KOH(PETTH Ha KOXKe
5 MM

AHrnopuopomsl (>3) uinu 6namku Ha rojose | [ledexTs smanu 3y0oB (>3)

HorreBbie prOpombl (>2) duOpoMbI mostocT pra (>2)
[I9THA «IarpeHEeBON KO WU JlenurMeHTHpOBaHHBIE TISITHA
MHO>KECTBEHHAas KoJIJIareHOMa CeTUaTKu

MHOXECTBEHHBIE TaMapTOMbI CETYATKU MHOKeCTBEHHBIE KUCTHI ITOYEK
KoprukanpHas nucruiazus (>3): TyOepsl U Henoueunas ramaproma

PadIraJIbHbBIC MUT'PAIITMOHHBIC TPAKTBI

CyOnrieHauManbHbIe Y3IIbI (>2)

Cy0OanenauManbHasi TUTAaHTOKJIETOUHAS
aCTpOLIUTOMA

Pabgomuoma cepiia

Jlumdanruoneriommuomaros (JIAM)

AHTMOMHOJUIIOMBI TTOYEK (>2)
[TIpumeuanue: coderanue nByX Oompmmx kpurepueB (JIAM u anrmomuonumnomsl) 0e3 ApPYrux

IMPU3HAKOB HEAOCTATOYHO JJIA AMAarHOo3a.

Oxono 1 MuuIMOHAa NAIMEHTOB € TYOEpO3HBIM CKIEPO30M B MHpPE HMEIOT
HapyuieHue GpyHkuuu novek. [loueunslii kTuHuYeckre GeHOTUIl TYOEpO3HOTO CKIIepo3a
IpHU POKIACHUH Yallle OTCYTCTBYET, MPOsIBIsAETCA B Bo3pacte 6—9 net. M3ommupoBanHoe
MOpaKEHUE TIOYEK BBISBISIOT TPH MaHU(ecTaluu TyOepo3HOro ckiepo3a B 1-2%
ciiydaeB. Y TMEIUATPUUYECKUX TAIMEHTOB C TYyOEpO3HBIM CKIIEPO30M IOYCUHBIH
KJIMHAYECKUI QeHotun auarHoctupyroT B 50-70%, y B3pociabix B 60—100% ciydaes.
Haubonee yacto y nereit npu TyOEpO3HOM CKJIEpO3€ BCTPEUAIOTCS aHTMOMHUOIUIIOMBI U
KHUCTHI TIOYEK, MOYEYHO—KJIETOUHAs KapIMHOMA, YTO OCJIOXKHSET TEYCHHWE W TMPOTHO3
3aboneBanuss B cBsa3u  OIIll  wuHaynupoBaHHOEe PpabIOMHOIM3UCOM, MPUEMOM
MPOTHUBOCYJOPOXKHBIX ~TIPENaparoB, THUMOKCHUYECKHM TOBPEXKICHUEM TIOYEK TIpU
JUTUTETHHBIX SMUJIENTUYECKUX TPUTIATKAX, TPH OCTPOM KPOBOTEUECHUH B KUCTY WIIH TIOJT

Karcy/1y MOYKH U B CBsi3u ¢ nporpeccupoBanreM XbBII [8, 24, 47].
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AHTHOMUONUIIOMBl M  KHUCTBl SABIISIIOTCS CaMbIMH  YaCTbIMH  TOYEYHBIMHU
NPOSIBICHUSIMH TyOepO3HOTO ckiiepo3a y aeteit [105]. AnrnomuonumnoMa mpeacTapiseT
co0ol TOOPOKAYECTBEHHYIO OIMYXO0Jib, COCTOAILYIO U3 KUPOBOM TKAHU, TIAJKUX MBIIII]
U TOHKOCTEHHBIX COCymoB. I[Ipm TyOepo3HOM CKJIepO3€ aHTHOMHOJIUIIOMBI ITOYEK
OOBIYHO BBIABIAIOT y JeTel B Bo3pacte oT 4—13 neT. AHTHOMHOJIUIIOMBI TPHU
TyOEpO3HOM CKJIEPO3€ XapaKTEPHU3YIOTCS OBICTPHIM TEMIIOM pOCTa, OHHM dYaIle
JBYCTOPOHHME U MHOXecTBeHHBIE [37, 38, 47].

Kuctsl B moukax mpu TyOepO3HOM CKJIEpO3€ y JeTed 4Yalle IBYCTOPOHHUE U
MHOECTBEHHBIE (00JIee 5 B KaXKI0M MOYKE), pa3MEPOM OT HECKOJIbKUX MUJIUMETPOB 10
HecKoJbkuX caHTuMeTpoB 1o Y3U, KT uau MPT, MoryT 06pa3oBBIBaThCS B CTPYKTYpE
AHTMOMMOJIMIIOM M KaK pe3y/bTaT KPOBOU3IUSIHUS C HEKpo3oM [8, 24, 37, 38, 47].

Acconyaius KUCTo3a MOYEeK C TyOEpO3HBIM CKIIEPO30M OOBSCHSETCS OIU3KUM
pacroyniokeHneM JokycoB reroB 7SC2 (16p13.3) m PKD1 (16p13.31-p13.12) Ha
KopoTKkoM 1Miede xpomocoMbl 16. I'en PKD1 koagupyer nomuuuctuH 1, Myrtanuu
KOTOPOTO OTBETCTBEHHbI 3a pa3Butue OomnbmmHcTBa ciaydaeB AJIIIBIL.  Ilpu
npotTsbkeHHoM  neneunu (5% ciiydaeB TyOEpO3HOTO CKJIEpO3a) YCTaHABIMBAIOT
OJTHOBPEMECHHYIO MYTAalIMI0 COCEIHUX T€HOB («CHUHIPOM CMEXHBIX T'€HOB)), CUHIPOM
TSC2/PKD1. V pmereit ¢ cunapomom TSC2/PKD1 wuaie OTCYTCTBYET CEMEHHBIN
anamue3 no AJIIIBII, nmpuuunoit Oose3Hu uamie siBasgercs myrtanuss de novo. Jns
«cuHApoMa CMeXHBIX TeHoB» [SC2/PKD1 xapakTepHO COYeTaHHE KIMHHYECKUX
CUMIITOMOB TYyOEpPO3HOTO CKJIEpO3a W TMOJMUKUCTO3HOW OOJE3HU TMOYEK, HEPEAKO C

paHHel maHudecTanueil peHaJdbHbIX CUMIITOMOB 0OJie3HU (B T'PYIHOM WM PaHHEM

Bo3pacrte) [90, 150, 195].

1.5 Konuenuusi npeIMKTUBHOM, IPEeBEHTUBHOI U MEePCOHATU3MPOBAHHOM

MeIMIUHBI B eAUATPHH

BriepBbie TepMHUH «IIEpPCOHATU3UPOBAHHAS MEIAMIIMHAY IMOSIBHIICS B MyOIHKAIIUH
W.M. Gibson B 1971 roay [174]. B nepBoi#t MoHOrpaduu Mo nepcoHaIU3upOBAHHOM

menuimHe  npodeccopa  Kewal K. Jain  (1998) onmcana HE0OXOAMMOCTH
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WHUBUYaIbHOTO TOM00pa JIEKAPCTBEHHBIX CPEICTB ISl KAXKIOTO TAIMEHTa WITN
IPYIIIBI MAIIMEHTOB ¢ YUYE€TOM I'eHeTHYeCcKux ocooeHHoctel. B Poccuiickoit deneparuu
Ha 3aKOHOJATEJIbHOM YPOBHE 3aKpPEIUICHbI OCHOBBI COBPEMEHHON MEIHUIUHBI [5, 57, 73,
74, 78].

Pacnopspxenne IIpaButennsctBa Poccuiickoit deneparuu ot 28 nekadbps 2012 r.
No 2580-p «O crTparerun pa3ButHs MeIuIIMHCKOW Hayku B P® Ha mepuopn o 2025 r»
ONpPENENUI0  MNEPCOHAIU3UPOBAHHYIO  MEIMIIMHY  OJHUM W3  NPUOPUTETHBIX
HaMpaBJICHUH 10 peOpraHu3aI[ui POCCUICKON MEIUIIMHCKON HayKu [57].

24 anpens 2018 roma Ilpukazom MuHHCTEpCTBa 3apaBoOXpaneHus Poccuiickoit
Oenepanun - «O6  yTBepxkAeHUM KoHIENIMM TNPEIUKTUBHOM, TMPEBEHTUBHOW U
MEPCOHATU3UPOBAHHON  MEIUIIMHBDY  3aKpEIUIeHbl  MPUHLUMBL  OOECIEYEHUS
WHJMBUAYAJIbHOTO TOAXO0Ja K MAlUEeHTY (B TOM YHUCJE /10 TMOSIBICHHUS KIMHUYECKHX
CUMIITOMOB 3a00JI€BaHUs), YYUTHIBAs BBISIBJICHHbIC HA OCHOBE T€HETUYECKOTO aHAIN3a U
MHBIX OMOMapKepOB MPEAPACIONIOKEHHOCTH K Pa3BUTHIO 3a00JI€BaHUs, CHU3UTh PUCKU
BIIMsIHUE (PAKTOPOB OKpYyKaromieit cpens [53].

[Tonoxenusmu KoHIenuuu 3akperjieH0 MCIOJIb30BaHUE MPOPUIAKTHUYECKUX
MEp, METOJOB JICYEHUS C MEPCOHATU3UPOBAHHBIM TNPUMEHEHUEM JIEKAPCTBEHHBIX
pernapaToB ¥ MOHUTOPUHTOM OMOMApKEPOB /I KOHTPOJIS 2PPEKTUBHOCTH JICUCHHUS.

Peanuzanys npuHIMIIOB MPEAUKTUBHON MEIMIIMHBI, B OCHOBE KOTOPOW MPOTHO3
pa3BuTHs 3a0osieBaHus W (WJIM) BBIOOpA METOJa M Crocoba JIeYeHUs! Y KOHKPETHOTO
MaIMeHTa, MOJ00PAHHBIX B COOTBETCTBUU C WHJMBHUIYAIbHBIMH OCOOCHHOCTSIMH,
OTPa)KaeMbIX COCTOSTHUEM MPEIUKTOPOB — OMOMApPKEPOB.

[IpeBeHTHMBHAsT MeIWIIMHA HAMpaBJIeHA Ha NPEIOTBPALEHUE HACTYIUICHUS
3a00J1€BaHUs WM PAHHIOK (JOCUMITOMATHYECKYIO, JOKIMHUYECKYI)) MUHUMU3AIUIO
MPOSIBJICHUN IMyTeM NPUMEHEHUS WHIUBUAYAJIbHBIX (IO COCTOSHUIO OMOMAapKepoOB)
PO HIIAKTHUECKUX MEP.

{7 nocTrkeHus Lenen MpeIuKTUBHOM, IPEBEHTUBHOM U TIEPCOHAIIM3UPOBAHHOM

MEIUIUHBI HEOOXOIMMO TPOBOAUTH [53]:
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1. mpodumakTuKy 3a00J€BaHUS TMOCIE ONPEASICHUS WHINBUIYATLHOTO DPHCKA
€ro pa3BUTHS Ha OCHOBE MOJEKYISIPHO — TE€HETHYeCKUX (0COOEHHOCTH
HYKJICMHOBBIX KHCJIOT) WU MHBIX OMOMapKepoOB,

2. CBOEBPEMEHHYIO JMATHOCTHKY M KOPPEKIIMIO HACIEACTBEHHBIX 3a00JIeBaHU,

3. MEepCOHATM3UPOBAHHYIO MEIUKAMEHTO3HYI0 U HEMEAMKAMEHTO3HYIO TE€PaIuIio
3a0oneBaHusl C OIEHKOW J(PGEKTHBHOCTH HAa OCHOBE MOHUTOPHHTA
OMoMapKepoB,

4. pa3pabOTKy HOBBIX METOJOB MNPOGUIAKTUKH, JUATHOCTUKHU, JICUCHHS,
peaduIHuTayy, 0OCHOBAHHBIX Ha WHIUBUYAIbHOM TIOJIXO/IC K IMAIHCHTY,

5. MPUMEHEHHE WHAMBUAYAJIbHO TPOU3BOJUMBIX M TMEPCOHAIM3UPOBAHHBIX
MPOJIYKTOB JIJIsl JICUCHHUSI.

C yweroM pocTXeHUN (yHIAMEHTAIBHOM HAayKH, BO3MOXKHOCTEH paHHEH
JTOKJIMHUYECKOW IMarHOCTUKU C MPUMEHEHHEM METOJI0B BU3yaJU3allUh U PE3yIbTaToB
MOJICKYJSIPHO—TEHETUYECKUX MCCIIEIOBAHUM, Pa3BUTHS MH(DOPMAIITMOHHBIX TEXHOJIOTHM,
Hayasmo 21 Beka cBsa3piBaloT ¢ nepexogoMm K «4ll-memunmbe, P4—Mediciney:
NEPCOHAIM3UPOBAHHOM, MPOTHOCTUYECKOM, MPOPUIAKTUUECKOW W MAPTUCUIIATUBHOMN
meauiune [32, 46, 174, 238].

b.A. Kobpunckuii ¢ coast. (2019) yka3piBaeT Ha BO3MOKHOCTH MEAUIUHBI 4P n
JedyeOHOE BO3/ACHCTBUE €lIe [0 pOXKICHUA peOCHKAa Ha HEraTUBHBIE IIPOLECCHI
OHTOT€HE3a C YYETOM MOJICKYJIIPHO-TEHETHYECKUX 0COOeHHOCTeH Yy Tutona [32].

[lepconanu3upoBaHHass MEIUIIMHA C YYETOM BO3MOXKHBIX (PEHOTUITHYECKUX
MOCJEACTBUM OHTOTEHEe3a, I0/KHA YUYUTHIBATh MHAUBUYAIBHBIX PEAKIIUi HA BHEIIHUE
dbakTopsl ¢ MOAOOPOM MEIUKAMEHTO3HBIX CPEACTB, CHEMU(PUUYHBIX OCOOCHHOCTEH
reHoMa NalueHTa.

[lepconanu3upoBaHHas NEAUATPUS — COYETAHHWE 3HAHUM 00 OCOOEHHOCTSIX
F€HETHYECKUX BapualMi C dTallaMy Pa3BUTHS JE€TEM U BO3ACHUCTBUEM OKPYKAIOLIEH

cpensl [32].
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Oco0yro akTyambHOCTh OCHOBBI 4ll-menumuHBl UMEIOT B Tpymme opdaHHBIX
Hacle/CTBeHHBIX Oojie3Hed. B Poccuiickoit denepannu 3abojieBaHUE OTHOCHTCS K
rpynmne peakux (opdaHHBIX) MPH pacrnpocTpaHeHHocTH He Oomee 10 ciaydaes
3aboneBanus Ha 100 Teicsy HaceneHus [48].

HacnencrBeHHble KHUCTO3HbIE OOJIE3HM TIOYEK OTHOCATCS K IUJIMOMATHAM,
OonbIIMHCTBO U3 HUX sABJAIOTCS opdannbimMu (APIIBII, rmomepynokucTo3Has 0oae3Hb
nouek, accouuupopanHas ¢ mytanusimMu HNF1f rena, nedponodtus). Ilpu orcyrcTBUM
BO3MOYKHOCTH MOJIEKYJISIPHO-—TEHETUYECKOTO HUCCJIEAOBaHUs, BO3HUKAET TPYAHOCTH
UACHTUDUKAIMA ~ PEAKAX HO30JOTHUYECKUX (OpPM HACIEACTBEHHBIX KHCTO3HBIX
OoJe3Hel TMOYeK, KOTOphle OOBEAMHSET EIMHCTBEHHBIM MPHU3HAK (HAJIMYUE KUCT B
MapeHxuMe O00euX TMOoYeK), YTO TMPUBOJUT K CHIDKCHUIO KauecTBa OKa3aHUs
MEPCOHATM3UPOBAHHON M MPEIUKTUBHOW TMOMOIIM TEaUaTpoM — HEPPOJIOTroMm.
Oco0eHHO pa3HOPEUNBLIE MHEHUS CPEIM METUATPOB 10 AJITOPUTMY BEJICHUS MMAIIIEHTOB
Ha JIOKJIMHUYECKOM dTare Oonesnn [185].

B 2020 r mnoxm pykoBoactBoMm mnpodeccopa JI.C.HamazoBoii—bapanoBoii
WHUIIMMPOBAaHA M BHEJPEHAa B MPAKTUKY KOHIICHIUS OTEYECTBEHHOW TNeAUaTpuH,
OCHOBaHHAsi Ha MYJIbTUIUCHUIUIMHAPHOM BEJICHUM JIE€TEH C pa3IMYHON MAaTOJIOTHEH,
«711 — nemmatpus» [46]: mporpammupyroiias pa3BUTHE W 370pOBbe peOCHKa,
npoduIakTUUeCKas, MNPEIUKTUBHAS, TMEPCOHAIM3UPOBAHHAS, MapTUCUIIATUBHAS,
nosurpogeccuoHanbHas (TUIFOPUIKCIIEPTHAS ), TPOTPECCUBHAS MEAUITMHA IS JIECTEH.

BHenpenne MeTON0B NPEAUKTUBHOM, IMPEBEHTUBHOMW M IEPCOHAIU3UPOBAHHOU
MEIUIIUHBI B IPAKTUYECKOE 3/I[PAaBOOXPAHEHUE MPUBEIET K CHUYKEHUIO 3a00JIEBAEMOCTHU
M0 HACJIECTBEHHO—00YCIIOBJICHHBIM HO30JIOTHSM, YAYUIICHUIO Ka9YeCTBA MEIUIIMHCKON
MOMOIIM, CHWXXEHHUIO 3aTpar Ha OKa3aHUE MEIUIMHCKOM TMOMOIIU, CTUMYJISIIIUN
BBICOKOTEXHOJIOTUYHBIX METOJI0B MPOPUIAKTUKH, JUATHOCTUKH, JICUCHUS.

N3ydyenue 3a00eBaHUi TIOYEK C TO3UIUU MOJEKYISPHONW OMOJOTHH TTO3BOJIUT
3aHOBO B3IVIIHYTh Ha IaTOT€HE3 MHOTHMX 3a00J€BaHUM U PEHIUTH P MNpoOJieM ¢
MO3UIIMN TIEPCOHATM3UPOBAHHON TEeparny, YIUTHIBAIOIIEH TEeHETUYECKIE 0COOCHHOCTH

naruenTa [17].
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Jns okazaHMs MEIMIIMHCKOM IIOMOIIM JETAM C KHCTO3aMM IOYEK aKTyaJbHbI
MPUHLUNBI  NEPCOHATU3UPOBAHHOIO  MOJAXOJA  BEACHUA, NPEMJIOKEHHbIE A
neauatpuueckod  Hedposoruu.  [IpuMeHeHHe  COBPEMEHHBIX  MOJEKYJISPHO—
TEHETUYECKUX METOJOB TO3BOJUT YBEIWYUTH JWAarHOCTUYECKUE BO3MOKHOCTH B
Bepu(UKAIMU  HO30JIOTMM  HACJIEJACTBEHHOW  KHUCTO3HOM  OOJI€3HH, TMO3BOJIUT
ONPENENNUTHCS C UHAUBUAYATBHON Tepanueil il KaXaA0ro KOHKPETHOro peOeHKa, 4To
NOBBICUT 3(P(EKTUBHOCTH JICUEHUS, CHU3UT YACTOTY Pa3BUTHS TSKEIbIX MOOOYHBIX
3¢ (HeKToB, YAYUIIAT KA4eCTBO KU3HU U IIPorHo3 [17].

AHann3 0030pa auTepaTypbl TOKa3ad, YTO NPUOPUTETHBHIM HAMpPABICHUEM B
COBPEMEHHOW OTE4YEeCTBEHHOU neanarpuu sipisiercst meaunnna 411 / 4P B coorBeTcTBUM
c Ilpukazom MunucrepctBa 31apaBooxpaHeHusi Poccuiickoit @enepamuu  «O0
yTBepxkaeHnA KoHUenuuum npeIuKTUBHOW, NMPEBEHTUBHOM W NEPCOHATU3HPOBAHHOU

menuiHb Nel86 ot 24 anpens 2018 roxa [53].
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IJTABA 2

MATEPUAJIBI U METO/bI UCCJIEAJOBAHUA

2.1 KoHTHHIeHT 00C/IeJOBAHHBIX MAIMEHTOB ¢ KHCTO3aMH MOYEK

JluccepTallMOHHOE UCCIEIOBaHUE BBIMOJHEHO Ha Kadenpe QakyabTeTCKON
neauarpun @I'bOY BO «Cankr—IlerepOyprckoro rocynapcTBEHHOIO MEIUATPHUECKOTO
MEIUIIMHCKOTO  yHHUBepcutera»  MumnsznpaBa  Poccun.  KnumnHuueckoidt — 6azoit
uccleoBanus ABsuioch Hedponorudeckoe otaenenue KmHukn GI'BOY BO «CaHkr—
[TeTepOyprckoro rocy1apCTBEHHOTO MEAMATPUUECKOTO METUIIMHCKOTO YHUBEPCUTETA»
Munsznapasa Poccuu.

B wuccnepoBanne BxmroueHo 300 geTreld M MOAPOCTKOB C HACIEACTBEHHBIMU
KMCTO3aMH TIO4€K B Bo3pacte oT | mecsma go 17 ner 11 mecsueB, u3z Hux 245
npobangoB. Cubcam mnpoOaHgoB B Bo3pacTe 1 Mecsama — 17 jer 11 wmecsmes
PEKOMEHI0BAHO NIPoBeCTH Y 3M MOYeK 10 MECTY KUTEIbCTBA, 110 PE3yJIbTaTaM KOTOPOTro
55 (66%) u3 83 cuOCOB ¢ KMCTO30M ITOYEK TAK)KE BKIIOUYEHBI B HCCICIOBAHHE,

N3 300 nmereit, 296 (245 npobGannoB u 51 cubc) u3 245 HEPOACTBEHHBIX CEMEM,
KOTOpbIM MpoBeAeHo oOcienoBanue 3a nepuon ¢ 2009 mo 2024 romer u 4 cubca
(yMepiie B TPyIHOM BO3pacTe IO MOMEHTa oOclieoBaHUs MPpoOaHaa) BKIOYCHBI 110
aHaJIM3y MEIUIIMHCKON IOKYMEHTAIIUH.

N3 300 marmentoB 155 (52%) manpunkoB u 145 (48%) nmeBouek. M3 300
naiueHToB, 38 (12,7%) Ha MoMeHT uccienoBanusi ObUIH B Bo3pacTe oT 1 mecsia 1o 1
rona 11 mecsia, 262 (87,3%) — B Bo3pacte Ooee 2 JieT.

Crpykrypa kucto3oB mouek y 300 oOcienoBaHHBIX MHAIMEHTOB C YKa3aHHEM
HO30JIOTUYECKUX (POPM M COOTHOIICHMS TOJIMKUCTO3HOW OOJIe3HHW MOYEK U JIPYTHUX

KHCTO30B TIpE/CTaBlIeHbI B Tabmuie 2.1.
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Tabmuua 2.1 — CTpyKTypa HacleICTBEHHBIX KHUCTO30B mouek y 300 oOcrnenoBaHHBIX

IHannMCHTOB I10 HO30JIOTHYCCKHUM (I)OpMaM

Hozonoruaeckue hopmbl KonmnuectBo %
JeTen
AJITIBII, u3 aux 200 66,7
AJIIBII ¢ oueHs paHHUM HaYaJIOM 40
APIIBII, u3 Hux, 33 11
kiaccuueckass APTIBII 5 77
nerckast APIIBII ¢ pubpo3om neuenun 28
I'KBII, u3 Hux, 12
¢ onHocTtopoHHei MK/IIT 3*
Hedponodrus 13
13 HUX, WH()AHTUIBHBIN 6
FOBEHUJIbHBIN 6
TTO3IHUN 1
Kucto3 mouek npu dell2p 1
Kucroz mowek mpu curmpome Beckwith— 1 22,3
Wiedemann BCJIC/ICTBUE HapyIICHUSI
meturpoBanus KvLQt (LIT1)
Onnoctoponnsisi HeyHkuronupyrotmas MKJITI, 37
U3 HUX
C TTIOMEPYJIOKHCTO30M KOHTpaJlaTepaibHON 3*
KucTo3bl mouek mpu TyOSpO3HOM CKIIEpPO3e 6
Bcero 300 100

[Ipumeuanne k Tabmune: * 3 manuenta ¢ omHoctopoHHedr MKJIIT u rmoMmepynokucTo3oM
KoHTpanarepaabHoi umeror ¢erotun ['KBIT Beaencteue myramuu reaa HNF1b, B cBs3u ¢ uem
paccMOTpEHBI B I1aBe 3.3 U yUTEHbl B MaTEMAaTHKO — CTATUCTUYECKUX pacyeTax B miase 3.5

Kpurepusamy BKIIOUECHUS TEPEKUBIINX HEOHATAJbHBIM IEPUOJ MAIMEHTOB B
MCCIICIOBAaHUE SIBJIUIMCH: BO3pacT mamueHta oT 1 mecsua no 17 ner 11 mecsues;
JMarHOCTHKA 2 W 0oJiee IMOYECYHBIX KHCT PACIIOIOKEHHBIX B IApEHXUME OJHOH WIIH
obOenx mouek mo pesyapTaram Y3U wim Hamuuue 1 moyedHOW KHUCTHI y TAIlMEHTa C
npusHakaMu XbBII; cOOTBETCTBME MOYEUYHBIX KHUCT Kjaccam I*, II*, IIF" cormmacho

knaccudukamu M.A. Bosniak (1986, mepecmorp 2012) B Moxudukamuu 20191 (— B
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ciaydasix, korna mno mnokazaHusm npoBeneHo KT wmm MPT); noanucanHoe
opuIMaTbHBIM MPEICTaBUTENIEM MallMeHTa (M/ WM caMuM MalMeHToM B Bo3pacte 15
Jer u Oonee) WHGOPMHPOBAHHOE JOOPOBOJIBHOE COTNIACHE HAa MEIUIIMHCKOE
BMEILIATEIbCTBO M YYAaCTHE B KIMHUYECKHX HCCIIEJOBAHUSAX, OJOOPEHHOE pElIEHUEM
jJokanbHOro  atuueckoro  komurera DPI'BOY BO  «Cankr—IlerepOyprckoro
TrOCYJapCTBEHHOIO MEIUaTPUYECKOrO0 MEIUIMHCKOTO YHHUBEpcUTeTa» MuH3apasa
Poccun. Bo Bcex cempsix ¢ KHUCTO30M TMOYEK Yy TMpobOaHa, PEKOMEH]I0BAJIOCh
nposenenue ¥Y3U novek u nevyeHu poguTessiM U cuOcam.

Kputepun uckitoueHus MallMeHTOB M3 MCCIEIOBAHUS: HATMYKME Yy MalueHTa 0e3
npuszHakoB XbBIl mnapeHxuMaTo3HOM KHUCTBI M / WM BHEMAPEHXUMATO3HOE €€
pacHoJyIO)KEHUE; KHUCTO3HBbIE HW3MEHEHUS TOYeK COCYOuCTOd (Manb(popMaiuH),
MH(EKIMOHHOW (3XMHOKOKKOBBIE M Jp.), BOCHAIUTEIBHON 3THUOJIOTMH; COOTBETCTBUE
noueunsix kucr kmaccam 1T, 1V commacuo kinaccudukaun M.A. Bosniak (1986,
nepecmotp 2012) B momudukanuu 2019 r. ( — B CIy4dasix, KOTJAa IO MOKa3aHUSIM
nposeaeHo KT wmu MPT); oTka3 poauteneil oT y4acTus B KIMHHYECKOM
UCCJIEI0BaHUU.

TepMUHOM «BHETOYEUHbIC KUCThD) Y MAIIUEHTOB C HACIEACTBEHHBIMU KHUCTO3aMU
noyek o00O03Hayald KUCTO3HBIE OOpa30BaHUS JPYTHX MAPEHXUMATO3HBIX OPraHoB (B
MEYEHU, TOJKETYIOYHON U IUTOBUIHOM Keje3ax, SMYKaxX U sSIMYHUKaX). Y MalueHTOB
C HACJIEJICTBEHHBIMU KHCTO3HBIMU OOJE3HSAMH TOYE€K OBUIM WCKJIIOUYECHBI HWHBIC
BO3MOXHBIE  (COCyaucThie  Mainb(opmar,  SHIAOKPUHHBbIC,  WH(EKIIMOHHEIE,
BOCTAJIUTENbHBIC) TPUUUHBI BHEMOYEYHBIX KHCTO3HBIX OOpa30BaHUU JIpPyrux
MapEHXMMAaTO3HbIX OPTaHOB.

TepmuaoMm «auddy3HbIe» OMUCAaHbI MAPEHXUMATO3HBIE MHOXECTBEHHBIC KHUCTHI
MOYCK, pacnoyiokeHHble AUdPy3HO MO BCeM TOJIIE MapeHXUMBI MMOYKH (B KOPKOBOM U
MO3TOBOM CJIOSIX).

Cucremarvka KHCTO30B MOYEK MPOBEAEHA B COOTBETCTBUM C KilacCH(PUKaLMen
S.M. Bonsib (2010) [109], Bk/Ito4YeHBI MOMUKKCTO3HAS OOJIC3Hb MOYCK C ayTOCOMHO —
noMuHAHTHBIM TUTIOM HacienoBaHusi (AJITIBIT), opdannbie: momukucTo3Has 001€3HDb

MOYEeK C ayTOCOMHO — peueccuBHbiM TuUnoM  HacienoBanus  (APIIBID),
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rmoMmepyiokucto3Hasi Oone3nb modek (I'KBII), wH}aHTHIBHBINA, IOBEHUIBHBIN U
MOJIPOCTKOBBIA HePpoHODTU3 U HEDPOHOPTU3—CBAZAHHBIE CUHIPOMBI IIPU MYTAIUSIX B
rene CEP290 (Meckel-Gruber4,  Senior-Loken6), xucrto3el moOYeK MpH
HACJICJICTBEHHBIX CHHAPOMAax M OOJE3HSAX MPH MaTOTEHHBIX MyTalnusx B reHax PAX2,
CHD7, HNF1b, CEP290, TSC1 u TSC2 u nmenerusx xpomocom 20, 12p, 12q, 17912,
TPUCOMHH XPOMOCOMBI 9, OITHOCTOPOHHHSA HE(YHKIIMOHUPYIOMAsS MYJIBTUKHUCTO3HAS
JaucIuia3us mouku, cuuapom Beckwith-Wiedemann scenencteue myramuu rena KvLQt
(LI1T1), 60ne3up Dentl.

N3 300 marrenToB 137 (46%) rocrimTaim3upoBaHbl B KJIMHUKY HEOTHOKPATHO.

2.2 O0BbeM uccJIe10BaHus

KJIMHUYECKOro (II0Ye4YHOI0 U BHENMO4Ye4YHOro) heHOTHIIA Yy J1eTell

Ob6wvem UCCIICZIOBAaHUS MaIeHTOB BKJTIOY AT aHAMHECTHYECKHIA,
I€HEaJOTUYECKUH, KIMHUYECKUN, MHCTPYMEHTAJIbHBIN, (YHKIIMOHATbHBINA METO/IBI.

[IpoBeneHo m3ydeHne yHHU(PHUIMPOBAHHBIX (POPM METUIIMHCKON JTOKYMEHTAIIUU:
BBINMCKA W3 WCTOPHH Pa3BUTHS HOBOPOXJEHHOTO (Bbimucka w3 ¢opmbl Ne 097/y),
uctopusi passutus pedbenka (popma Ne 112/y); MemunuHCKas KapTa TNaIMEHTa,
MOJIyYaIOMIMX MEAUIMHCKYI0 MOMOIIb B aMOyJIaTOpHBIX ycnoBusax (popma Ne 025/y);
MEIMILMHCKAs KapTa MalueHTa, MoIyvaroiero MEANIMHCKYIO TOMOIIb B CTAllMOHAPHBIX
YCIJIOBUSIX, B YCJIOBUSIX JTHEBHOTO cTarmonapa (dhopma Ne 003/y). ¥V 4 cubcoB u3 4 cemeit
YUTEHBI 3aKTIOUEHUS ay TOTICUH.

[Tpu cObope aHamHe3a U aHAINU3€ MEIULIMHCKOW TOKYMEHTAIMU y BCEX MAllMEHTOB
OLICHEHO HAJMYUE TMEePEHECEHHOTO MPEHAaTaJbHO PEHAJHbHOTO MAaJIOBOAMS, KPUTEPUEB
denoruna IloTTep Ha MOMEHT pPOXIEHHUS, VYYTCHBI peE3ylbTaTbl OCMOTpa
HOBOPOXJIEHHOTO MOCJE POXKJIEHUS. AHAIU3 PEe3ylbTaToB MPOBEIECHHOIO MPEHATaIbHO
V3U BkIoyal NOJYYEHHE CBEACHHH O MNEPEHECEHHOM MAJIOBOJIUM. Y UUTHIBAJIUCH
OCOOEHHOCTH TEUEHUS MEePUHATAIBLHOIO, HEOHATAIBHOTO U TPYAHOT0 NEpUo/ia Pa3BUTHS
JeTei, CBEJEHUS O TUNOIUIA3WU JIETKUX IO pe3yJabTaraM pEeHTreHorpapuu OpraHoB

rpyaHol  kieTku. PeHanpHOe (IOYeYHOE) MaJIOBOAME TOJITBEPXKIAIW  MOCIHE
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UCKJIIOYEHUS! APYruX (HEMOYEUHbIX) NPUUUH. PEeTpOCHEKTUBHO Yy MAlIMEHTOB OLICHEHO
cocTosiHie (DYHKIMU TOYEK B HEOHATAIbHOM IEpUOJIe C YYETOM BO3pacTa M CpoKa
rectaiui K MoOMeHTy poxzaeHus. Jumarnoctuka OIIIl y nereid mnpoBeneHa B
cootBeTcTBHHM ¢ Kiaccudukarusamu PRIFLE, AKIN (2007), KDIGO (2012) [20 — 22].

Hetssm no 10 ;mer peructpamuss AJl nmpoBoAWIACH AyCKYJIbTaTUBHBIM METOAOM
(Kopotkos H.C., 1905), 6onee 10 ner — mo pe3ynbraTaMm CyTOUHOTO MOHUTOPUPOBAHUS
AJl (CMAJl) #aMarHOCTHPOBAIM apTEePUATIBHYIO THIEPTEH3UIO. Y UUTHIBAIUCH
pe3ynbrarel  camoctosTenbHOoro  koHTpoiss AJl (CKAJI) B TedeHue CyTOK.
Crparudukanuio TspkecTd He(pOreHHON apTepuaibHOW TUIEPTEH3UH ONpEACIsIN B
cooTBeTCTBMH ¢ Kiaaccudukammeit 2020 roma [1].

Hopmansnoe AJl — cucronuueckoe (CAJl) u aumacronuueckoe (JAJl), ypoBeHb
koTOporo >10-ro u <90-ro nmpoueHTHIIA KpUBOM pacupeneieHus AJl B mOMyassuuu 1is
COOTBETCTBYIOLIETO BO3pacTa, 1ojia 1 pocTa.

Bricokoe Hopmanbnoe AJl — CAJl u/unu JJAJl, ypoBeHb koToporo >90-ro u <95-
ro MNPOLUEHTHWIISI KpUBOW pacmpeneneHuss AJl B HOMymsiquu e COOTBETCTBYIOLIETO
BO3pacTa, nona u pocra win >120/80 mm pT. cT. (maxke ecnu 310 3HaveHue <90-ro
INPOLEHTUIISA), HO <95-r0 mpoueHTuins. s moapoctkoB crapue 16 jgeT Moryt ObITh
ucnonb3oBaHbl 3HaueHus AJl B auanaszone 130-139/85-90 mm pr. cr [1].

Al omnpenensiercst Kak COCTOsSIHUE, TIPU KOTOpoM cpeanuit ypoeb CAJl n/mnm
JA/l, paccuuTaHHbIi HA OCHOBAaHUU TPEX OTAEIIBHBIX U3MEPEHU, >95-T0 NPOLECHTHUIIS
KpuBOU pacmpenesneHuss AJl B MOMyIsiiuU 1Ji1 COOTBETCTBYIOLIMX BO3pacTa, Moja H
pocta, a y moupoctkoB crapme 16 et AI>140/90 mm pt. ct. [1, 29]. [To CMA/]
OIICHUBAJIM CPETHECYTOUHYIO BennunHy AJl 3a cyTku, BapuabenbHOCTh AJl, Harpy3Ky
BpeMeHeM, cyTouHblii putM CAJl u JTA/L.

NHcTpyMeHTallbHAsT JUArHOCTHKAa KHUCTO30B TMIOYEK BKJIOYAJa PE3yIbTaThl
yABTPA3ByKOBOTO HMCCIIEIOBAaHUS MOYEK C JomIuieporpadueil cocynoB U OnpeesieHueM
obmiero (cymmapHoro) oObeMa, CHUMMETPUYHOCTH OTKJIOHEHUH OT HOPMAIbHBIX
3HaYCHHM 00beMa MPABOM M JICBOM ITOYKH; OIEHKON PacMOOKECHHA, CAMMETPUYHOCTH,
KOJINYECTBA, Pa3MEPOB IMOYEUHBIX KHUCT, COCTOSIHHUS MapEHXWMMbl (TOJILIHHA,

HXOT€HHOCTh, KOPKOBO — MenyJuisipHasi nuddepeHipoBka, KpoBoToK. [Ipyu mOBTOPHBIX
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UCCJIEIOBAaHUAX OLEHEHA JIMHAMHKa JaHHBIX IOKa3aTejlied. DXOr€HHOCTh NapeHXHUMBbI
MOYEK CPaBHUBAIM C DXOTEHHOCTHIO TEYEHM, a MpU Haiuuuu (udpo3a IMedeHH, C
cene3eHkoil. Meton yneTpa3BykoBoi mommuieporpadun (Y3/I7) wmcmonb3oBasics st
OLICHKH CTPOCHMS, AUAMETPaA, CKOPOCTH KPOBOTOKA COCY/IOB IMOYEK.

AtunuyHbeIM  BbIsiBIIeHMEM KuCT npu  AJIIBII cuutanu acuMMmeTpudHOE
(omHOCTOpPOHHEE) OOHAPY)KCHHE WM HAJIMYUC SIUHUYHBIX KUCT (1-2 KUCTBI) B 00enx
MOYKax.

[lo mnokazanusiM (11 YTOYHEHHWS JMarHo3a) MPOBOAWINCH MAarHUTHO —
pesonancHas Tomorpadus (MPT) unu kommbrorepras Tomorpadus (KT), saxckpeTopHas
yporpadus, MUKIMOHHAS HUCTOypeTeporpadusi. Hcnons3oBanue
PEHTTEHOKOHTPACTHBIX METOMOB mpoBoamiu ¢ ydetoMm craguu XbII. Hammume XbII
CTaauu 3 CYMTAIIM OTPAHWUYCHHUEM U1 MPUMEHEHUSI PEHTTEHOKOHTPACTHOTO Mpenapara
C TapeHTepajbHbIM (BHYTPUBEHHBIM) BBeJeHUEM, cTaguu 4 — 5 cudTamu
IIPOTHBONOKAa3aHueM K mnpuMmeHeHnto. HMHrepnperamms pesynpratoB KT n MPT
NpOBOAMIACH B COOTBETCTBUHM ¢ Kiaccubukarmerdn M.A. Bosniak (1986, 2012, B
moaudurarnmu 2019r.) [110].

OAHOCTOPOHHIOID HEPYHKIIMOHUPYIOMIYIO MYJABTHKUCTO3HYIO JUCIUIA3UI0 TOYKU
JUAarHOCTUPOBAJIM IPpU KHUCTO3HOM H3MEHEHUM IApEHXUMBbl IOYku 1o Y3U c
nonmieporpadueid, KT nan MPT nouek, nociie moaTBepxkAeHUs] OTCYTCTBUS (DyHKIUU
MOYKH TIO0 pe3ysibTaTaM JUHAMUYECKON CcUMHTUTpaduu, BHYTPUBEHHON yporpaduu u
OTCYTCTBUHU KHCT B KOHTpaJarepalibHOW IMOYKE M APYTHX MapeHXUMATO3HBIX OpraHax
[149, 200, 234, 251, 300].

ITox «BHEMOYEUHBIMY PACIIOIOKEHUEM KUCT MOHUMAJIM HAJIMYKUE KUCTO3a JPYTUX
MIAPEHXMMATO3HBIX OpraHoB. [l HMCKIIOYEHUS BHEMOYEYHOIO PACIIOIOKEHUS KHUCT
npoBesieHO Y3U medyeHu, MOMKeITyI0YHOM JKEJe3bl, CEJIE3EHKHU, IIIUTOBUIHON KEIE3bI,
SIMYHUKOB/SIMUEK.

OtHocuTenbHas (QyHKIMS TPaBOM M JIEBOM MOYEK YCTAHOBJIEHA MO pe3yibraraM
JTUHAMHYECKON peHOCHMHTUTpadUH.

HNunamuka Y3U — merpudeckoro oObemMa TOYEK OIpeaesieHa M0 aHaJIu3y

pe3yabTaroB Y3U, npoBeneHHbIX A0 MEPBOM rOCHUTAIN3AIMN B KJIMHUKY (B TOM 4YHUCIIE,
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B MPEHATAIbHOM, HEOHATAJIbBHOM U TPYAHOM MEPHUOaX), MPHU KaXJAOW roCHUTAIN3ALNUN
M B MEKTOCIHTAIBHBIA mepron. OmpenencHre o0beMa mouek (cM°) MpH MPOBEICHHH
V3U y nmanuentoB npoBoawan mo merony C.B. Kamyctmna, C.H1. Ilumanosa (1998)
[27].

OOt (cymmaphsiil) 0obem mouek (OOIT) (oTaeabHO Y MaJIBYUKOB U JICBOUYCK)
MOJIyYEH CJIOKEHUEM 00beMOoB TpaBoi U JeBoi nouek. OOII cpaBHUBaIM JUIsT KQXKA0TO
naiyeHTa ¢ Hopmamu 1o pocty u noiay (Tpedunos A.A. u coasr., 2011) [70].

CocraBneHa cBojHas TabiuIla 3HaYeHUH OOIIEro (CyMMapHOro) o0bema IOUeK
(cMm3) mo pesymbratam Y3UW B nmUHAMHKE B COOTBETCTBHM C JUTMHON Tela / POCTOM
nanenta (cm) y aereit ¢ AJIIBII, AAIIBII ¢ ouens pannum Haganom u APIIBIIL. C
UCITIOJIb30BAHUEM 3JIEKTPOHHBIX Tabmui nporpammbl Excel moctpoensl rpadukw,
oTpaxarone auHamuky cpeaHero 3HadeHuss OOIl (cm3). C 1enbio MOBBIIICHUS
cTeneHu HarsiAHOCTH XapakTepa uzMmenenus OOII (cm3) B 3aBUCUMOCTH OT U3MEHEHUS
nuHbl Tena / pocra manmueHtoB C AJIIIBII, AJITIBIT ¢ o4eHb paHHMM HayajaoM M
APTIBII BoicTpoeHs! muHUU TpeHaa 3HadeHuit cpequeit OOIT (cm3).

VY nmanuentoB ¢ AAIIBII, AJIIIBIIc ouens panuum Havamom u APIIBII ouenena
JVHAMHMKA pOCTa MAKCUMAJIBHOW IO pa3MepPy KHUCTBI, ONIMCAHHOM MO pe3yapraram Y 3.
3nauenus pazmepa makcuManbHOl KucThl (MK, mm) mo Y3U y nmanmentoB ¢ AJIIIBII,
AIIIBIT ¢ ouens panaum HayaioM u APIIBII 3anecensl B TaOnuily B COOTBETCTBUU C
BO3pPAcTOM I1allEHTA.

Ha ocCHOBaHMM TNOJMy4YEHHBIX B JIMHAMHUKE PE3YJIbTaTOB, C HCIOJb30BAHUEM
ANIEKTPOHHBIX Tabmul nporpammbl Excel mocTpoensl rpaduku, AEMOHCTPUPYIOLINE
xapaktep n3meHenuss MK B moukax (mm) mpu AJITIBIT u APTIII.

[Tonyuensl 3HaueHusi cpenneit pasmepa MK (Mm) y mamumentoB C¢ AJIIIBII,
AJIIBII ¢ ouenp pannuM HadasioM u APIIBII o Bo3pacty. BeicTpoeHs! muHMM TpeHAA
cpenneit MK (upHasi crulomiHasi JUHUSA) B 3aBUCUMOCTH OT M3MEHEHMSI BO3pacTa
naruenToB C A/IIBII, ¢ ouens pannum Hauasnom AJIIIBIT u APIIBIL.

Bcem getsim ¢ kucTO3aMM MOYEK MPOBENCHBI KIMHUYECKUH M OMOXMMHUYECKUN
aHaJIN3 KPOBHU C OIIEHKOW (DYyHKIIMH TIOYEK M TIEUYEHHU, KOarylorpaMma, OIlleHKa MOUY€BOTO

ocajika, albOyMHUHYPHUHU, CyTOUHON NpoTenHypuu. [1o pe3ynbraTy OTCyTCTBUSI MOYEBOTO
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CHHIpPOMA M CTEPUJIBbHBIX IMOCEBOB MOYM HCKJIIOYAJIOCh OOOCTpPEHHE pPEHaIbHOU
undexnuu [15, 54].

Jlist oreHKW (YHKITMU TIOYEK TPOBEACHBI OMPEICICHHE KPEaTMHWHA KPOBHU H
pacueT ckopocTH KiIyOooukoBoi ¢uibTpanuu (CK®) B dopmyne Schwartz (GJ.
Schwartz, 1976) u no npo6e Pedepra (P.B. Rehberg, 1926) — Tapeesa (E.M.Tapees,
1936), xwmcmotHo — ocHoBHOro coctosHusA (KOC), »siekTpoiuToB, pPEHHHA,
aJlbI0CTEPOHA B KPOBU, AJIbOYMUHYPHUH, CYTOUHON MPOTEUHYPHUH, TPOOBI 3UMHUIIKOTO
(C.C. 3umnurikuii, 1922) [4, 54, 55, 204].

B cootBerctBum ¢ ompexaenenuem the National Kidney Foundation Kidney
Disease Outcomes Quality Initiative (NKF-K/DOQI, 2002) u R. Hogg ¢ coasr. (2003),
XBIl OuarHOCTHUPYIOT, €Cau Yy MalMeHTa IMPUCYTCTBYET OAWH M3 CIEAYIOIIUX
KPUTEPHUEB:

1. MOBPEXK/ICHUE TTOYEK B T€UEHUE 3 MECSIEB WU 00JIee CO CTPYKTYPHBIMU

u/unu  (PyHKIMOHAJBHBIMM HapyUIeHUsSIMU mMo4eK, ¢ win 0e3 cHuxeHuss CKO,
MaHUDECTUPYIOLTUE OJUH WK 00Jiee U3 CIEAYIOMUX TPU3HAKOB:

— HapYyIICHUS B COCTaBE KPOBU MM MOYH,

— HapyIeHus Ipyu MOP(HOIOTUYECKOM UCCIIEOBAHUN OHOTITaTa MOYKH,

— HapyIICHUS TIPU BU3yaJIU3aIUH TIOYEK;

2. camkenne CK® <60 mu/mun/1,73 M? B Tedenne 3 1 6ojiee MECALEB, ¢ Wi

0e3 Apyrux NpU3HAKOB MOBPEKICHUS TTOYEK, OMTMCAHHBIX BHIIIIE.

B cootBerctBumn ¢ kinaccudukanuein NKF-K/DOQI (2002), nacieacTBeHHbIe
KHCTO3HBIe OoJie3Hm mouek y aereit otHocAT kK XBII Cl (¢ HopmaneHoit CK®) u npu
camxernnn CK® k XBI1C2-5.

Crparudukanuro Ts>KeCTH XpoHUUYeckor 0osie3nu noyek no craausim Cl1 — CS5 B
cootBeTcTBUM ¢ Kiaccupukanuein NKF-K/DOQI (2002) u R. Hogg ¢ coast. (2003)
[201, 227] y neteii B Bo3pacTe Oonee 2 net npoBoawin mo CK®, paccuyuTaHHO# 10O
KJIMPEHCY SHIOTCHHOTo KpearnHWHAa B (Gopmyine Shwartz, ypoBHIO ambOyMUHYpUH
W/WTU IPOTEUHYPUH.

®ubpo3, MOMMKUCTO3 TiedeHH © Oone3nb Kaponu mnoaTBepkmanu mpu

KOHCYJIbTaAllUK C TICIIaTOJIOrOM, IO PpE3ylibTaTaM KIIMHHUKO — na6opaTopH0ro ME€TOoaa,
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Y31/ MPT/ KT opranoB OproiIHoO MOJIOCTH, YIBTPa3ByKOBOM 3nactorpaduu, OHONcuu
neuenu [18, 115, 128, 145, 213].

[To nmokazaHusiM (IpU3HAKH MOPTANIbHOW THUIIEPTEH3UU MO pe3ynbraraMm Y 3U,
Hajguuue (QuoOpo3a MEYEeHH, IenaroCIJIEHOMErajJud W MNaHUUTOIEHHWH) MPOBOJIMIACH
a30¢arogyoqeHockonus. [lokazanuss K TNPOBEACHUIO JUTHPOBAHUS BEH MHUIIEBOJA
ONpEAEISIA MPU KOHCYJIBTAlMH C COCYOUCTBIM XHPYproM MO pe3yJbTaram
a3odaroractpoayoaeHockonuu (I /C).

KpurepusiMmu AMarHOCTUKM CHHJpPOMA MOPTAIbHON THUIEPTEH3UU CUUTAIU
HaJM4KMe BApUKO3HOIO DPACIIMpPEHHWs BEH MHILEBOAA M BEPXHEW TpeTH XKeiyaka (1o
nanHbiM OIJ[C), kenyqo4HO — NHILEBOIHBIX KPOBOTEUEHHM, Ie€naToCIICHOMETalnH,
THMepCIUIeHn3Ma ¢ TpombouuTonenueii (Menee 100*10%1) u anemmueii, yBenmdeHue
JMaMeTpa U W3BUTOCTh BOPOTHOM M CEJIE3€HOYHON BEH, BBISIBICHHE KoJulaTepaieil B
cHCcTEeME BOPOTHOM BeHBbI (110 AaHHbIM Y3U).

Omnpenenenue craauu ¢udpo3a nedeHu ocymecTBsud no mkane METAVIR,
coracHo kotopoil F1 — pacmupeHne mopTalbHBIX TPakTOB 0€3 (OpMUPOBaHUS CENT
(nepunopranbubiii puopo3), F2 — nopransHbiil GUOpo3 B COUYETAaHUU C €AUHUYHBIMU
nopronopranbHeiMu centamMu, F3 — mopranbHblid  QUOpO3 B COYETAHHUU CO
MHOKECTBEHHBIMU MOPTO—IIEHTPAIbHBIMU CENTaMH 0e3 JIOKHBIX aonek, F4 — muppo3
Ne4YeHu. Y BCeX JIeTel C KHUCTO3aMU IMOYEK HCKIIIOYEHbl MHBIE MPUYUHBI MOPAXKEHUS
ne4YeHu, ocTpas dasza Ipyrux 3a00JeBaHUN.

KputepussmMu CruileHOMErajauy CUMTAdd YBEJIMYEHUE JJUHBI CEJIE3€HKU I10
JTAHHBIM YJIBTPa3BYKOBOTO MCCJIENOBaHUS O0jiee YeM Ha 2 CTaHAAPTHBIX OTKJIOHEHUS OT
HOPMBI 110 BO3PAcCTy.

JI71st OLIEHKM MPOTHO3a COCTOSAHUS (DYHKIMU MEYEHU U ONpeeTIeHUs MOKa3aHul
K TpaHcIianTanuu Aetsam 1 — 11 ner nposenen pacuer o ¢popmyne PELD (Pediatric for
End-stage Liver Disease ¢ ydetom anbOymMuHa, OWIMPYOHMHA, MEXIYHAPOIHOTO
HOPMAJIM30BaHHOTO OTHOILIEHHS B KPOBH, BO3pacTa, HaJIW4MUs 3aJ€p>KKU pocta), y 6
noapoctkoB 14 — 17 net npumenena gopmyina MELD — Na (Model for End-Stage Liver
Disease 2016 1. ¢ yderoM KOHIICHTpAIlMK KpEeaTWHWHA, OWIUPYOWHA, HATpPHSI,

MEXIYHAPOJTHOTO HOPMAJIM30BAaHHOTO OTHOIIEHUS B KPOBH, Haimmuus (dakra
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NIPOBECHHMS THaIK3a 3a TOCIIeIHIo Heneno) [128].

BceM JeTsM  BBIIOJHEHO 3JEKTPOKapAHOrpadUuecKoe HCCIENOBaHUE, IO
MOKa3aHUSM — YJIBTPa3BYKOBOE HCCIIEAOBAHUE CEPIlia.

[TareHTs OCMOTPEHBI O(TaIBMONIOIOM, II0 IOKa3aHUSIM — YPOJIOTOM,
COCYIHMCTBIM  XHPYPIOM, TacTPOIHTEPOIOTrOM,  OTOJIAPHHIOIIOTOM, HEBPOJIOIOM,

KapanoJIoroM, SHIOKPUHOJIOIOM, TMHCKOJIOI'OM, TCHCTUKOM.

2.3 I'eHeasiornyecKkmii, HUTOreHETHYECKUH ¥ MOJIEKYJISIPHO—TeHEeTHYEeCKUH

METOAbI UCCJICA0OBAHUSA Y IleTeﬁ C KHCTO3aMH IIOYEK

OcymiecTBisiics cOOp CeMEMHOTO aHamMHe3a HE MEHEe 4eM B 3 TMOKOJICHUSX
ceMbu TpoOaHAa. Twum HaciaemoBaHWS KHCTO3a TIOYEK B CEMBSIX OIPENeTeH I10
OOIIENIPU3HAHHBIM KPHUTEPHUSIM TeHealornyeckoro meroma [167] u mo pesyasraTam
MOJICKYJIIPHO — TeHETHYECKOTO METO/1a MCCIICIOBAHN.

[IpoGangoM cuuTany TAlMEHTa C KUCTO30M IIOYEK, MPOSBICHUS KOTOPOTO
BBI3BAJI0 HEOOXOMMMOCTh TEHEATOTHYECKOTO aHaimm3a cembu. CubOcamu cuuTamu
MTOKOJICHUE OTHOM Taphl pOAUTENICH, TTOTycHOcaMu — CHOCOB, MMEIOIIMX TOJIBKO OTHOTO
00I1IeT0 POTUTEIIS.

[Ipu aHanmu3e pPoOAOCIOBHOM CEMBH MPU3HAKAMH AyTOCOMHO — JOMHHAHTHOTO
tuna HacienoBaHus (AD) kucTo3a moyek y mpoOaHaa CUMTAIW: WICHBI CEMBH C
KHCTO30M TOYEK BCTPEYAIOTCS B KaXJIOM IOKOJICHWH, OOJICIOT B pPaBHOW CTENEHU
MY>KYUHBI U JKEHITUHBI, OOTBHONU YICH CEMbU UMEET OOJBLHOTO POMUTENIS; €Cli OOJICH
OJTUH U3 POJIUTENIEH BEPOSTHOCTH POXKIECHUSI OOJIHLHOTO KHCTO30M IMOYEK peOeHKa paBHA
50%; y 310pOBBIX POAUTEIICH JETH 310pOBhI [167].

[Ipu3HakaMu ayTOCOMHO — PEIECCUBHOrO TUMa HaclenoBanus (AR) B
POJOCIIOBHOM CEMBM C KHCTO30M TIOYEK Yy TpoOaHja CcyuTaidu: 3a0ojieBaHUE B
POIOCTIOBHOM BCTpEUaeTCs 4Yepe3 IMOKOJCHUE; Y KIMHUYECKH 3JI0POBBIX POIUTEICH
POXIAIOTCs OOJBHBIE CHOCHI; MY>KYMHBI U KEHIITMHBI OOJICIOT OTMHAKOBO YaCTO.

[Ipn mocTpoeHnu pPOAOCIOBHBIX CEMEH MPUMEHSUI CTaHJAPTHBIE YCIOBHBIC

0003HAYEHUs ¥ METOAMKY mocTpoeHus [167]:
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. " - - 4JIeHBI CEMBH C KHCTO3HOM OOJIe3HBIO MOYEK

=
@ n % - I'STCPO3HUIOTHBIC HOCHUTCIIA MyTaL[I/Iﬁ

@ %1 - HeJo0oOCIeJOBAHHbIE WIEHLI CEMEH,

HMCIOIIHE PUCK HAacJIeJOBaHH A KHCTO3HOH OOJIE3HH ITOYEK

HJIM CXOJHYH KIIMHHYCCKYHO CUMIITOMAaTHKY

. 151 - - IpobaHIbI

/@ I/I/E - YMepIIHe 9IeHbl CeMbH

A - BBIKM/IBIII, MEPTBOPOKICHHUE
® - abopT MeTUITUHCKHIT

O %1 l:l - WIEHLI CEMBLH 0e3 KHCTOZHOMN OOJIC3HHA ITOYCK,

(peHOTHOHMIECKH 3/I0POBBIE)

MoJteKynspHO — TeHETHYECKHIM aHaIu3 MPoBoAMiICS 93 IeTsIM ¢ KHCTO3aMHM TT0YeK
B J1abopaTopusx, HMEIOIMUX JCHCTBYIONIYIO JIMIICH3WIO HAa  OCYIIECTBICHUE
MEJIMIIMHCKOW  nesTenbHOCTH U npoBenenue [JIHK TectoB u  MeaumuHCKoe
obopynoBaHue, 3apeructpupoBanHoe B P®: jmabGoparopusi MOJEKYISIPHOM ITaTOJIOTHU
Menuko — reHetumdeckoro reHtpa OOO «leHomeny, yabopaTopusi MOJICKYJISIPHO —
reHetnyeckoir auarHoctuku Nel MIT[ ®I'BHY «MI'HIl wum.akagemuxka H.II.
boukoBa», maboparopus OOO «Ienorek» (Genotek), maboparopuss AO «Depct
I'enetukce» / First Genetics (F — Genetics), maboparopusi IIEHTpa TEHETHKH WU

penpoayktuBHOW MenuiuHbl «leHetnko» (Genetico), mabGoparopust MOJCKYISAPHOR
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JTMArHOCTHKY C pacimpeHHoi rpynmnoi no sxkorenetnke HUL[ CITGI TIMY.

[lo pe3ynprary MOJEKYISIPHO — TE€HETUYECKOTOo MeTona y 93 mMmaimeHToB C
KHCTO3aMu To4ek, B 93,5% cirydaeB (y 87 mareHTOB) AHMArHO3 MOATBEPIKACH, U3 HUX Y
49 manueHToB MpH MOMHO’K30MHOM cekBenupoBannu [IHK, y 38 mpu kimmHuM4eckom
CEKBEHUPOBAHUU AK30Ma C TIOMCKOM MyTainuil cpeau 3332 reHoB, acCOIMMPOBAHHBIX C
HacJIe/ICTBCHHBIMU Ooe3Hsamu yenoBeka (IDP panel, Rpche), ¢ mocnenyrommm npsMbim
JIHK cexBenupoBanueM Tpuo 1o metoxay Cenrepa st yTOUHEHUSI TATOTEHHOCTH.

Y 6 (6,5%) u3 93 mnanmMeHToB, KOTOPHIM TMPOBOAMIOCH T'E€HETHYCCKOE
TECTUPOBAHUE, MPU KIMHUICCKOM CEKBEHHPOBAHHMH JK30Ma C MIOMCKOM MYTAIlUi CpeIu
3332 reHoB, acCOLMHUPOBAHHBIX C HACIEACTBEHHBIMH Ooje3HsaMu denoBeka (IDP panel,
Rpche) marorennsie BapuaHThl HE OOHApyKeHBI, BCe 6 MAIMEHTOB C OJHOCTOPOHHEH
(ocnoxkHEHHON) HePYHKIIMOHUPYIOIIEH MYJIBTUKACTO3HOU UCIUIa3Ued TTOYKH.

[To pesyasratam 1uroreHeTnyeckux wmerogoB (FISH u  cpaBuHuTenbHOMI
reHoMHoOU THOpuam3anun/CGH) npoBoawiM aHaanM3 KapuOTHIA W ITOATBEPKIATH
JTIMArHo3bl, 00yCIIOBICHHBIE XPOMOCOMHOM MaTOJIOTHEH.

[TaToreHHOCTH OOHAPY)KCHHBIX BAPHUAHTOB B T'e€HAX, €€ OTHOIICHWE K ()EHOTHITY
MaIrMeHTa W WCXOAHBIM HAIlPaBUTEIBHBIM JUATHO3aM TPOBEPEHA MO MOMYJISIITHOHHBIM
0azam mamneix (EXAC, GNOMAD, GENOMED, ClinVar), omucanusM B
OMOMEIUITMHCKOW JIUTepaType ¥ TIOATBEP)KICHA B 3aKIIOUCHWUH, BBITOHSBIICH

uccienoBaHue 1abopaTopum.

2.4 MeTojbl OlIeHKU BEPOSITHOCTH MOYEYHOH BHIKMBAEMOCTH

no meroay Kaplan—Meier (1958) y nereii ¢ KHCTO3aMHU MMOYEK

BeokuBaemocth S () — BeposSTHOCTH MpoXUTh Oosiece Bpemenu (f) ¢ MomeHTa
Havasia HaOmonenus [11].

[Tog mo4YeyHON BBLKMBAEMOCTHIO IMOHMMAIOT OO MAIMEHTOB, IMEPEKUBIIMX
Bpems (t) 1o HacTymeHus Tr000r0 U3 caeayonmx coosituii [145, 184, 229, 253, 268]:

1) Hayamo 3aMeCTUTCILHOW TOYEYHOM Tepanuu (Auanu3, TpaHCIUIAHTALIHS

TIOYKH),



87

2) cumkenne CK® <15 wmr/mua*1.73m° B m060H MOMEHT HaGIIOIEHHS Oe3
BO3BPAIICHUS K yPOBHIO >15 Miu/Mun*1.73M° B MOCIIEAYIOLIHE MOMEHTE BPEMEHH IS
JIeTeN ¢ XpOHUYECKOM 0OJIE3HBIO TOYEK B Bo3pacTe Ooliee 2 JieT,

3) WCcXon B TEPMUHAIBHYIO IMOYEYHYIO HEIOCTATOYHOCTH Y JIETEH B BO3pacCTe
MeHee 2 JIET,

4) neTanbHBIM UCXOA MPU OCTPOM MOBPEXKICHUHU MOYEK.

TepMuH «BBDKMBIINE» HCIOIB30BaH I ACTEM ¢ KUCTO3aMH IIOYEK, MMEIOLIUX
XBIT ¢ nopmanbhHoit CK® wunu xommneHncupoBaHHyio XbBII, He TpebOytomein 3IIT
nuanu3oM. McciienqoBanue mo4eyHoil BbKUBAEMOCTH Yy MAIlUEHTOB C KUCTO3aMU MOYEK
IpEeIyCMaTpUBAJIO HCIIOJIb30BAaHUE IOCTPOCHUS TAOMUIL JOXKUTHS U MOMEHTHOIO
metona E. L. Kaplan — P. Meier (1958).

MOMEHTHBI METOJ MNOCTPOEHUs TaOJIUIL] JOKUTUS YUYUTHIBAET TOYHOE BpeEMs
CBEpILUEHUS UCXOJla WK JIPYroro Kpurepus oueHku (nmporpeccupoBanue B XbIICS nnu
B XbBIIC4 B ciy4asx 10IUaIM3HON TPAHCIUTAHTAINH ITOYKH ).

IloueyHass BBDKMBAEMOCTB JJIi COBOKYITHOCTH ITAllUEHTOB C KUCTO3aMHU IIOYEK
BbIpa)KaeTcst POpPMYIOii:

S(t) = Yucno nepexrcuswux momenm t / Obvem cogokynnocmu 4)

Meton E. L. Kaplan — P. Meier (1958) sBisieTcsi MOMEHTHBIM W TIPEATNIOIaracT
pacdeT BBDKMBAEMOCTH K ONPENEICHHOMY MOMEHTY (B HalleM MCCIEHOBAHUM — K
OTPENIETICHHOMY BO3pacTy), TO €CTh OTHOILIEHHUE YHCia MEPEKUBIINUX («BBIKHUBIINEY)
ATOT MOMEHT K YKCITy HaONIOIABIINXCS K ITOMY MOMEHTY.

Ilon «ymepmmMmu» NAUMEHTaMH IOHUMAIM Te€X, Y KOIo K OIIPEACICHHOMY
MOMEHTY MpPOM30LUIA TOYEYHAs] «CMEPTh» - Ha4yalo 3aMECTUTENbHOW MOYEYHOH
Tepanuy (IMaan3, TPAHCIIAHTAIMS MOUYKH) min cHikerne CK® <15 mm/mun*1.73m°
0e3 BO3BpaleHus K ypoBHIO >15 mi/mMuE*1.73m° B MOCJIEYIOIIME MOMEHTHI BPEMEHMU.

Maremarndeckoe BeIpakeHHe MOMeHTHOTO MeToia Kaplan — Meier:

SO =1 (1-d,/n,), (5)
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d{ - 4nci0 «ymMepumux» B MOMEHT t,

N - YMCIIO0 HAOIIOIABIINXCS K MOMEHTY t,

[T — cumBOJ MTpoM3BEICHNUS, O3HaAYaroIIee Mpou3BeacHue 3HaueHnid (1 —d¢/ ny)

IS BCEX MOMEHTOB, KOTJIa TIPOHM30IIIIA XOTSI OBbI OJJHA «CMEPTHY.

Hons (f) mepesxxuBIIMX MOMEHT BpeMeHH (t) BEIYUCISETCS TI0 hopMyIie:

f()=1-d¢/n, (6)

rie d — KOJTMYeCcTBO COOBITHIA, IMPOU3OMIECIIINX K MOMEHTY BpEMEHH t,

N — KOJIMYECTBO HAOIIOAEMBIX K MOMEHTY BPEMEHH.

[To meuntepBanpbHOMYy MoMeHTHOMYy Mmetony E.L. Kaplan — P. Meier (1958)
COCTaBJICHBI TAONUIIBI pacueTa BEPOSTHOCTH IMOYCYHOH BBKMBAEMOCTH (Tabnuua 2.2) y

JIETEH ¢ KUCTO3aMH II0YCK.

Tabnuma 2.2 — Tabnuia pacyeTa BEpOSATHOCTH TOYEYHON BEIKMBAEMOCTHU

y MalMeHTOB ¢ KucTo3amMu nodek o metoay E. L. Kaplan — P. Meier (1958)

DdUO manuenrta
(t)

MoMeHT BpeMeHU
(n)
KommuectBo
HaOJIFOIAEMBIX AI[EHTOB
K MOMEHTY BPEMCHH
(d)
KonnuecTBo cOOBITHH,
POU3OIIEANINX K
MOMEHTY BpEMEHHU
(fe)

Jlons He qocTurmmx
COOBITHSI K MOMEHTY
BpEMEHHU
(St)
BrepkuBaemocTh

Tabauibl UMEIOT clieyIolue rpadsoi:

damunus, ums, otaectBo (OHO) naruenra,

t — MOMEHT BpeMeHH,

N — KOJIMYECTBO HAOIIOJAEMBIX MAIIUEHTOB K MOMEHTY BPEMEHH,

d — konmMYecTBO COOBITHH, MPOU3OIICAIINX K MOMEHTY BPEMEHH,
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fi — mons He MOCTHTIIMX COOBITHS K MOMEHTY BPEMECHH,

St — BBDKMBAEMOCTh K MOMEHTY BPEMEHH.

[Ipu nccnenoBaHUM MOYEUYHON BBDKHBAEMOCTH B COBOKYITHOCTH TEANATPUUIECKIX
NAlMeHTOB C KHUCTO3aMHU IOYeK COOMIOACHBI TpeOOBaHMS MeEToAa: I BCeX
HaOJIIOJaeMBIX M3BECTHO BpeMsl Hadalla U OKOHYAHMS HAONIOJCHMS, U3BECTHBI BCE
ciydyan (ymMep WIM BBIOBUT W3 MCCJIEAOBAHUS), B HCCIEIOBAHUE HE MPOBOIUICS
Mpe/IBApUTEIBHBIN OTOOP MAIMEHTOB U3 COBOKYMMHOCTH (BOIIUIM BCE MAI[UEHTHI), TO €CTh
MOKHO CUMTATh, 4YTO BHIOOP HAOIIONAEMBIX POU3BENICH CITy4aiiHoO.

[lokazanuss K TpaHCIUIAHTALIUM TI€YCHH OIpPEIesUId TOCHE KOHCYIbTAlluu
racTPO’HTEPOIIOra, COCYIUCTOTO XUPYypra y MalueHTOB ¢ HUppo3oM medeHu (puodpos
neuean F4 mo METAVIR) npu Hamuyuu €ro OCIOXHEHHUH W/HIM BBIPAKCHHOM
IICYEHOYHO-KJIETOYHOM HemocTaTouHocTH (¢ omenkoit mo tmkane MELD/PELD >15

OaJIoB).

2.5 Cnoco0bl peasiu3auuu NePCOHATU3UPOBAHHOCTH M NPEIUKTUBHOCTH

neaAuaTpui nNpm HACJICACTBEHHbBIX KUCTO3HBIX 00J1€3HAX NM0YEK B JETCKOM BO3pacTe

IIo COBOKYITHOCTH IOJYyYEHHBIX JAHHBIX 10 TEYCHHUIO KMCTO3a IMOYEK Y KaXKIO0Iro
NalMEHTa — BO3PACTy MEPBOTO BBISIBICHUS KUCT, 0COOEHHOCTSIM KMCTO3HOIO U3MEHEHUS
NApEHXUMBbI NTOYEK (CHMMETPUYHOCTH MOPAXKEHUS, KOJUYECTBY M pa3Mepy NOUYEUHBIX
KHUCT, OCOOEHHOCTSIM KpOBOTOKAa MapeHXWMbl Mouek, Y3U merpuueckomy o0BeMy
MOYEK), CTaAUM HAa MOMEHT JMarHOCTUKA W CKOpOCTH mnporpeccupoBanHusi XbII B
JVHAMHUKE, XapaKTepy BHEIOYEYHBIX MPOABICHUHN, pe3yiabTaraM MOJIEKYJISPHO-
TFEHETUYECKUX METOIOB C MOATBEPKICHUEM MYTAIMHM B TE€HAX WM XPOMOCOMHOU
NIATOJIOTUH,  ONPEACISIMCh  NEPCOHAIM3UPOBAHHBIE  INPOrHO3 10  OCHOBHOMY
3a00JIEBaHUIO, €0 HMMEIOMIMMCS M BO3MOXKHBIM OCJIOKHEHMSIM U TaKTHKa BEICHUS
NalMEeHTa: MOKa3aHMsl, XapakTep U O00beM MPOBOAUMON KOHCEPBATHMBHOW Tepanmuu —
AHTUTUIEPTEH3UBHOM, KOPPEKIMHU HAPYUICHHBIX TOMEOCTAaTUYECKUX (DYHKIMI MOYeK B

coorBeTcTBUM €O craguert XbII, Tepanuto BHENMOYEUHBIX MPOSIBICHUN KHCTO3a MOYEK,
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IMOKa3aHus K TPAHCIIAHTAIUU ITOYKHU U / VTN TIEYEHU.

B cooTBeTcTBMM € BO3pacToOM MEPBOIO BBISIBICHUS KHUCT, WHIWBUIYAJIbHBIMU
O0COOEHHOCTSIMU TEUEHUS KMCT03a movek (Hammuue Al, ansOymMuHYypun / MPOTEHHYPHH,
xXapakTepa KpOBOTOKa B mapeHxuMe mnouek, Y3U merpuyeckormy o0bemy IMOYEK) B
JUHAMUKE, C YYETOM TIPOBOJMMOIO paHee JICUCHUs, B 3aBUCUMOCTH OT THUIA
HACJICMOBAaHUs KHCTO3a TIOYeK U pe3yiabTara MOJEKYIIPHO — TEHETHYCCKOTO
UCCCJIEIOBAaHUS ONPEICISUIA UHANBUAYAIbHbIE PUCKUA PA3BUTHS OCIOKHEHHUI KHCTO3a
MOYEeK, MPOBOJUIM MPOTHO3UPOBAHUE BEPOSTHOCTH MOYEUHOM BbDKMBaeMocTH 1 —
JeTHew, 5 — netHer, 10 — netHel, 15 — nerneld, 17 — retHe#t o meroxy Kaplan — Meier
(1958), omnepenensuin croco0 JICYCHHS MPOSBICHUH OCHOBHOTO 3a00JICBAHUS M €r0

OCJIOKHEHHM B CIIy4ae UX HACTYIUICHUS.

C nenpro onpeneneHuss odbeMa OOCHENOBaHMS Ul NEPCOHATM3UPOBAHHOTO
MOHMTOPUHIA YK€ UMEIOUIUXCSI CUMIITOMOB HO30JI0THYECKON (DOPMBI KMCTO3a TIOYEK U
pPaHHEW IUAarHOCTUKH BO3MOXKHBIX NPOSBICHHUM, BBIICICHBI MAlUUEHTHl C HAJIAYUEM
KJIMHUYECKUX NPOSBICHUA U OCCCUMOTOMHBIM TEUYEHHEM HAa MOMEHT IIE€pBOIO
BBISIBJICHUSI MOYEYHBIX KUCT MO pe3yapraram Y3W U mpu KaxaoMm o0CiIeOBaHUU B

JIMHAMUKE.

2.6 MeToabl CTATHCTHYECKOH 00padOTKH MOJTyYeHHBIX Pe3yJIbTaTOB

O0paboTKa MOTy9IeHHBIX JIAHHBIX MMPOBOANIIACH HA MTEPCOHATHPHOM KOMITBIOTEPE C
nporeccopom 11th Genlntel (R) Core (TM) 15— 1135G7 ¢ omepanluOHHON CHUCTEMOM
Windows 11 u ucnonb3oBaHMeM Makera OQpHUCHBIX mpuioxkenuin Microsoft Office,
Bkitodast Word, Excel 2013 u npu momoru niporpammbel STATISTICA 7.0 (StatSoft Inc,
CIIA) ¢ WCHONB30BaHWEM OINMCATSIBHOM CTAaTUCTUKW IS OpPraHHW3allid |
(GopMHpOBaHUS MATPHIIBI JAHHBIX, MPOBEACHHUS aBTOMATH3MPOBAHHBIX TAOJIUYHBIX
pacueToB, MOJATOTOBKH I'Pa()MKOB U THATPAMM.

MeTonpl  ONMMCATeNIbHOM  CTaTUCTHKW  BKIIOYAM  OLEHKY  CPEIHETro

apupmeTrueckoro (M), cpenHsst omuOka cpenHedl apudmeruueckor (M) wu
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CTaH/IapTHOE OTKJIOHEHHE MO BBIOOpPKE (G) UIs MPHU3HAKOB, MMEIOIIUX HOPMAaJbHOE
pacnpezeneHue, A MPU3HAKOB C JIUCKPETHBIMU 3HAYEHHUSIMHU HCIOJIb30BaHbl YaCTOThI
BcTpeuaemoctu [11, 183].

CraTHCTUYECKYIO 3HAYMMOCTD Pa3IU4Mid IByX CPEIHUX, MPEACTaBICHHBIX B BHUJIE
CpelHero apu(MeTHUecKOro + OTKJIOHEHHE CpeAHEeH ompenessuii ¢ MOMOIIbI0 t—
kputepus CThIONEHTA; MPU CPAaBHEHUH MPOLIEHTHBIX JOJCH B 2 TpyInax UCHOIb30BAIN
YEThIPEXNOIbHbIE TAONMIBI CONPSKEHHOCTH M pacueT kpurepuss  y>—Ilupcona
(pasmuumst cunrtand 3HauuMbiMd 1pu < 0.05), z — kputepuii ®umiepa (pazmuums
CUUTAIIM 3HAYUMBIMU TIpU ypoBHE 3HaunMocTd > 90%). [To xordduirenTy koppensiumn
[Tupcona (r) omeHMBaIM KOPPEISIMOHHYIO CBSI3b (€€ CUMTAIHM IOJIOXKHTEIBHOU IPH
ko3pdunmenrte koppemsiumm  [Tupcona 1, oTpunarensHod Tpu  —1)  MexIy
KOJIMYE€CTBEHHBIMH MPU3HAKAMHU.

JUis CTaTUCTUYECKOW MPOBEPKU JOCTOBEPHOCTH TOIYYEHHBIX pE3YJbTAaTOB,
OLICHKH 3HAYMMOCTH DPAa3IMYUil HCIONB30BAINCH Hemapamerpuueckue U—kpurepwii
Manna — VYuthu. IlpoBepky ypOBHsS JOCTOBEPHOCTM NPOBOJWIM MO TabauIam
kputnyeckux 3HadyeHud U. Kpurnueckuil ypoBeHb JOCTOBEPHOCTH HYJIEBOM
CTaTUCTHYECKOM TunoTre3bl (p) mnpuHuMancs paBHbIM (.05, 1DOCTOBEpHBIMH U

3HAYMMBIMH PU3HABAIM Pa3IMUuUs CpaBHUBaeMbIX Moka3zatesneii npu p < 0.05.
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IJTIABA 3
PE3VYJIBTATBI HCCIIEAOBAHUA KIIMHUYECKOI'O PEHOTUIIA 1
TEHOTHUIIA HACJIEJICTBEHHBIX KUCTO3HBIX BOJIE3HEN ITOYEK
Y JETEH M TIOJAPOCTKOB

3.1 Pe3yJbTaThl HCCIEA0BAHUS KINHNYECKOTO0 (peHOTHIIA U T€HOTHUIIA
MOJIMKUCTO3HO 00JIe3HU MOYEK ¢ AyTOCOMHO—IOMMHAHTHBIM THIIOM

HACJICIOBAHMSA Yy IeTel

N3 300 manmenTtoB ¢ kuctozamu mouek y 200 (67%) ycraHOBiIEeH IuarHo3
HOJIUKUCTO3HAsT OOJIe3Hb IMOYEK C ayTOCOMHO— JIOMHMHAHTHBIM THUIIOM HACJEIOBAHMS,
cpenu HUX 102 (51%) manpuuka u 98 (49%) neBouek B Bo3pacte oT 1 mecsa 1o 17 et
11 mecsmes (cpeanuit Bo3pact 13,7+3,8 ner).

VY Bcex manmeHToB ¢ AJIIIBII xuerel B moukax awarHocTupoBaHbl npu Y3U
NpEeHaTaIbHO WM TMOCJe POXKAEHUs 10 16 JeT, cpeqHuil Bo3pacT Ha MOMEHT IMEPBOTO
BBISIBJICHUS TTOYEUHBIX KUCT coctaBui 7,8+3,1 roga. ¥ nmereit ¢ AIIBII ycTaHoBeHBI
pas3nuyusl BOo3pacTa K MOMEHTY MEpPBOIrO BBISBICHUS MOYEUHBIX KHUCT IO pe3ylbraTaM
Y31.

N3 200 nereit u moapoctkoB ¢ AJIIIBII ¢ ygeroM Bo3pacTa K MOMEHTY II€pBOTO
BBISIBJIICHUS KHUCT 1O pe3ynbraram Y 3U, Beinesnens! 2 rpynmsl: B 1 rpynmy BriroueHbl 40
(20%) c ouenp pannuM HauajgoMm AJIIIBII, mpu BeIsIBICHHM MOYeYHBIX KUCT o Y3U
IpeHaTaibHO WM B Bo3pacTe a0 18 mecsues, Bo 2 rpymmy — 160 (80%) ¢ panHuM
HadyasioM AJIIIBII, nmpu BbIsIBIEHMM TOYEYHBIX KUCT B Bo3pacTe Oosiee 18 Mecsues
(rabmuma 3.1). JIoCTOBEpHBIX pasiMydii MO MOJy B 2 CpaBHHUBAaEMbIX TPyIIax He
HoJIy4eHO (2<90%).

o nuarnoctuku AJIIBIT y 184 (92%) u3z 200 nereid U3BECTEH OTSTOIICHHBIN
ceMelinblii anamHe3 B 2—5 mokonenusx: y 40 (100%) B 1 rpymme, y 144 (90%) u3 160 Bo

2 rpynne. B 16 cempax AJIIIBII noarBepaeHa y B3pOCHBIX POACTBEHHUKOB IEPBOM
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W/WJIA BTOPOM JTMHUHM MOCJE€ YTOUHEHHUS JUarHo3a y mpodaHnia.

B wuccnegoBanue BKIIIOYEHBI 2 TOKOJIGHHUS OJHOM ceMbU (C OTSATOUIEHHBIM
ceMeiinbiM aHamHe30oM 1o AJIITBIT B 4 mokoneHusx) — MaTh MaIMeHTKu 1 rojga ¢ oyeHb

panauM Havyasiom AJIITBIT oGcnenoBana panee B Bo3pacte 13 neT ¢ paHHUM HA4aIOM

AJIITBIL

Tabmuna 3.1 — Xapakrepuctuka 2 rpyni nanueaToB ¢ AJIIIBIT mo Bo3pacty kK MOMEHTY

IICPBOT'O BBIABIICHHA ITIOUYCUYHBIX KHCT

MMOYEYHBIX KUCT ITOCIIE
POXIECHUSA

Kpurepun 1 rpynmna 2 rpynmna Bcero
n=40 (20%) n=160 (80%) n=200

MaJIBYUKOB 23 (57,5%) 79 (49%) 102 (51%)
JICBOYCK 17 (42,5%) 81 (51%) 98 (49%)
BO3PACT MEPBOTO BBISIBICHUS TOYCYHBIX KUCT:
NPEeHATAIBHO 14 (35%) 0 14 (7%)
0 — 1 mecs 16 (40%) 0 16 (8%)
6onee 1 mecsma — 12 8 (20%) 0 8 (4%)
MECSITICB
0osee 12 mecsues — 2 (5%) 0 2 (1%)
1o 18 mecsuen
oonee 18 mecsmeB — 15 et | 0 104 (65%) 104 (52%)
B BO3pacTe 0 56 (35%) 56 (28%)
6onee 15 ner — no 16 ner
CpEeIHHU BO3pacT HA MOMEHT
IIEPBOTO BBISBJICHUS 4,55+0,76mec | 12,44+4,7 net 7,843,1 roga

YCcTaHOBJICHBI AOCTOBCPHBIC pas3jiMduAaA CpCAHCIO BO3paCTa Ha MOMCHT IICPBOI'O

BBISIBIICHUSI TOYeuHbIX KUCT y neteit ¢ AJIIIBIT 1u 2 rpynmer (p<0,05). Ha pucynkax 3.1

1 3.2 mpeACTaBIICHbI CXeMbI pOAOCIOBHBIX Ha mpuMepe 2 cemeid ¢ AJITIBII.

Cembs nipodanaa K. (pogocinoBras Ha pucynke 3.1). ITpoo6ans (I11,) neBouka 10
aetT, auarHo3: IlonukucTo3Has 0O0J€3Hb IMOYEK C ayTOCOMHO — JOMHHAHTHBIM THIIOM

nacienoBanus. XBIIC1 (CK® 121mr/mun/1,73m%). KHCThI B OUYKax BbIsBICHB 0 Y3U

B BO3pacte 7 JIeT.
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Pucynok 3.1 — PonocioBHast cembu nipo6ana — neBouku 10 ner ¢ AIIBIT

Y 6 unenoB cembu K. B 3 mokonenusix BbisiBieHa AJIIIBII, u3 Hux 3 pgerei:
npobana (1) u 2 cudea (M1, 13). ¥V nexymku (l;) mpodania MHOKECTBEHHBIE KUCTHI
B YBEJIMUCHHBIX IMOYKAX BBISBICHBI MPU ayTOINCHUU (JIETAJIbHBIA MCXOJ B BO3pacTte 62
roga OT TeMOopparndeckoro HHcyiapbTa Ha (one Al'), mo pesynbrataM KOTOpPOH
nonreepxaeH nuarHo3 AJIIIBIL; y marepu mpoGanga (l1;) u tern mpobanga (l13) mo
matepuncko TuHuu AJITTBIT — xucThl B 00eux moukax v suyHuKax mo Y3 BbIABICHBI
B Bo3pacte 42 roga u 38 yer (COOTBETCTBEHHO) MOCIE CMEPTH MX OTLA; Y CTapIIEro
cudca (I1ly) mpodanga acCHMMETPHYHOE BBISBICHUE ITOYCUHBIX KHCT (€MUHHUYHBIC KACTHI
B OJTHOM IMouke) oOHapykeHbl o Y3 B Bo3pacte 14 jieT npu 00CiIeI0BaHUH 110 TOBOTY
BHYTPEHHETO KpPOBOTEUEHUSI HW3—3a pa3pblBa KHUCTHI CENE3eHKU (TOClie TpPaBMBbI),
yctaHoBiieH auarHo3 AJIIIBIL, k 17 romam AOBYCTOpOHHME MapeHXUMATO3HBIE KHUCTHI
o6enx mouek mo Y31, XBIIC1 6e3 camxerns CK® (141 mn/mun/1,73m%); y MJIQAIIETO
cu6ca (I113) 3 et (oOcnemoBad B CBSI3U C OTATONIEHHBIM CEMEHHBIM aHAMHE30M) OUYEHb
panHee Hauano AJIITBII- kucTel B 00eux moykax BbISBIEHBI B Bo3pacTe 1 roa.

Cembsa npoOanya A. (pomocioBHas Ha pucyHke 3.2). [Ipobann (111,) manpuuk 4
net, auarnos: llomukucTo3Hast 0607€3Hb MOYEK ¢ ayTOCOMHO — JIOMHHAHTHBIM THIIOM

HaCJIeI0BaHUsA, OYeHb paHHee Haudano. Hedporennas aprepuanbHas uneprensus 1 CT.
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XBIIC3 (54mn/mun/1,73M%). KucTsl B 06EMX yYBEIHUCHHBIX [OYKAX BIICPBBIC

BHU3YaJIM3UPOBAHLI I10 V31 IMpCHATAJIbHO, IIOATBCPIKACHBI ITOCJIC POXKIACHMA.

! o

1 ()

111 Ol .2 3

Pucynok 3.2 — PonocnoBHast ceMbu nmpob6anna — mampanka 4 jet ¢ AJ{I1BIT

Y 4 unenoB cembu A. B 3 mokonieHusx auarHoctupoBaHa AJIIIBII, u3 Hux y
npo6anna (111;) u cubea (1113) B gerckom Bospacte. Y cubca (8 MecsieB) nmpeHaTaabHO
U MIPU POXKJICHUU OTMEYEHA TUIIEPIXOTCHHOCTh MAPEHXUMbI 00EUX PE3KO YBEITMUYCHHBIX
B 0oO0beMe Mouek, B 1 MecsI oOHapyKeHbl MEIKHE KHUCThI B 00CHX IMOYKaX, SIMU30/bI
noBbilieHUs1 AJl, ycraHOBIIEHO oueHb paHHee Hayano AJITIBIL.

W3 anamne3a ceMbu A. u3BeCTHO, 4T0 y 0a0ymiku | (1) mo OTIHOBCKO# JMHUU B
Bo3pacte 60 ner 6eccumnToMHoe teuenue AJIIIBIL; y ota 11(2) npobanaa B Bo3pacte
32 roga mo Y3 BbIsABIEHBI ABYCTOPOHHUE KHUCTBI B IMOYKAX MPU OOCIETOBAHUU IO
MOBOJTy TUTIepTOHUYECKOTO Kpu3a; y Asau |l (3) mo oTiioBckoit nuuuu B Bo3pacte 30 et
VY31 mnouek u nedenu Oe3 martosoruu; y crapmero cubca Il (1) cectpsl mpobdangas
BO3pacTe 16 JeT KUCTO3HBIX U3MEHEHUI MTOYCK, IIEYEHU HE BBISBICHO.

Cewmetinble ciydyau (mpobanga K. m mpoGanHma A.) SIBISIOTCS WUIIOCTpaluen
BHYTPHUCEMEHHOW TEeTePOTeHHOCTH IO BO3pacTy K MOMEHTY TI€PBOTO BBISBICHUS

MOoYeYHbIX KUCT o Y3U, xapakrepy Te4eHus1, UCXOMY, IEMOHCTPUPYIOT HEOOXOAMMOCTh
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UCITOJIb30BAHMS T€HEAJOTHYECKOT0 METO/A MPY BBISBJIEHUU KUCTO3a MOYEK Y MalMEHTa
JIETCKOTO BO3pacTa ¢ U3yuyeHHEM He MEHee 3 TMOKOJEHUN ceMbu ¢ mpoBenaeHueM Y3U
cubcaMm mpobOaHaa W B3POCTBIM YJICHAM CEMbU JUJIsl YTOUHEHUS THUIIA HACJIEeIOBaHMS,
JTOKIIMHAYECKOW JTMAarHOCTHKHM paHHero Hadana / odeHb panHero Hawama AJIIIBIT y
CUOCOB.

Y 67 (33,5%) u3z 200 nmereit ¢ AJIIIBII ormMedeHo TunuyHOe (MHOXKECTBEHHBIE,
JIBYyCTOPOHHHUE) TEpPBOE BBISIBICHUE MOueuHbIX KUCT npu Y3U, y 133 (66,5%) —
arunnydoe: y 22 (11%) omnHoctoponnue (acumMmeTpudHoe BbisiBiieHue), y 111 (55,5%)
eIMHUYHbIE IBYycTOpOHHHME. [lomydeHsl 3HaunMble pazmmuus (2=99%) npu cpaBHEHUH
JoJIel TUMUYHOTO M aTUITUYHOTO TIEPBOTO BBHISBICHUS KUCT B modkax npu Y3U mpu
AJIIBIT y 200 nerei.

VY 14 (35%) u3 40 nereit 1 rpynnbl yCTaHOBJIEH aTMIMYHBINA XapakTep NEpPBOro
oOHapyXeHus moueuHbix KUCT; 8 (20%) mmenu acummerpudHoe BbisiBiieHHE, 6 (15%)
eIMHUYHBIC IBYCTOPOHHUE.

Y 119 (74,4%) u3 160 nmereit 2 Tpynmbl YCTaHOBJICH aTHIMYHBIA XapakTep
IIEPBOTO OOHApYXEeHHs TToYeuHbIX KUCT; 14 (8,8%) nMenn acuMMETpUYHOE BBISIBIICHUE,
105 (65,6%) enuHWYHBIC IBYCTOPOHHHE.

Bo 2 rpymme yaie ycTaHOBJIEHO aTMIIMYHOE MEPBOE BBISBICHUE MOYEUHBIX KUCT
(acuMMeTpUYHOE PacHOIOKEHUE, EAUHUYHbIE) 110 pe3yasraraMm Y3U, y nanueHTos u3 1
rpynmsl (¢ odeHb paHHuM Hadajgom AJIIIBII) — warie THNUYHOE C JBYCTOPOHHUMH
MHOXECTBEHHBIMHU KUCcTaMu 110 Y3U nipu nepBom ux BeisBiacHuu (P<0,05).

He momydeHsl CTaTUCTHYECKHM 3HAUMMBIE pas3IUuus TPH  CPaBHEHUH
ACUMMETPUYHOIO (OJHOCTOPOHHEIO) pACHOJOXKEHHSI TOYEYHBIX KHCT MpHU IEPBOM
BbIsiBIIcHHU 110 Y3U B 2 rpynmax gerei (p>0,05). EquHudHbIC KHCTHI B 00CHX IMOYKAX
yamie oOHapyxuBatoT no Y3W mnpu aumarnoctuke AJIIIBII B Bo3pacte Oonee 18
MECSIICB, YeM IpH oucHb panHeM Hadane AJIITBIT (p<0,05).

[Ipu mepBoM O0OHapyK€HHM IOYEYHBIX KHUCT B Bo3pacte Oonee 15 ner (56
nopocTkoB) B 100% cirydaeB KUCTHI IByCTOPOHHHE, MHOKECTBEHHBIE.

VY 32 (16%) u3 200 nereii ¢ AJIIBIT kucthl B moukax mo ¥Y3U auarHocTupoBaHbI

npu 00CJIeTIOBAaHUM IO TOBOAY KajoO: 00OCTpeHus peHadbHOM uHpexkuuu (22),
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aprepuansHoil Tuneprensun (15), 6omeBoro cungpoma (7), TONOBOKpyxeHuu (4),
AMIM30/I0B TTOTepH co3HAHUA (3).

VY 168 (84%) u3 200 nereii ¢ AJIIIBII Ha MOMEHT MEepBOro BBISIBICHUSI KUCT 11O
Y3U otcyTcTBOBaNM KaJNI0ObI M KIMHHYECKHE CUMIITOMBI 3a00JeBaHus (apTepuaabHas
rUNepTeH3us, O00JeBoll abnoMUHANBHBIA cuHApOM);, Y3M mnpoBeneHo ¢ ydeTom
pe3yapraroB  npeHaraibHOro Y3W  wam  cemMedHOro aHamHe3a WIA  pU
npOPHIAKTUYECKUX OCMOTpaXx (IUCTIAHCEPUBALIHH).

VY 11 (5,5%) u3 200 nereii ¢ AAIIBIT nmpenatansHo 1o pe3yasratam Y3 mocie
30 Hemenu rectaluu BBISIBICHO peHajdbHOE MajoBonaue: y 4 (2%) OoJHOBPEMEHHO ¢
BbIsIBJIEHWEM KHUCT modyek Ha 30-31-ii Henmene recraumu, y 7 (3,5%) o Hamuuuu
MOYEYHBIX KHUCT y TUIOAa M3BECTHO 10 oOHapyxkenus mo Y3M na 36-38-it menene
manoBomus. Jersam ¢ AJITIBII, npeHaraapHO HepeHecnnM peHaibHoe MaioBoaue (11),
TuarHoctTupoBaHo odeHb panHee Hadanmo AJIIIBII. Takum oGpazom, uz 40 nmereii c
oueHb paHHMM HauasoM AJIIIBII penanbHOE ManoBoaue nuarHocTupoBaHo y 11
(27,5%), y 160 nereii ¢ panaum AJITIBIT penansrOoe ManoBoaue He BbisiBiieHo (P<0,05).

N3 11 pereir ¢ ouenp panHuMm HadasoM AJIIIBII, mepenecmmx peHalbHOE
MaJIOBOAME, 6 POAUIUCH TOHOMIEHHBIMU ¢ Maccor 326351 r u mimunoit 52,1+1,6 cM, 5
— HEHOHONIEHHBIMM ¢ Maccod 2245+74 r wm nmuuou 47,8+1,4 cm. BHemoueunoro
pacnonoxkeHuss kUcT y 11 nereit ¢ ouenp pannum HauyajgoMm AJIIIBII, nepenecmmx
pEHabHOE MAJIOBO/IME, HE BBISIBIICHO.

l'unomnasust Nerkux B MPEHATAIBHOM IEPUOJE BbIABICHA MO pe3yapTatam Y3U
Ha cpoke 30 Henmesb recTallui U MOATBEPXkACHA M0 peHTreHorpaduu OpraHoB rPyIHON
kietkn y 3 u3 11 nereit ¢ ouens pannuMm Hadasniom AJIIIBII, nepenecmmx penambHOE
manoBonue. B atux 3 ciydasx pomopaspelieHne MpoBeAeHO MyTeM KecapeBa CeueHUs
Ha cpoke 34-36 Hex B CBsI3U C HapylleHHeM (PEeTOIUTAllEHTAPHOTO KPOBOTOKA U PUCKOM
runokcuu mona. Y 3 u3 11 nereit ¢ A/[IIBII, npenaranbHO pa3BUBABIIMXCS B YCIOBUSX
MaJIOBOJIMSI, TIPU POXKACHUU OTMEUYeHBI npu3Haku JIH 2—-3 cTeneHu TSHKECTH, CUHIPOM
JIBIXaTEeNbHBIX paccTpoiicTB. [locnme pokaeHus oreHka mo mmkaine Amnrap y 3 mere
cocramia 4-5 OamwioB Ha 1-if MuHyre u 5-7 OamioB Ha S5-I MHHYTe.

KucnoponozaBucumocts coxpansiiack y 3 u3 11 nHoBopoxkaenusix ¢ AJIIIBII, koropsim
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B PAaHHEM HEOHATAJILHOM MEPHUOE IPOBOAUIACH NCKYCCTBEHHAS] BEHTUJISALIMS JIETKUX.

VY 3 u3 11 nereit ¢ ouenb panHum Havanom AJIIIBIIL, nmepeHecmux peHaiabHOE
ManoBoaue, ycranoBiieHo paszButue OIIIl 1 cragum (jerkas) ¢ BOCCTaHOBJIEHUEM
(GyHKIMM TTOYEK B HEOHATAJIbHOM MEPHOJIE B PE3yNbTaTe MPOBOJUMOI KOHCEpBATUBHOM
Tepanuu, B Bo3pacTe 2 — 3 MECSIEB 3aperucTpupoBaHa HePpOreHHas apTepuaibHas
TUIEPTEH3UsI C NOPaXEHUWEM OpraHa MHUIIEHW — TUIepTpoduerl MuoKapia JIEBOTO
Kenynouka. Y 1 HOBOPOXKIIEHHOTO, MEPEHECIIETO PEHAIBHOE MAaJIOBOJIUE, YCTAHOBIEHO
pasutue OIIII 3 craguu (TsKenas) ¢ UCXOAOM B TEPMUHAIBHYIO YPEMUIO; B BO3pacTe 2
MecCsILeB KOHCTAaTUPOBaH JieTanbHblil ucxon no npuuuHe JIH wm OIIIl Hecmotrps Ha
IPOBOJIUMYIO € 9-TO JTHS JKU3HU 3aMECTUTENbHYI0 Noyeunyto Tepanuio (3I1T) metonom
MIEPUTOHEAIIBHOTO JUAJIN3a.

Pazgutne OIIIl y nHoBopoxnennsix ¢ AJIIIBII, mepenecmmx peHanIbHOE
MaJIOBOJME, OTMEYEHO 4Yalle, YeM IPpU OTCYTCTBUU PEHAJIBHOIO MAaJIOBOIHUS
npenaranbHo (p<0,05).

Cungpom Ilorrep mpu tunuunoMm [lorrep ¢enoTune (rumoriasusi JETKUX,
MajoBoAue, AedopMalluy JIMla, Ipsaodas ckiaayaTas Koxa, 1edopmaii KOHEYHOCTEMH,
no4yeyHasi HeIOCTaTOUYHOCTh) MOATBEpXkKIeH y 3 u3 11 jeTeil ¢ oueHb paHHUM HayaioM
AJIIBII, nmepeHecmnx peHaIbHOE MajoBoAME, V 1 — ¢ JeTadbHBIM HMCXOIOM IIpHU
nepcuctupoBannn OIIII B Bo3pacte 2 mecsues. Y 2 ManyeHToB NOCIE NEPEHECEHHOTO
B HeoHatasbHOM niepuoae OIIIl B Bo3pacTte Oomee 2 €T JUArHOCTUPOBAHO
nporpeccupoBanue B XbIIC3. Jletu (3) ¢ ouenb panauM HadasioM AJIITBII, cuaapomom
[ToTrTep nmpu pokaeHUN yHACIE0Ba N 00JIE€3Hb IO MATEPUHCKOM JIMHUU.

VYeennuenne OOIl npu poxknenuu BbisiBiaeHo npu Y3U y 11 pereit ¢ odeHb
pannuM Havyanom AJIIIBII, mepenecmmx manoBoaue. Y 5 u3 11 HOBOpPOXKAEHHBIX C
AJIIIBII, mepenecmux wmajoBojgue, OTMEUeHO TunuuHoe o I[lorrep u apsidnas
CKJIaayaras Koxa, y 3 — 1eopMaiuyu KOHEYHOCTEN (COTHYThIE HOTH € TIOJJBOPOTOM CTOII
BHYTPb, KOCOJIANOCTb).

VY 52 (26%) u3 200 nereii B Bo3pacte 12,845,3 roma auarHoCTUpPOBaH CHHIPOM
apTepuanbHoi TunepreHsuu. M3 52 mereit, y 3 (5,8%) mnossiienne AJl BrepBbIe

YCTAaHOBHJIM B TIEPHOJIe HOBOPOXKIeHHOCTH, ¥ 2 (3,8%) — B Bo3pacte 1 mecsi — 1 rox, y
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2 (3,8%) — B Bo3pacte 1 — 3 net, y 2 (3,8%) — B Bo3pacte 3 —10 net, y 16 (30,8%) — B
Bo3pacte 10 —15 ner, y 27 (52%) — B Bo3pacte 16 nmetr u Oojee. ApTepuajibHas
runepren3us BoisiBicHa y 10 (25%) u3 40 aereii ¢ oueHb panauM Hagaimom AJITTBII, u3
HUX Yy 9 B Bo3pacrte 10 10 net, y 1 B 11 ner.

VY 52 nereit ¢ aprepuaibHOM TUIEpPTEH3UMEH MaKCHUMAJIbHBIA pa3Mep MOYEHHbIX
kuct Oomemie (3,9+1,1cm), wem y 148 nereii 6e3 aprepuaabHOW THUIEPTCH3UHU
(2,2+£0,4cm) mpu AJITIBIT (p < 0,05). Cpenu nereit ¢ aprepuanbHoi runeprensucii (52)
u 0e3 aprepuanbHOi runeprensuu (148) He BhIsIBIICHO qO0CTOBepHBIX pasinuuii CKD mo
KJIMPEHCY SHJOTCHHOTO KpeaTnHuHa B pode Pedepra — Tapeesa (98,7+8,4 mn/mun/1,73
M2 u 118,248,9 mn/ mun/1,73 M2, COOTBETCTBEHHO) M PACUMTAHHOW IO opMmyIie
Schwartz (119,8+9,3 mi/mun/1,73 M2 u 121,9+4,5 mu/ mun/1,73 M2, COOTBETCTBEHHO)
npu AJIIIBIT (p>0,05).

U3 52 nereit ¢ A" mpu AJIIIBIT 51 (98,1%) B Bo3pacte Gonee 1 roma HA MOMEHT
uccnenoBanusa. M3 51 mamuenta B Bo3pacte Ooinee 1 roma ¢ AI' mpu AJIIIBIL, y 46
(90,2%) narueHToB OTMeUeHa rurnepTeH3us 1 crenenu, u3 Hux 24 (52,2%) — B Bo3pacrte
1 — 15 ner, 22 (47,8%) — B Bo3pacte 16 yeT u Oojiee; TUMEPTCH3UA 2 CTEHCHH — Yy 5
(9,8%) B BO3pacte 16 yer u Ooee.

Y 64 (32%) wu3 200 pgereit ¢ AJIIBII (26 wmanpumkoB, 38 aeBOYCK)
JIMarHOCTUPOBaH muenoHeput B cpeaneM B Bo3pacte 9,3+1,2 roma. V 36 (56,3%) u3
64 nereit ¢ AJITIBII nuenonedput umen yacto peuuauBupyroimiee teuenue. Cpeau 64
nerei ¢ nmenoHedpuToMm (BHe obocTpeHus) u 136 nereit Oe3 muenoHedpuTa HE
BBISIBJIEHO JIOCTOBEPHBIX paszinunii CK® no KIUPEHCY 3HAOTEHHOTO KpEaTWHUHA B
npoGe Pebepra — Tapeesa (100,1+4,8mr/mun/1,73m2 u 119,549, 1mn/mun/1,73m°
COOTBETCTBEHHO) M paccumTaHHOi 1o dopmyne Schwartz (117,8+6,6mn/mur/1,73M° 1
129,0+3,9mi/mun/1,73m%) mpu AJITIBIT (p>0,05).

Y 6 (3%) u3 200 nereit ¢ AAIIBII nuarHocTupoBan HEPPOTUIECKUN CHHIPOM C
remMarypueii M apTepuaJbHOM TUIMEPTEeH3WEeH, MO pe3yiabTaTaM OWONCUU IOYKH,
MIPOBENICHHOM 70 BBISABICHUS MOYEYHBIX KUCT M0 Y3U, moaTBepkieH oMepyIoHehpuT
Me3aHTrrornpoiudeparuBHbIi (5), ¢ POKaIbHO — CerMEHTapHBIM TIIOMEPYIOCKIESPO30M,

nuctpoduert kananbleB, GpuOpo3zom uaTepcTULUS (1).
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ITo pesynsraram Y3U oTMeueHO HENPEPHIBHOE YBEIWYEHUE pa3Mepa MOYEUHBIX
napeHXxuMaro3Hbix KUcT y 182 (91%) uz 200 mereit ¢ AAIIBIL. ¥V 18 (9%) nereit ¢
pannuM HayasioM A/IIIBIT pazmep nmoyeuHbIX KUCT HE U3MEHMIICA MO pe3yibratam Y31
B Bo3pacte 3 — 7 set. Temmnbl pocTa KUCT B Moukax orindanuck y aereit ¢ AJIIIBIT ot 1—
3MM/ToNl IO YBEIMYEHHS pa3Mepa MOoYeyHbIX KUCT B 2 paza/roa no Y3U. Pucynox 3.3.
JIEMOHCTPHUPYET XapakTep M3MEHEHMsI CPEIHUX 3HAUEHUH MaKCHUMAaJbHBIX IO pa3Mepy
noueuHbIx kucT (MK, Mmm) o pesynsratram Y3U y 200 nereit u nonpoctroB ¢ AJITIBII B

3aBUCUMOCTH OT BO3pacCTa IMAIUCHTA.

4
L
1

CpeTHEMe THAYSHHE Mo9s9HEn sHeT v 40 gaTait m
MoIPOCTESE ¢ 0ueHs parns mpauanon A TTTEIT
40
CpeJHHS THAWSHME modsaHes EreT v 200 zeTel n
mogpoctEoE ¢ ATIEIL

]
wn
T

e FECTIOHSHIHATERAE (CPSIHES THAMSHHEST TOMSTHED EHCT ¥
4{ ZeTel M TOIPOCTEOE C OWSHE DEHHFL HITATOM

ATy

— ZECO0HSHIHATEHAY {CPSJHHS SHITSHME MO9STHEDR FHCT ¥
200 gerer ® moapocTEes ¢ ATTIELT)

Cpopice sHadcHie pasmopa MIC (mm)

10 |

LN
T

16 17

LN

1 2 3 4 5 6 7 8 9 1 11 12 13 14 1
Bozpact mereit (roaed)
Pucynok 3.3 — Cpeanue 3HaYeHUs] MAKCUMaIbHBIX MO pa3Mmepy mouedHbix KucT (MK,

MM) 110 pesyasTataM Y3U y 200 geteit u moapoctkoB ¢ AJIIIBII (¢ yuetoM Bo3pacTta)

JIunus Tpenna auHamMuku cpenHero pasmepa MK (mm) mo pesynsraram Y3U y
200 nereii u nogpocTkoB ¢ AJIIIBIT umeer skcnoHeHIMANBHBIN TUIT (pUCYHOK 3.3). Y

40 nereii ¢ oueHb panHuM HaudanoMm AJIIIBII cpegnee 3nauenue MK (mMm) nmo Y3U B
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netckoM Bospacte 6ombine (P<0,05), uem y mereit ¢ panaum Hadamom AJIITBII.

Y 5 (2,5%) wuz 200 nereid MPOBEACHO XUPYPIHYCCKOE BMEIIATEIBLCTBO 10
ynaneHuro KpymHbeix (5,5-6,5¢cMm) kuct, nedopMHUpYOMMX KOHTYP TMOYEK, B CBS3H C
BBIPQKEHHBIM OO0JIeBBIM CUHIpOMOM (4), pedpakTepHOil K NTPOBOAMMON TEparmuu
apTepuanbHOi runeprensueii (1), u3 Hux 2 — B Bo3pacte 5 jer u 10 jet, 3 — B Bo3pacte
crapuie 15 ner. B cpemnem uepe3 2,1+0,8 roma mociie XUpypruyeckoro JICUCHHS
TUaMEeTp MaKCUMAaJbHBIX MO pa3Mepy MOYEYHBIX KUCT y 5 meteit coctaBui 2,5-3,7 cM,
YTO MOJATBEPKAAET HEIPEPBIBHBIN POCT KUCT B TToukax npu AJIITBIT.

VY 82 (41%) u3 200 pereii ¢ AJIIBIT oOmmii 0O0beM IMOYEK COOTBETCTBOBAI
HOPMaJIbHBIM 3HAYCHHWSM 3a Bech mepuoj, HaOmonenus, y 118 (59%) ycraHoBieHO
yBenuuenre OOII (cm3). Bospact k momeHTy BbisBiieHHs yBennueHuss OOII (cm3) no

pesynbratam Y3U y 118 nereit ¢ AIIBII npencrasiens! B Tabnuiie 3.2.

Tabmuna 3.2 — Yacrora u Bo3pact 118 gmereit ¢ AJIIIBII k MoMeHTy BBIsSBICHUS

yBenuuenust OOII (cm3) mo Y3U

Bo3pacT kK MOMEHTY BBISIBIICHHS KomnuecTBo aerent ¢ u3 200 nereit
yBenuuenust OOIT (cm3) mo Y3U yBemmmueHum OOII, cm3 ¢ AJITIBII,
n % %

MIpU pOXKIAEHUU — | MecHIl 25 21,2 12,5 22,5
1 - 12 mecsues 20 16,9 10

1-5 ner 15 12,8 7,5

6 — 10 mer 13 11 6,5

11— 15 ner 21 17,8 10,5 22,5
16 net u 6onee 24 20,3 12

BCETO 118 100 59

Y 118 nereit ¢ AJIIBIT naubonee yacto ypenmuuenue OOII (cm3) mo Y3U
yCTaHOBIICHO B Bo3pacTe 10 12 mecsueB (N=45; 38,1%) u B Bo3pacte Oomee 11 net

(n=45; 38,1%), uto coctapuseT mo 22,5% u3 200 mereit u noapoctros ¢ AJITIBII.
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Cpennue 3HaueHus Y3M-merpuueckoro o6mero (CymMMapHOro) oObema MOYEK
(OOII, cm3) B 3aBHCUMOCTH OT JUIHHBI Teda / pocta (cm) u nona 'y 200 nereit ¢ AJIIIBIT

IpeCTaBIEHbI B Tabmuue 3.3.

Tabmuna 3.3. — Cpennue 3Hauenus Y3U-merpuueckoro obiero oorema novek (OOII,

cm3) y 200 mereit ¢ AAIIBIT (M+c) B 3aBUCMOCTH OT JUIMHBI TejIa / pocTa (CM) | Imojia

JnvHa Hetu ¢ AATIBIT (n=200)
TeJNa/pOCT, CM | KOJIUYECTBO OOII, cm3 OOII, cm3 OOII, cm3
(n) MaJTBIUKA JICBOYKH
(n=102) (n=98)
50-59 195 27,15+£3,52 28,41+3,33 25,96+3,30
60-69 169 44,92+9,09 44,45+8,47 45,39+9,71
70-79 200 60,29+14 .44 60,99+14,79 59,61+14,14
80-89 200 76,22+19,68 72,64+17,11 79,66+21,39
90-99 198 83,29+19,31 80,44+18,09 85,97+20,12
100-109 179 101,784+28,15 | 95,96+20,04 106,93+33,00
110-119 172 121,28+33,35 | 113,05+30,35 | 127,90+34,32
120-129 168 136,23+33,96 | 125,62+31,96 | 145,37+33,14
130-139 154 156,86+34,97 | 144,50+£35,80 | 165,56+31,83
140-149 132 182,55+33,72 | 169,73+38,31 192,51+25.87
150-159 112 211,95+22,83 | 205,39+22,68 |216,75+21,90
160-169 56 233,09+£17.95 |[230,26£15,78 |235,47+19,52
170cm u BeIIe | 50 260,84+16,61 |268,56+20,16 |253,12+5,72

He mosydeHo cTaTuCTHYECKH JOCTOBEPHBIX pasnuunii (p>0,05) Mexay cpeaHuMu
3HaueHusiMu ob1ero oobema nouek (OOII, cm3) mo Y3U y MaJIBYMKOB M JI€BOUYEK C
AIIBIT npu onrHakoBO# AnuHE Tena / pocTe (CMm).

Y 200 nmeret ¢ AMIIBII cpennue 3Hauenuss Y3W—Merpuueckoro ooOImero
(cymmapnoro) oonsema mnouek (OOII, cm3) Beimie npu cpaBHeHun co cpeanum OOIT
(cm3) y 370pOBBIX JAeTed W MOAPOCTKOB. J[OCTOBEpHBIE pa3inuuusi ¢ HOPMaJbHBIMU
3HadeHusMU nosrydeHsl co cpenaum OOII (em3) mpu pocte 6omee 80cm (Tadmuia 3.4) y

nereii ¢ oueHb panauM Havasiom AJITTBIT (p<0,05).
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Tabnmuna 3.4. — Cpennue 3Hauenus Y3U-merpudeckoro obiero oobema modek (OOII,

cm3) y 40 nereit ¢ ouens panauM HadanoM AJITIBIT (M+cG) B 3aBHCHMOCTH OT JJIMHBI

Tena / pocra (CM) | mosia

JlmuHa Jetn ¢ oueHb panauM Hadasiom AJIITBIT (n=40)
TENa/POCT, CM | kOIMIECTBO OOII, cm3 OOII, cm3 OOII, cm3
(n) MaJTBIKA JICBOYKH
(n=23) (n=17)
50-59 40 31,22+5,59 31,45+4,27 30,46+6,68
60-69 40 46,21+8,40 46,00+7,42 46,77+9,21
70-79 40 63,81+12,93 65,73+13,96 62,08+12,76
80-89 40 80,71+17,89 79,60+£16,57 81,54+19,71
90-99 35 85,48+18,85 83,10+18,17 87,31+19,87
100-109 33 104,04+27,82 | 99,5+19,77 107,54+31,65
110-119 27 123,03+33,85 | 116,56+36,58 | 127,69+32,59
120-129 27 136,83+35,64 | 126,00+36,17 | 145,5+34,52
130-139 27 153,34+36,44 | 137,0+37,59 165,89+33.42
140-149 27 182,93+34,89 | 169,5+41,63 193,00+27,54
150-159 26 214,18+24,01 | 208,4+24,00 217,75+£24,18
160-169 25 235,36+£17,79 | 230,8+15,22 239,17+20,57
170cm u Bee | 25 262,54+£18,40 | 272,33+23,59 | 252,67+6,43

[IpencraBnena nuuamuka u3menenus cpeaaux 3HadeHuir OOII (cm3) y 200 geteit
u noxpoctkoB ¢ AJIITBIT B 3aBUCKMMOCTH OT JUTHHBI Tena / pocTta, cM (pucyHok 3.4).

Hns 40 nmereit ¢ oueHb panHuM HadasioM AJIIIBII Ha pucynke 3.4 BbICTpOEHA
JIMHUS, KOTOpPasi IEMOHCTPUPYET CXOXKYI0 AMHAMHUKY cpennux 3HadeHuii OOII (cm3).
Hns cpaBHenus cpennux 3HadeHuid OOII (cm3) Ha pucyHke 3.4 mnpeacraBlieHbI
HopMmanbHbie 3HadeHus OOIl (cM3) nama 3A0pOBBIX MaJIBIMKOB W JEBOYEK B

3aBUCHMOCTH OT JIIMHBI Tena / pocta (CM).
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cpegeme sHaverns OOIT (ea3) no V3H y 40 getef mogpoctros
¢ ogess pamnn Hagazou ATTTRIT

250 ¢

= cpeqrme saverns Q0T (cud) mo V3H y 200 gerefin
nogpoctres ¢ ATIRII

200 1 = = =cpegmme sHagenma O0TT (cu3) y sgoposex gesouex

COIENHE 065 e ITOTeE [Chid)

—— cpegmme sHagena O0TT (cu3) y 330poBEX MATEUHEOE

150 ¢

100 -

50 ¢

50-59 60-69 70-79 B0-89 80-99  100-109 110-119 120-123 130-139 140-148 150-139 160-168  a1l70

Jaema texa / Poct (o)

Pucynok 3.4 — Xapakrep yBeNIMUYEHHsI CPEIHErO 3HauyeHus oO0Imero o0bema MoYeK

(cm3) o pesyneraram Y3U y 200 nereii u noapoctkoB ¢ AIIBII (¢ yuerom pocra)

ITo pesynbratam cpegnux 3HadeHuid OOII (cm3) y 200 nmereld U MOAPOCTKOB C
AIIBII BeicTpoena nunus Tperaa cpeaneit OOII B 3aBUCMMOCTH OT JUIMHBI Tena/pocTa
(cm), nemoHcTpupyromias xapakrep yBenudeHus OOII (pucynok 3.5). Jlnsa 40 nereii ¢
oueHb paHHuMM HadasioM A/JIIIBII BeicTpoeHa nuHUA TpeHAa, KOTOpas AEMOHCTPUPYET
cxoxyto TenaeHuio ysenuuenust OOII (em3) o pesynpraram Y3U.

KpuBble TpeHIa HMEIOT XapakTep SKCIIOHEHIMAJIBHOIO PpacHpelesieHus, YTO
CBUICTEIHCTBYET O HEMPEPHIBHO MPOTPECCUPYIOIIEM C POCTOM IMAallMEHTa yBEIWYCHUH
OOII y 200 nereit u nogpoctkoB ¢ AJIIIBIIL. [Ins cpaBHenust cpennux 3HadeHunit OOIT
(cm3) mo Y3U y nereii ¢ AAIIBII, Ha pucynke 3.5 npeacrasiensl 3Hadenust OOII (cm3)

3A0pPOBBIX MAJIBYUKOB 1 JCBOYCK.
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750 | = = —cpenrme sHagenns OO (cu3) y 330pOBRIX AeBOUeE

— cpegeme sHavesms OO (cu3) y 320 OBEX MaTERHEDE

200 -
DECIIOHRHIINATEHA A (THERA TP exaa cpemrex sHavermit OOIT (ea3) mo

V3Hy 40 gereftn moApocTEDE ¢ oueHs panHmy Hawatom ATIEIT)

JECIOHEHIHATHAA Trena Tperga cpenm sHagermt Q0T (cu3) mo
Y3Hy 200 geteit v mogpoctros ¢ AR

G 06 en rower (ow3)

150 ¢

100 1

50

0 i i i i i i I i i i i i
50-59 60-69  70-79 B0-89  90-89 100-109 110-119 120-129 130-139 140-149 150-159 160-16% orl70

Jammatena/ Pocr (ca)

Pucynox 3.5 — KpuBble quMHUI TpeHIa CpeAHUX 3HAYEHUN 00IIero oobeMa IMouek

(cm3) o pesynbraram Y3U y 200 nereii u noapoctkoB ¢ AJIIIBII (¢ yuerom pocra)

Y 19 (9,5%) u3 200 nereri ¢ AHAIIBII mo pesynbraram Y3U nuarHocTupoBaHBI
KUCTBhI B JPYTUX MapeHXUMATO3HBIX opraHax. JIokanuzaiuys ¥ 4acToTa BHEMOYEYHBIX
kuctT y aereit u nonpoctkoB ¢ AJIIIBIT npencrasnensl B Tadbmuue 3.5.

VY 19 nereit u nonpoctkoB ¢ AJIIIBIT BHenmo4yeuHble KUCThI UMEIU €AMHUYHbBIN
xapakTep — He 0oJiee 3 B OHOM OpraHe.

OTMedeHbl pa3Iuyus MO YacTOTE BBISBICHHUS BHEMOYEYHBIX KHCT B 2 TpyIIax
nereit ¢ AJITIBIL: B 1-o0if rpynmie y 1 (3%) u3 40, Bo 2 rpynmne y 18 (11%) u3z 160
(p<0,05).
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Tabmuua 3.5 — OcoOGeHHOCTH BHEMOYEYHOro pacnofiokeHust kuct y 200 nmereit ¢

AJITIBII

XapakTepucTuka BbISIBIICHHS BHemouyeuyHbIX KUCT y | KomumuectBo nereit ¢ AJITIBIT
nereit u noapoctkoB ¢ AJITIBII n %
Buemnoueunrie kuctel 1o Y3U He BBIABICHEI 181 90,5
Ennnnynsie BHenoueynble KUCTHI 110 Y3U BeIsBieHE!: | 19 9,5

B IICYCHU 4 2

B MOJIPKETYJIOUHOM JKeJe3e 4 2

B IIIUTOBUIHOI KeJe3€e 2 1
SIMIHUKAX 2 1
SIMIKaX 2 1
celIe3eHKe 2 1
MO/IKEITyIOUHAsI JKeJie3a, IIUTOBUIHAS Keye3a, 1 0,5
SIMYHUKH

MIEYEHb U TOJIKEITYIOUHAs JKeJie3a 1 0,5
IICYCHb U IIUTOBHUIHAS JKeJie3a 1 0,5

Y 200 perest ¢ AMIIBII BHemoyeuHble €MUHWUYHBIE KHUCTHI (B TI€YCHH,
MIOJ/KETTYIOYHON JKee3e, MUTOBUIHOM jkeje3e, SSMYHMUKAX, SMYKaX, CEJEe3CHKE) yallle
nuarnoctuposau mo Y3U B Bo3pacte Oonee 18 mecsres (p<0,05).

Y 1 (0,5%) uz 200 mereir ¢ AJIIBII nuarHoctupoBaH BpOXKIEHHBIN (GUOPO3
MIEUYEHU C CHHIPOMOM MOPTATbHON TUIIEPTEH3UH.

V¥ 200 nereit u nonpoctkoB ¢ AJITIBIT nckintoueHsl BpOXKICHHBIE TOPOKU CEPJILIA
u cocynoB, opranuyeckas maromorus I[HC, anomanuum oprana 3peHuss U cCiyxa,
SHAOKPHWHHBIC HAPYIIICHUS, YPOTIAaTHH C HAPYIIICHUEM YPOIUHAMHUKH.

Y 42 u3z 200 pereii ¢ AHIIBII nmpoBeaeHO MOJIEKYJASAPHO — TEHETUUYECKOE
WCCIIeIOBaHNE, WICHTU(DUIIMPOBaHbI BapuaHThl MyTanuii B reHax PKD1 (36/85,7%) u
PKD2 (6/14,3%).

Y 26 uz 42 npereld ¢ TPOBENCHHOW WICHTU(UKAIMEH MyTalMuidi B TeHaX
JMarHocTupoBaHo oueHb panHee Hadasno AJIIIBII, u3 nux y 23 (88,5%) noarepkaeHsb

mytarmu reHa PKD1, y 3 (11,5%) — rena PKD2 (tabnwuna 3.6).
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Tabnuma 3.6 — Bapuanter mytanwmii B renax y 42 nereit ¢ AJIITBIT

[Tanmment

Ien

XapakTepuCTUKA BAPUAHTOB MyTalui
B reHax PKD1 u PKD2

OYCHb
paHHee

Ha4dyaJio
AJIIBIT

PKD1

16:2160371G>T, ¢.4797C>A onuvcaHHBIN paHee
MaTOT€HHBINA BapUaHT B 15 5K30HE NMPUBOASAIIUN K
00pa3oBaHUIO cTON—KomoHa p. Tyr1599Ter, B
TeTePO3UTOTHOM COCTOSTHUHU

+

PKD1

16:NM_000296.4 onrcaHHbIif paHee MaTOTeHHbBIN
BapHaHT ¢.5976 5978 del npuBonsmuii k 3aMeHe
p.Phe1992 Thr1993delins Leu,

B T€TEPO3UTOTHOM COCTOSTHUH

PKD1

16:2169121CTTAAA>C, onucaHHbIN paHee
MaTOTEHHBIN BapuaHT B 3 3k30He €.348 352 del
(p.Asnl116Lysfs*2) ¢ oOpazoBaHKMEM CTOII—KOJOHA, B
reTePO3UTrOTHOM COCTOSTHUHU

PKD1

16:2106800C>T, panee He onMMCaHHBIN BapUaHT
BisgeT Ha cruaicuar rena ENST00000262304,
€.7209+5G>A, B reTepOo3uroTHOM COCTOSIHUHU

PKD1

16:9.2168304 C>G

ENST00000262304

ENSP00000262304, orrcanHbIi paHee MaToTeHHbBIN
BapuaHT C.689G>C B 5 sK30HE MPUBOAAIIUHN K
muccenc 3amene P.Cys230Ser, B reTepo3uroTHoM
COCTOSTHUH

PKD1

16:2102845G>C

ENST00000262304, panee He onmMcaHHBIN BapUaHT
€.8917C>G npusosmmii k p.His2973Asp,
B T€TEPO3UTOTHOM COCTOSTHUHU

PKD1

16:2149923TGAG>T, onucaHHbIl paHee Kak
MATOTE€HHBIN BApUAHT 3K30HA 29, B reTepO3UTrOTHOM
COCTOSIHUM, IPUBOSIINI K J€JIeUn

(NM_001009944.3: ¢.9859_9861del (p.Leu3287del)

PKD1

16:NM_001009944.3 u3BecTHas maroreHHas
mytanus ¢.4070del mpusomsmias k p.Leul357fs,
B T€TEPO3UTOTHOM COCTOSTHUHU
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PKD1

16:NM_001009944.3, HoBsIii BapuaHT ¢.5659A>T
npuBosiui K p.11e1887Phe, B rereposurorHom
COCTOSIHUU

10

PKD1

16:2160064 T/C paHee He ONUCaHHBIA BapUaHT
c.5104A>G B 15 3K30HE NMPUBOAAIINN K MUCCEHC
3amene p.Met1702Val, B reTepo3uroTHOM COCTOSIHUN

11

PKD1

16:2143104G>T onucaHHbBIN paHee MAaTOT€HHBIH
BapuanTt ¢.11017-10C>A B 37 sK30H€ NPUBOAAILINI K
CIUIAHiCHHT MyTalll{, B TET€PO3UTOTHOM COCTOSTHUH

12

PKD1

16:NM_000296.4 BapuanT €.8293C>T BeposaTHO
SIBIISICTCS] TUTIOMOP(HBIM aJUIeJIeM MPUBOSIIAM K
p.Arg2765Cys, B reTepO3UTrOTHOM COCTOSTHUN

SCRIB

8:NM_182706.5 unenTuduimpoBad onucaHHbINA
panee BapuaHT mytanuu ¢.3224T>C (p.Val1l075Ala)
ob6nanarommii PKD1-mMogudummpyromum 3¢ dexTtom

SCRIB

8:NM _182706.5 HoBbII BapuaHT JIeTICIIUN
€.1377_1386del (p.Asp459 Glu46ldel) ¢

HEU3BCCTHBIM 3HAYCHUCM

13

PKD1

16:9.2093609C>T

ENST00000262304.9

ENSP00000262304.4 onucanHbIli paHee
naToreHHbli BapuanT B 37 sk3one €.10951G>A
(p.Gly3651Ser), B reTepO3UroTHOM COCTOSTHHU

14
(mpoGann)

PKD1

16:NM_001009944.3, HOBBII BepOSTHO-TIATOT€HHBII
BapuaHT ¢.10942C>T (p.Pro3648Ser),
B T€TEPO3UTOTHOM COCTOSTHUU

15
(cubc)

PKD1

16:NM _001009944.3, HOBBII BEpOSITHO-TTATOTEHHBIH
BapuanT ¢.10942C>T (p.Pro3648Ser),

B I'CTCPO3UTOTHOM COCTOSHHUHA

16

PKD1

16:9.2100303C>A

ENST00000262304.9

ENSP00000262304.4 panee He onMCaHHBIA BApUAHT
B 9K30HEe 28 €.9575G>T npuBoasmnii K 3aMeHe
p.Ser3192lle, B reTepo3UroTHOM COCTOSIHUH

17
(mpoGan)

PKD1

16: NM_001009944.3 noBast maroreHHasi MyTallust
¢.11613dupC npuBonsmas k 3amene p.Glu3872fs,
B T€TEPO3UTOTHOM COCTOSHUHU

18

PKD1

16: NM_001009944.3 noBast naroreHHast MyTalus
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(cubc)

c.11613dupC npuBonsmas k 3amene p.Glu3872fs,
B IETEPO3UTOTHOM COCTOSIHUH

19

PKD1

16:NM _001009944.3 narorennas myramus €.8311
G>A (p.Glu2771Lys) rs1057518897, B
reTepPO3UTOTHOM COCTOSTHUHU

20

PKD1

16:NM_001009944.3 naToreHHbIi BapuaHT
€.12608_12635del (p.Arg4203Profs*146),

B I'CTCPO3UTOTHOM COCTOSHUU

21

PKD1

16:NM _001009944.3 BepoSTHO MaTOTCHHBIM
€.6684 C>G (p.Tyr2228%*), B reTepO3UroTHOM
COCTOSTHUH

22

PKD1

16:2103691TCCGAGCGCTTGCC>T
ENSTO00000262304 matorennas aeiemnust
€.8353_8365delGGCAAGCGCTCGG
(p.Gly2785fs), B reTepo3UroTHOM COCTOSIHUH

23

PKD1

16:NM_001009944.3 BeposTHO MaTOr€HHBIHI
BapuanT €.12182 12186del (p.Ala4061Valfs*94),

B I'€TCPO3UTOTHOM COCTOSSHHUU

24

PKD1

16:NM_000296.4 BepoATHO MAaTOTCHHBIN paHee
onucanHbiid BapuanT ¢.971G>T (p.Arg324Leu),
B T€TEPO3UTOTHOM COCTOSTHUU

25

PKD1

16: NM_001009944.3 BepoATHO MATOT€HHBI
BapuaHT c.465 469del (p.Cys155Trpfs*22),
B FE€TEPO3UTOTHOM COCTOSTHUU

26

PKD1

16: NM_001009944.3 BeposITHO aTOr€HHBIN
BapuaHT ¢.11257C>G (p.Arg3753Gly), B
reTepO3UTOTHOM COCTOSTHUU

27

PKD1

16: HOBBII BEpOSTHO NATOTEHHBIN BApUAHT
¢.3785A>C (p.His1262Pro), B reTepo3uroTHoM
COCTOSIHUU

28

PKD1

16: NM_001009944.3 naToreHHbIi1 BApUaHT
c.3753del (p.Val1252Cysfs*21), B reTepo3uroTHoM
COCTOSIHUHT

29

PKD1

16: NM_001009944.3 panee He onHMcCaHHbBINA BapUaHT
€.11713-3C>G rs754015180, B reTepo3uroTHOM
COCTOSTHUH

30

PKD1

16: NM_001009944.3 naroreHHbIi1 BapuaHT
€.11457C>A (p.Tyr3819%*) rs199476098
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31 16: marorennsrit Bapuant €.5014_5015delAG +
PKD1
(p.Arg1672fs), B reTepo3UroTHOM COCTOSTHUT
32 16: NM_001009944.3 BeposTHO MaTOT€HHBIM +

PKD1 | BapuanT ¢.12182 12186del (p.Ala4061Valfs*94), B
r€TEPO3UTOTHOM COCTOSHHH

33 PKD1 16:2091792C>G ENST00000262304 +
€.11526G>C noebiit BapuanT P.Trp3842Cys
34 16: NM_000296.4 panee onucaHHBIN MAaTOTCHHBIM +

PKD1 | BapuanT ¢.9412 G>A (p.Val3138Met), B
T€TEPO3UTOTHOM COCTOSTHHU

35 16: NM_001009944.3 He onucaHHbIi paHee BapHaHT +
PKD1 | ¢.2141T>C (p.Leu714Pro), B reTepO3UrOTHOM
COCTOSIHUHT
36 16: NM_001009944.3 BeposiTHO MaTOT€HHBIN —

PKD1 | Bapuant ¢.6341A>G (p.Tyr2114Cys), B
reTePO3UTOTHOM COCTOSIHUT

37 4:NM _000297.4 BepoATHO IaTOT€HHBIA BapUAHT —
PKD2 =
c.843+1G>T, B TeTepO3UTOTHOM COCTOSTHUH

38 4:88968008G>T panee omMcaHHbII MaTOTCHHBIN +
BapuanT ¢.1534G>T sK30Ha 6 TPUBOASIIHMN K
MmucceHc-3amene P.Val512Phe, B rerepo3urorHom
COCTOSTHUH

PKD2

39 4:NM_000297.4 marorennsiii Bapuant €.958C>T +
PKD2 | (p.Arg320*) rs749004212, B reTepO3UTrOTHOM
COCTOSIHUHT

40 4: BepOsTHO MATOTeHHBIN BapuaHT C.764A>C +
PKD2
(p.GIn255Pro), B reTepO3UroTHOM COCTOSTHUU

41 4: BepOsITHO MATOTE€HHBIN UCKIIFOUUTEIIBHO PEAKUIMA —
PKD2 | BapuanT €.1043A>G (p.Tyr348Cys), B

reTepoO3uroTHOM COCTOAHHUU

42 4: NM_000297.4 BeposATHO NaTOr€HHbINA BapUaHT —
PKD2 | c.1476_1477del(p.Leu493Glyfs*32), B

I'CTCPO3UTOTHOM COCTOAHHU

VY 26 nmaruenToB ¢ oueHb paHHuM HaudajnoMm AJIIIBII BciaeacTBue mytanuii renos PKD1

(23) u PKD2 (3) otmeueHo yBenuueHre 00beMa Movek B Bo3pacte 10 1 roja.
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B omHoMm citydae (y mpoGanga 12 u3 tabmuibl 3.6), B COYCTAaHWH C BapUAHTOM
reHa PKD1, kotopelii siBiseTcss TUIOMOP(HBIM ajieieM U MOXET OBbITh MPUYUHOU
MOJIMKUCTO3HOW OOJIE3HW TOJIKO TIPHU JOTOJTHUTECIBHOM BIHMSHUU CPEIOBBIX U
KOHCTUTYLMOHAJIBHBIX (PAaKTOPOB, OOHApYyKeHBI 2 HOBBIX BapuaHTa B reHe SCRIB, oqun
u3 koropeix (P.Vall075Ala) oGiamaeT omMcaHHBIMH paHee NMPH3HAKAMU BIHMSHHS C
PKD1-mogudumnupyrommm 3¢hdexrom.

W nenTuyHble MaTOreHHbIC BApUAHTHI BBISIBICHBI Y MPOOAHIOB U UX CHOCOB B 2
ceMbsix. Ilammentsr 14 u 15 (tabmuua 3.6) C BBISIBICHHBIMH HOBBIMH BEPOSTHO
naToreHHbIME BapruanTtamu reHa PKD1 sBnsitorest mpobanmom (8 iet) u cubcom (11 ser)
c BoisaBiieHueM AJIIIBIT B Bozpacte Oonee 18 mecsanes. [lauuentsr 17 u 18 rena PKD1
SBIIFOTCS TIpoOaHaoM (2 neT) u cudcom (4 stet) ¢ oueHb panauM HadaiaoM A J[I1BI1.

JleMoHCTpanuel ocoOeHHOCTEN (eHOTHNAa M TeHOTHNA KHUCTO3HOM OOJE3HH C
ayTOCOMHO — JIOMHHAHTHBIM HacjeloBaHHEM y peOeHKa TpyAHOTO BO3pacTa ¢ OYEHb
panauM Hadasiom AJIIIBIT BcnenctBue aenmeruu (NM_001009944.3: ¢.9859 9861del
p.Leu3287del) rena PKDL1 siBisiercst onucanue npodana (mauent 7 B Tadnuue 3.6).

[Tpob6ang (1V3): manbuuk, 1 rox (poct 73cM, Macca Ttena 10kr), aprepualibHOE
napnenue 82/52 Mm.pT.cT. Ponuncs goHoieHHsiM, 10 Anrap 8—9 6amioB. Beinmucan u3
ponunbHOrO Aoma Ha 4 cytku. [IpeHaranbHO U TpU pOXKAEHUU MO pesyibratam Y3U
noyek 0e3 0COOEHHOCTEM.

VY npobanna B Bo3pacte 1 Mmecsi npu Y3U BnepBbie BHISIBICHBI MHOKECTBEHHBIC
KHCTBI B JIeBOW mouke 3—9 MM, o0beM mouek He yBenwdeH. B Bospacte 1 rom mo
pesynbratam Y3U mouek: o6mwmii oobeMm mouek (60cM3) yBenudeH (oObeM MpaBoid
31cMm3, oObem sieBoii 29cM3), B mapeHXUMeE MOYeK Mo 5—6 KUCT; pa3Mepbl KUCT cripaBa 3
—9mm, makcumanbHas 20mM, cieBa 2 — 10MM. BHENOUEYHOro pacIioNokKEHUs KHUCT y
npoOaHa U ero poACTBEHHUKOB 1O pe3ysibTataM Y 33U He BBISBIICHO.

PonmocnoBHas cempu ipobanaa ¢ oueHb paHHuM Havdasiom AJ[I1BI1 nmpencrasnena

Ha pucyHke 3.6.
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[S]

II

PEDI (chrl6:2149923 TGAG=T)

II NM_001009944 3: ¢.9859 9861dal (p.Leud 287ds])

1 2

PEDI (chrl6:2149923TGAG=T)
MK 001009944 3: £ 9859 9861dsl (p.Leud2B7d=])

1 / 2

Pucynok 3.6 — PonocnoBHast cembu npobanma — Manpuuka B Bo3pacte 1 rog ¢ AJITIBIT

IV

BeneacTue mytaruu reHa PKD1, unentudgunnpoBanHoil y mpo0OaHia U €ro oTia

W3 cemeitHOro aHaMHe3a M3BECTHO, 4To mIpaneaymka (l;) ymep B 65 ner mocie
NEPEHECEHHOI0 HHCyabTa, y 0adymku (llz) 66 ner — kuctel 3—6cM B 00eux
YBEJIIMYCHHBIX  IOYKAX, MHEIOHEPPUT, TpbDKa NepeaHel OpIOIIHOM  CTEHKH,
aprepuasibHas runeprensus, y orna (lll,) 29 ner — aprepuanbHasi rumnepreH3usi, Mo
pesynsrataMm Y3W oTMeueHa TUIEep3XOT€HHOCTh MapeHXUMbl OOEUX MOYEK; KUCT HE
OOHapyKEHO, MOYKU HE YBEITUUECHBI.

[To pesynwrary cexkBenupoBanus JIHK y mpobanga (IV,) B Bo3pacte 1 ron
BBISIBIICH ONMHCaHHBIA paHee kak mnaroreHHbii (HGMD_ID CDO044796) BapuaHT
HYKJICOTHJIHOM TociieoBaTeIbHOCTH dk30Ha 29 rena PKD1 (Chrl6:2149923TGAG>T)
B TETEPO3UTOTHOM cocTossHuHW, mpuBomsmmii k genermu  (NM_001009944.3:
c.9859 9861del (p.Leu3287del)). B 6a3e manHbix mo Bapuantam B rene PKD1 nanHbI#
BapHAHT OMHCAH KaK BEPOSITHO MATOTCHHBIN.

Jlyist moaTBEpIKIeHNs OOHAPYKEHHBIX y poOanaa namenenuit B JIHK, yrounenus
UX TPOUCXOXKACHHUS TMpOOaHIy, POAUTENIIM W CcUOCy mpobaHma MPOBEICHO
cexkBeHupoBanue JIHK no Cenrepy; maroreHHbI BapUaHT MOATBEPKACH y MpodaHaa u

y ero otia (I11,); y marepu npodanza (I111;) u y cubea 5 net (V1) He oOHapy*xeH.
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JlanHOE KIMHUYECKOE HAOIIONEHNE CEMEHHOTO CITydasi TOJTUKUCTO3HON OOJIe3HH
MOYEK C ayTOCOMHO — JOMUHAHTHBIM HACIIEOBAaHUEM B 4 MOKOJICHUSX JAEMOHCTPUPYET
rereporeHHocTh KinHn4eckor kaptuHbl A/[IIBII-PKD1 npu BbIsIBIEHHON MAEHTUYHON
MyTaIluu y TpoOaHa C aTUIMAYHBIM OJHOCTOPOHHUM BBISBICHUEM ITOYCYHBIX KUCT B
HEOHATAJIbHOM TEepUOoJie U MOATBEepkAeHUuEM 1o Y3U ABYCTOPOHHUX KUCT B TPYIHOM
BO3pacTe (OYEHb paHHEE BBIABICHHUE) U OTLA B Bo3pacTe 29 JieT, UMEIOIIEro MPU3HAKU
AT ipu oTCcyTCTBMUM BU3yalu3aluu KUcT B moukax mo Y3U. IIpakruueckasi 3HAY4UMOCTh
ONMHMCAHUSI CEMEHWHOTo ciy4as TMOAYEPKUBAET HEOOXOIUMOCTh  00OCIIEeOBaHUS
POJICTBEHHUKOB MTPO0OaH/1a ¢ KUCTO30M IOYEK ¢ IpoBeeHneM Y 3U modek He MeHee yeM
B 3 MOKOJICHUSIX CEMbU, OCOOCHHO B TE€X CIIy4asiX, KOIJla POAUTENH MPoOaHIa MOJIOXKE
30 ner.

B cembe ¢ ayTOCOMHO—IOMUHAHTHBIM HacJI€JOBAHUEM IOJIMKUCTO3HON OOIE€3HU
MOYEK U MEeYeHU B 3 MOKOJICHUSIX y MpoOaHja (JieBouka 6 jet — npodana 29 B Tabmure
3.6) ¢ AJIIBII ¢ oueH» paHHMM HavajioM BciiencTBue MmyTaruu reda PKD1 (c.11713-
3C>G) B Bo3pacTe 7 MecsIeB TUATHOCTUPOBAHBI aHEMHS, TPOMOOIIMTONECHUS, B 1 TOI
MOJITBEPKICH BPOXKACHHBIN (hUOPO3 NEUEHHU, MOJTUKUCTO3HAs 00JIe3Hb MOYeK, B 4 ronaa
KaBepHO3Has TpaHchopmalys BOPOTHOU BEHBI, CHHAPOM MOPTAIHHOMN TUIIEPTEH3UHU.

HayuHblil ¥ npakTHYeCKUi MHTEpEC MPENCTaBIsAeT ONMUCAaHUE MPOOaHAa C OYCHb
panauM HaydanmoM AJIIIb enuHCTBEHHOW MMOYKM W areHe3uel KOHTpajarepalbHOU
BCJIEACTBUE  MmaroreHHoro Bapuanta c.1534G>T »x3oma 6 Tr1ena PKD2
(Chr4:88968008G>T), npusoasiiero k muccenc—3amene p.Val512Phe.

[To manHBIM OTeuecTBEHHOW W 3apyOexxkHoU nuteparypnl, AJIIIBIT BcrenacTBue
myTanuii reHa PKD2 mnpussTOo cuuTarh penKUM BapUAHTOM Y MEIUATPUYECKUX
NAlMEHTOB, JTaHHOE KJIMHUYECKOEe HAONIONEHHWE AEMOHCTPUPYET Ciy4yaldl aTHUIHUYHOIO
(monmukucTo3Hasgs ~ OOJE3Hb  €AMHCTBEHHOM  TMOYKM  BCIEACTBUE  areHe3uu
KOHTpajarepajibHOMN).

[Tpo6ann (I11,): neBouka, 2 roga (poct 86 cMm, Macca Tena 13 Kr), apTepuaibHOe
nasienue 79/50 mm.pr.ct. (manuent 38 B Tabmuie 3.6). Poqunace B cembe ¢ 50% pucka
HacienoBanus AJIIIBII, nonomenHoit. IlpenaransHo 1o Y3W nuarHocThpoBaHa

arcHe3usa IIOYKM M YBCIHMYCHUC o0Bbema GJIHHCTBCHHOﬁ IMIOYKH, THUIICPIXOICHHOCTDH
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NapeHxuMbl, B Bo3pacTte 6 wMecsueB o Y3M aguarHoCcTUpoBaHbl B MONIOCAX
€IMHCTBEHHOW YBEJIMYECHHOU B 00bEME MOUKH 3 MOJIKANCYJIbHbIE KUCTHI (3—5MM).

N3 cemeilinoro anamHesa U3BeCTHO, 4TO y otua npodanna (l1;) B Bo3pacte 32 net
BBISIBJIEHBI KUCTHI (pasmepoMm 8—17Mm) B mapenxume obOeux mnouek, CK® B mpenemax
HOpMbI; y aenymiku (l4) — aprepuanbHas runeprensus, ¥Y3U modek He MpeaoCcTaBlICHBI;
y marepu npodanaa (1) 29 ner u y cudca mpodanna (111;) 7 ner mo Y3U maronmoruu B

IIO4YKax M IICYCHHM HC BBbIABJIICHO. POI[OCJ'IOBH&H CCMbBH Hp06aHI[a MNpcacTaBJIiCHa Ha

pucyske 3.7.
! O ?
1 2 3 4
1 PKD2 (chr4-88968008 G=T)
c.1534G=T (p . Val512Phe)
papuant ¢.1334G=T (p.Val312Phe) 1 2
He 0DHAPY:KEH
PKD2 (chr4-88968008 G=T)
n c.1534G=T (p.Val512Phe)

PKD2 (chr4-88963008 G>T)
¢.1534G>T (p.Val512Phe) 1 /' 2

Pucynok 3.7 — PogocnoBHas cembu nipobania — aeBouku 2 jet ¢ AJIIIb exquHcTBeHHOM

MOYKH U areHe3Usl KOHTpaarepaibHOU BelieACcTBUE MyTaluu rena PKD2

[IpobGann peBouka obOcnemnoBaHa B Bo3pacTe | ropga, JMarHo3 O4YeHb paHHeEe
Hayano AJIIIb enuHCTBEHHOW MOYKM MOATBEPKAEH. B Bo3pacTte 2 JIeT COCTOSIHUE
noueuHoit Gyrkimu coorserctByer XBIIC] ¢ Hopmanbroit CK® (108mm/mun/1,73M7).

C nenwio moxaTBepkacHUs B dk30He 6 rema PKD2 (NM_000297.3) BapuanTa
c.1534G>T (p.Val512Phe) u aHanmu3a TPOMCXOXKACHHS BBISIBJICHHOIO BapHaHTa
npoBeneHo uccienoBanue odpasnoB JJHK mpobanma, pomureneit u cubca mpobanaa
METOZOM MpsAMOTO  cekBeHupoBanus 1o Cenrepy. BapwanT HYKJICOTHIHOM

nocnenoBarenbHocTn  €.1534G>T  (p.Val512Phe) BwissBIeH B TIeTEpPO3UTOTHOM
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COCTOSIHUM y TipoOaHa, cuOca 1 oTma npodanaa. Y marepu npoOaH/ia JaHHBIN BapruaHT
He oOHapyxkeH. Cubc B Bo3pacte 7 JeT SBISIETCS OECCUMIITOMHBIM HOCUTEIEM
TETEPO3UTOTHON MYTAllMM C HEOOXOAUMOCTBHIO KOHTpoJiss Y3W mouek W NoueqyHOM
(GYHKITUY B TUHAMUKE.

Hamu ycTaHoBIIeHBI 0COOEHHOCTH MOJMKUCTO3HOW 0OJIE3HU MOYEK C ayTOCOMHO—
JOMHHAHTHBIM THIIOM HACJE€IOBAaHUS IO BO3PACTy K MOMEHTY BBISBICHHS MOYEYHBIX
kucT o Y3U B nerckom Bospacte. A/IIBII auarHoCTUpYIOT y JIeTei mpeHaTaabHO B
7%, B BO3pacte no 18 mecsueB B 20% caydaeB. Ilpu nepBom Y3U BbIsIBICHUU
MOYEYHBIX KUCT B Bo3pacte 10 18 mecsnes (40 nereit, 20%) u 6omee 15 net (56 nerei,
28%) gocroBepHO wuyairie omnucaHa TunuuHas Y3W  KapTHHA KHCT TOYEK —
MHO>KECTBEHHbBIE, IBYCTOPOHHUE; B Bo3pacte oT 18 mecsueB o 15 ner (104 nauuenra,
52%) mocTtoBepHO wHalle BCTPEYAETCS aTUNMYHOE BBISBICHUE. B nmeTckom Bo3pacte
IPOAOJ/DKAETCS  HENPEPBIBHBIA ~ pOCT  pa3Mepa KUCT 1O KPUBOM  TpeHJa
DKCIIOHEHIIMAJIBHOTO THUIA. Y gnered ¢ odeHb paHHUM HavyaioM AJIIIBII nmamerp
MOYEYHBIX KUCT M0 pe3yibraram Y3U Oosbliie, 4em y nerei ¢ paHHUM HadaiioM. Y 84%
nered ¢ AJIIIBII npu Hanmuuum KUCT B MOYKAX, BU3YAJIM3UPYEMBIX INPU MPOBEACHUU
VY3U, orcyTcTBYIOT )asio0bl. Penko (5,5%) AMarHocTupyroT peHallbHOE MaJIOBOJIUE MIPU
AIIIBIT y mnona. Y 40 neteit ¢ ouens panaum HavaioM A JIITBIT npenaransho B 27,5%
CllydaeB YCTAaHOBJICHO PEHAIbHOE MaJOBOAME M OTCYTCTBOBaNO y 160 nmereit ¢ paHHHM
nHauanmom AJIIIBII. Cungpom I[lotrep npu poxkaenun umenu 3 (1,5%) uz 200 gereit ¢
AJIIIBIT. VYBenuuenue OOII (cm3) mo Y3U y nereit ¢ AJIIIBIT yctanoBieno B 59%
cinydaeB, y 41% nereit ¢ AJIIBIT OOII B HopMme. [locTtoBepHo wame y 118 nperent ¢
AJIIBIT yBenmnuenne OOII (cm3) no pesynpratam Y3U nuarHoCTUPOBAHO B BO3pacTe
1o 12 mecsimeB u B Bozpacte 6onee 11 met (mo 38%), uto coctaBuio mo 22,5% w3 200
neteir ¢ AJITIBII, B cpaBHeHuu ¢ Bo3pactoMm 1 — 10 met (p<0,05). Jlns xpuBoi TpeHaa
no yBenudeHuro odOmero oovema mouek (cm3) mo Y3U mpu AJIIIBIT xapakrepen
sKcroHeHIManbHbIl Tun. Y 83% nereit cunapom Al mpu A/IIBII nuarHocTupyrot
BIiepBhIe B Bo3pacte Oosee 10 netr. Kuctel B Apyrux mapeHXWMaTO3HBIX OpraHax IMpu

AJIIBIT BcTpeuarorcs peako (9,5%).
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3.2 Pe3yJbTaThbl HCCJIEA0BAHNS KJINHNYECKOTO0 (peHOTHIIA U TeHOTHUIA
op¢aHHOI MOJUKHCTO3HOM 00JIE3HH MOYEK C AYyTOCOMHO—PENeCCUBHBIM THIIOM

HacjJea0oBaHudA y IleTeﬁ

W3 300 manmenToB ¢ kucrozamu modek, y 33 (11%) u3 26 cemeit ycTaHOBJICH
JIMarHo3 TMOJHMKUCTO3Has OOJNe3Hb TMOYeK C ayTOCOMHO— PEIECCHBHBIM THIIOM
HaclenoBanus, cpeau Hux 15 (45,5%) mansarikoB u 18 (54,5%) neBoyek B BO3pacTe OT
1 mecsama o 17 net 11 mecsues (cpeauuii Bo3pact /,2+5,4 ner).

B 25 (96%) ceMpsx mnpu OICHKE pe3y/IbTaTOB TI'e€HEAJIOTHYECKOT0 METo/a,
YCTAHOBJIEHBI MPHU3HAKU, XapaKTE€pHbIE I ayTOCOMHO-PELECCUBHOIO HACJE€AOBaHUS.
W3 26 cemeii B 1 (4%) BBISBICH KHCTO3 TICYCHH Y MAaTEPU U KUCTHI TIOYEK Y OAOYIIIKH I10
OTLOBCKOM nuHUM, KiauHudyeckuil ¢enorun APIIBII y mnpoOanma mnoarBep:KaeH
pe3yibraTaMi MOJIEKYJIIPHO — TeHETHYecKoro uccienosaHus. M3 33 mauueHTOB €
APIIBII B uccnenoBanue BKIOYEHO 26 mpoOaHIoB M 7 cuOCOB (CTapuiux Jered B
cembsix), y kotopeix auarHo3 APIIBII u3Becten 1o oOcnenoBanus mpobanaa (Tadbauna
3.7). U3 26 cemeii B 1Byx APIIBII nuarnoctupoBana y 3 gereii; B Tpex — y 2 JeTel, B
21 —y 1 pebenka.

Taomura 3.7 — [Marmmentsr ¢ APIIBIT u3 26 cemeit

Cembu, nmetomue nerei ¢ APTIBIT [TpoGanbl CuOchr
21 cembs ¢ 1 pebeHKOM 21 0
3 cembu ¢ 2 cubcamu 3 3
2 cembu ¢ 3 cubcamu 2 4
Bcero 26 7

YcraHoBIEHA BHYTPUCEMENHAS TE€TEPOr€HHOCTh HAYaJbHBIX IPOSIBICHHUM,
MOYEYHOro U TedeHoyHoro (enoruna u mporHosza APIIBIT y mpobGanga u cuOcos,
KOTOPBIE ONKCaHbl Ha IpuMepe 2 cemen. CXeMbl POIOCIOBHBIX CEMEN MPEICTABICHBI HA

pucyHnkax 3.8 — 3.9.
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Ha momeHnT poxaenus npobanga cemMbu b. n3BECTHO 00 OTATOIIEHHOM CEMEWHOM
anamue3e (pucyHok 3.8) mo APIIBII, nuarHoctupoBanHoro y cubca mpodanga (1113).
W3 3 npereld or (pEHOTHNHMYECKH 3J0POBBIX poauTeNicii cembu crapmias jgodb (1112)
3nopoBa. Cubc, neBouka (1113), ponnnacek noHomenHoM, mo Anrap 7/ 7 6aimos, 3340t /
50cm. U3 anamHe3a H3BECTHO, 4YTO OEpPEeMEHHOCTh MaTepu IMpoTeKana Ha (¢oHe
MaJIOBOIMSI U MU3MEHEHUSI CTPYKTYPhl MApPEHXUMBI (TUIEPIXOTCHHOCTh) MOYEK IUIOAA,
JMarHoCTUpOBaHHbIX NIpu Y3U B 32 Hepenu, yBelnueHHe )KUBOTA Iioja npu Y3U Ha
38 uenene. [Ipu poxaenun cocrosinue Tskenoe 3a cuet JAH, C/P, runorasuu Jerkux,
OIIII 2cr.

[To Y3U nuarHocTUpOBaHBI MHOXKECTBEHHbIE MENKHE (2—3 MM) KHCTBI O0euX
nouek, ypeiandeHHbIX B o0beMe (OOII=57cMm3), neuens 6e3 ocodennocrtet. B 1 mecsi —
AT, mmenonedputr, OOIl yBemumumncs go 110 cm3, moueunas (yHKUMS CHHXKEHA
(kpeatunuH kpoBu 84 wMkmoiw/n). B 4 wmecsma — Al, merabonuueckuit anumos,
runionarpuemusi, CK® (45 mu/mun/ 1,73M2), rernaToMeraius.

TpakroBka auarnosa y cubca (B Bo3pacte 11 mecsien): [lonukucro3nas 0oe3Hb
MOYEK C ayTOCOMHO — PELIECCUBHBIM THUIIOM HACJIEIOBAHUS, BPOXKIECHHBIM (PUOPO30M
neyeHu. XpoHuueckas Oone3Hb modek B ucxone OIIIl. TepmunHanbHas mnoueyHas
HEJOCTAaTOYHOCTb.

B Bo3pacte 12 mecdieB — neranbHbiil ucxop, nuario3 APIIBIT noaTeep:xaeH no
pe3yJibTaTaM TUCTOJIOTUYECKOTO HCCIEAOBAaHUS TIOYEK M TIE€YEHU IMPHU ayTOICHHU.
BHenoueyHoro pacnoaoKeHHs KUCT 10 PE3yJbTaTaM ayTOIICHH HE BBISIBJICHO.

[TpoGanx 17 ner (1114), pomwics vepes 1 rom mocime cmeptu cubca (1113).
[lepunaranbHbIi IEpUOA TIpOTEKAN 6€3 ocodeHHoCTe. Poc 1 pa3BuBaics M0 BO3paCTYy.
B 1 ron mo Y3U nouek BhIsIBI€HA TMIIEPIXOTEHOCTh NAPEHXUMBI U YBEJIMYEHUE 00enx
nouek, rematomeranus. B 3 roga ¢ yueroM cemMeHHOro aHamHe3a M KIMHHYECKHUX
MPOSIBJICHUIM KHUCTO3a MOYEK, pe3yabTartoB Y3 nmouek (MHOXKECTBEHHBIE MEJIKUE KUCThI
B yBeJIMYEHHBIX Toukax), MPT u Ouwoncuu mnedeHu, y mnpoOaHja JUarHOCTHPOBAHA
APIIBIT ¢ BpoxaenasiM (¢pubpozom mniedenu, cuHapomom Kapomu, XBIIC3
(CK®58m/mun/1,73m%), B 10 mer XBIICS5, mpoBemeHa TpaHCIUIAHTALES TPYITHOM

nouku. B 17 ner mnpobanj sBIsSETCS KaHIUJIATOM JJIS  KOMOWHHUPOBAHHOM
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TpPaHCIUTAHTAIIMM TI€YCHU W TOYKHA B CBS3U C JMArHOCTUPOBAHHON auchyHKIHUEH
2
tpanciantara (CK® 23mu/mun/1,73M°%), BpokaeHHBIM (GUOPO3 TIEUEHU, CHUHIPOM

Kapomnu, XomaHruT, CHHAPOM MOPTAIbHOM THUIMEPTEH3UM, CHIDKCHUS (DYyHKIUU TEYCHH

(20 6amroB o mkaie MELD — Na).

t O , O 4

1 2

oL 53/#4

Pucynok 3.8 — PogocioBHast cembu npo0ania — Manwuuka 17 jget ¢ APTIBIIT

3akmoueHne no rereporeHHoctu teueHus APIIBII Ha mpumepe nererd cempu
npobaHa — MajbuuKa 17 JeT: KIMHUYeCcKas KapTUHA MOJUKUCTO3HOW OO0JIe3HH TOYEK y
cubca (1113) co cHmwkeHreM MoyeyHOW (PYHKIMHM MPEHATAIbHO (C y4ETOM MAaJOBOIMS,
JTUArHOCTUPOBAHHOTO B 32 HEAENW) W TOCIE POXKACHUS COOTBETCTBYET Op(daHHOI
kinaccuyeckoit APIIBIT (B coorBerctBuM ¢ kiaccudukanuerr S.M. Bonsib, 2010) c
JeTalbHBIM HcX0moM B TpyaHoM Bo3pacte. [Ipodang (1114) ¢ aerckoii APIIBIT c
¢ubpo3oM mnedyeHn B Bo3pacte 17 Jer SABIFETCS PEUUIIHEHTOM TPYIMHOW IMOYKH B
TeUeHue 7 JIeT, UMEET MOKa3aHus K TPAHCIUIAHTAlUU NEeYEHHU, YUYUThIBas TUCHYHKIUIO
MOYEYHOTO  TpaHCIIaHTara OyaeT  pacCMOTpPeH  BOMPOC  KOMOMHHUPOBAaHHOM
TpaHCIUIaHTaluu medenn u nouku. Crapmias cectpa (1112) 3mopoBa, uro He
OPOTHUBOPEUUT JAaHHOMY CEMEMHOMY Cllydald ayTOCOMHO—PELIECCHUBHOTO THIa
HaclieloBaHus Kucro3a mouek y ee muaamux cectpel (1113) u Opara (1114).

MoutekyssipHO — reHeTu4eckoe uccneaosanue npodanaa (1114) e mpoBoauIoCck, Tak Kak
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obmenpusHanubie kKpurepun auarHoctuku APIIBII, npencrasnennsie K.Zerres (1996)
B momudukanuu JrLW.E Sweeney c¢ coapr. (2016) mnpemycMarpuBarOT HaJIUYHE
noareepxkaeHHoro APIIBII y cuGcoB/aM3UroTHeIX OIU3HEIIOB MPU ayTOIICUH.
BHyTpruceMeliHyl0 reTepOreHHOCTh  KiumHu4deckux  npossiaeHun  APIIBII
nemoHctpupytoT cirydan APIIBIT B cembe H (pomocnoBuas cembpu H. mpencraBieHa Ha

pucynke 3.9).

r O O

. ®
1 3 4

[

/ 5
Pucynok 3.9 — PogocnoBHast cembu nipo0anna — neBouku 14 jmer ¢ APIIBIT

Y cubca (I1114) — crapmeit cectpsl mpobanaa OT (HEHOTHIIMYSCKH 3I0POBBIX
poauTenield, BHYTPUYTPOOHO pa3BUBaOIICiics Ha (OHE MaJoBOAUS, HEOHATaJIbHBIN
nepuog 0e3 ocobeHHocTeil. B Bo3pacte 1 roma mpu oOcieqoBaHUU TIO TOBOMLY
YBEJIMYEHUsI JKUBOTA, TEMaTOCIUICHOMErajuud, TPOMOOIUTONIEHUHM U  HOCOBBIX
KpoBoTeueHu 1o Y3 BBISIBICHBI KMCTO3HBIE M3MEHEHUSI U ouaru (puOpo3a IMedyeHw,
MHOXECTBEHHBIE MEJIKME (2 MM) KUCThl 3HAUUTEJIbHO YBEJIMYEHHBIX MOYEK, MPU3HAKU
CUHJIpOMA MOPTaJbLHON THIEPTEH3UH, 110 OMOTICUU TEYEHHU TOATBEPKIICH BPOKICHHBIN
¢bubpo3. B Bozpacte 17 net 11 MecseB — qaHHBIX 32 apTePUATIbHYIO THIIEPTCH3UIO HE
ycranoBinerno, XBIIC2 co cumkernem CK® (87vm/mun/1,73M%), o pesyisratam Y31

pe3ko yBenmueH OOII (450cm3), coxpaHSIOTCS TPU3HAKKA CHUHIPOMA MOPTaTbHOM
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runeprensun npu  ¢puodpose (F4 mo METAVIR) um kxucrtoze mnedeHd, NpHU3HAKH
TUNEpCIIEHU3Ma, AUarHocTupoBad cuHjpoM Kprosenbe—baymraprena (pekananusaius
MyNIOYHOM BEHBI), IJIAHUPYETCS IPOBEICHUE TPAHCIIJIAHTALIUY TTIEUYCHH.

Y mpobanna (1115) ¢ poxnenust anemus, B 6 MecsIeB TUarHOCTHPOBaH (GuOPO3
neuenu (F3 mo METAVIR) ¢ curapoMoM mopraibHOM FHIEPTEH3UH, B Bo3pacTe 1 rox 3
Mecslla BIEPBbIE OTMEUYEHO YBEJIWYEHUWE TI0YEK, B 6 JI€T KOHCTAaTUPOBAHO
nporpeccuposanue XBIT B C3 (CK® 42v/mun/1,73m%, runepmaparupeos), mo Y3U —
MHOXKE€CTBEHHBIE KUCTHI B yBennueHHbIX novkax (OOIl mo Y3U 222 cm3), A/l B HOpMme,
B 11 mer CK® coorsercrBoBama XBIIC3 (33mu/mun/1,73M%) cO CHHIKCHHEM B
nuHaMuke 3a 5 set. B 13 ner npo6ann (I1115) nepenecna OIII (HeqocTaTouHOCTD) Ha
¢done BupycHor mHpeknun. B Bo3pacte 14 et ¢pudpos neuenn (F4 mo METAVIR) ¢
cuHapoMoM moprainbHOM rumnepren3un, XbIIC4 (CK® 21wmn/mun/ 1,73m%), 1o
pe3yabTaraM MOJIEKYISIPHO-TEHETHUECKOTO MCCIIEOBaHUS Y MpoOaHaa BHISBICHBI JBa
BapraHTa (MMAaTOTCHHBIH W BeposTHO naroreHHbI) reHa PKHD1 B rerepo3urorHom
coctosinuu. [Ipobany TutaHupyercs: mpoBeleHHne KOMOMHUPOBAHHON TPaHCIUIAHTAIIMH
MIEYECHH U MOYKH B JOAHAINU3HYIO CTA/IHIO.

3akiiroueHHe 1o rereporeHHocTu mnporpeccupoBanuss XbII mpu APIIBII nHa
npuMepe JeTel U3 ceMbu MpolaHa — JeBoUku 14 jeT: y cubca u npobaHia oTMeueH
cxoxkuil medeHouHbld (enotun opdannoi APIIBII m pazauuus B MOYEUHOM — Yy
npobanga ¢ XBIIC3 B 6 ner ormeueno nporpeccuposanre XbII B C4 B Bo3pacte 14
jeT, y cubca B Bo3pacTe 17 mer 11 mecsiieB modedHass (yHKIUMS COOTBETCTBYET 1
craguu XbII 6e3 camxenns CKOD.

PonocnoBnast cembpu mpoGanga K. 7 net., mpencraBieHHas Ha pucyHke 3.10
JEMOHCTPHUPYET 0COOCHHOCTH CEMENHOro aHamMHe3a y MpobaHAa ¢ MOATBEPKICHHBIMU
IpU  MOJICKYISIPHO-—TEHETUUECKOM HCCJICIOBAHUM TAaTOTCHHBIMM BapUaHTaMH TeHa
PKHD1.

[IpoOGann — manpuuk (1111), ponusncs or Matepu ¢ KUCTO30M Te4eHH, y 0a0yIIKu
(I3) mo muHMM oTIa MpobaHa 3 KUCTHI B MOYKax 1Mo pesyiabraram Y3U. BHyTpuyTpoOHO
no Y3W orTMeueHa TUNEPIXOT€HHOCTh MApEeHXUMBbI [IOYEK, I[0C]I€ POXKACHUS

MOJITBEPKACHBl MHOXECTBEHHbIE TUpPy3Hble Menkue (1-2MM) KUCTBI 00€UX pe3Ko
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yBeIIMYEHHBIX B o0beme mouek, k 2 romam XBIICl ¢ HopmansHOli CKO
(115m/Mun/1,73m%), remaromeranusi, mpu3HAaKd xornectasa, OOIl pesko yBeIndeH
(700cm3) ¢ HapacTaHWMeM B JIMHAMHKE IOCIE POXACHHUS, KPOBOTOK JOCTATOYHBIMH,
PaBHOMEPHBIM, MAapEeHXMMATO3HbIE KHCTBI IMOYEK MeEJKHE (2-3MM) MHOKECTBEHHbBIE
nuddys3usie. B Bo3pacte 7 et y mpodanna ¢ APIIBII nuarHoctTupoBaHa apTepuaibHas
runeprensus 1 cremenn, XBIIC1 (CK® 101mm/mun/1,73M°%), mpu o6ciienoBaHuu
npu3Haku (pulOpo3a W/ MM KUCTO3a MEYEHHW, CHHIPOMA MOPTAILHOW TUIEPTEH3UU HE

BBIABJICHBI.

I O o 4

b

IT1
/' 1

Pucynok 3.10 — PonocnoBnas cembu npobanja — maneuuka 7 et ¢ APIIBII BenencTeue

myTanuii rena PKHD1

3axmtoueHne o ocodbeHHoctaMm BbisiBeHuss APIIBIT na mpumepe npobGanna B
ceMbe MpoOaHna — MajbiMKa 7 JIET C OTATOIIEHHBIM CEMEMHBIM aHaMHE30M IO
KHCTO3aM TMOYEK U NICUCHU: JaHHBIA KIMHUYECKUN ciiydail u3 ceMbH K. neMoHcTpupyet
HEOOXOIMMOCTh MOJEKYISIPHO — TEHETHMYECKOTO UCCIeIOBaHus TMpu Op(aHHBIX
KHCTO3aX IMOYEK, 0COOEHHO B CIIydasX HECOOTBETCTBHUS IMPENIOoaraéMoi HO30JOTHH C
YU4ETOM THUIy HACJEIOBaHMs [0 aHAJINW3y POJOCIOBHONM M OCOOEHHOCTAM (peHOoTHIIA

KHCTO3a MOYeK y mpoOaHa.
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[Ipenaranbuo u3 33 manuentoB ¢ APIIBIT y 18 (54,5%) noueuHbie KUCTHI HE
BusyanusupoBanbl, B 17 (51,5%) cnyyasx JMarHOCTUPOBAHO MAaJIOBOAUE BO
BHYTPUYTPOOHOM NIEPHUOJE.

N3 17 pereit ¢ APIIBII, npeHaraibHO pa3BUBABIIMXCS B YCIOBUSIX MaJIOBOAMS, Y
4 ymensienue konuuectsa OIIB ormeueno ¢ 22-26 Henenu rectaiuu (C HapacTaHUEM
CTEIMECHU TSIKECTH MAJOBOJMS K MOMEHTY pojoB), Y 13 — na 30-38 Henerne recraiuu.
PeHanbHOE ManOBOJIME TUATHOCTHPOBAHO OJHOBPEMEHHO C BBISIBICHUEM KHUCTO3a MMOYEK
y 3 u3 17 naiueHTos.

BrIsiBiIeHBI 0COOEHHOCTH TeueHus OepemeHHocTH matepu y 17 nereir ¢ APIIBII
NEpEeHeCHINX MpeHaTalbHO MasoBojue: y 10 — HacTosmas OepeMEHHOCTb MaTepH
npoTekana Ha poHe aHemuu, y 9 — Ha (hoHe yrpo3sl npepriBanus Ha 32—-35 Hexene, y |
— npeskyamiicud. M3 17 nmaunentos, nepenecux peHanbHoe MmasioBoaue mpu APIIBIIL,
9 ponunuch noHomeHHBIMU ¢ Maccod 3024463 r u mmmHoM 47,1429 cM um 8 —
HEJIOHOIIEHHBIMHU ¢ Maccoit 2070+57 r u gnunoi 46,2+1,4 cMm.

Y 5 u3 17 pereit ¢ APIIBII, npeHartalibHO pa3BHBABIIMXCS B YCIOBHSX
MaJIOBOJIMS, TIPU pOXKACHUHU quarHoctupoBanbl npusHaku J{H I[I-III crenenu tsxectn,
U3 HUX y 3 1O pe3yjibTaTaM pEeHTreHOrpauu OpraHoB TPYAHON KJIETKU MOJITBEPXKICHA
TUIOIUIa3Usl JIETKUX, y | — OCJIOKHEHHasi CIIOHTaHHbIM IHEBMOTOpakcoM. M3 5
nanueHToB ¢ APIIBII y 1 runonnasus JIEeTKuX AMarHOCTUPOBAaHA MpeHaTtaibHO 1o Y3U
Ha cpoke 30 Henenb.

[Tocne poxleHHs OlleHKa MO IIKajae Anrap y 5 Jnere ¢ rumnoruiasuend JEerkux
cocraBmia 3-5 OamoB Ha 1 wMuHyre u 4-6 OamwioB Ha S5 MHUHYTE.
KucnoponozaBucumocts coxpansiiace y 4 mnanueHtoB ¢ APIIBII, B HeoHaTambHOM
NepHoJIe IPOBOAMIACH UCKYCCTBEHHAs! BEHTUJISLUSA JIETKUX. Y 17 HOBOPOXKIEHHBIX C
APIIBII, nepenecmmx peHaIbHOE MalloBoAME, TpeHaTainpHo o Y3U Ha 20-22 nepnene
recTaliii OTMEYEHBI THUIEPIXOTCHHOCTh MApPEHXUMbI OOEUX TOYEK W CHUKCHUE
KOPKOBO-MO3roBoi Ju(hepeHInpOBKH MapEHXUMBI TOYEK.

W3 17 manueHToB, NEPEHECIIMX PEHAIbHOE MaJloBOAME, Y 12 ycTaHOBIEHO
yBenumuenue OOIIl (cm3) mpenatansHo npu Y3U Ha 30-34 memene, OOIl npu

POXKACHUU y 5 Madb4uKoB, coctaBisieT 62,3+19,6 cm 3 (Hopma — 25,9+0,82 cm3 ), y 7
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neBouek — 83,1+43,2 cm 3 (mopma — 25,2+0,56 cM3) U He UMEET CTaTUCTUYECKHU
HE3HAYUMBIX pazauuuii ¢ HopMmoit (p=NaN). M3 17 HoBopoxaeHHsix ¢ APIIII,
MEPEHECHINX PEHAIIbHOE MAJIOBOAME, ¥ 8 oTMeueHb! TunnyHoe auilo [lotrep u npsdnas
CKJamyaTas Koxa, y 3 — nedopmanuyd KOHEYHOCTEH (COTHYTBIE HOTH C TOJBOPOTOM
CTOII BHYTPb, KOCOJIAMIOCTh ).

IlepBble BbIABIIEMBbIE U3MEHEHHS B Moukax no Y3M y maumentroB ¢ APIIBII B
100% umenu aBycTopoHHUIN U dy3HBIA XapakTep.

VY Bcex nmereit nociue poxieHus no Y3M ycTaHOBIEHO yBeIMYEHHE 00beMa MOYeK,
NOYE4HbIE€ KUCTHI 0TMeUeHbI B 84,8% ciyuaeB. U3 33 nereit y 5 (15%) nereii Kuctel HE
BHU3YyaJIN3UPOBAHbI HA PAHHUX 3Tanax JIUarHoCTUKU ripu Y 3.

Y 33 nanueHTOB BBIABICHBI pasnuuuss B Bospacte auarHoctuku APIIBII

(Tabmuia 3.8).

Tabmuma 3.8 — Bo3pact k momenTy nuarnoctuku APIIBIT y 33 nereit

Bo3spacr KonuuectBo
MAIEeHTOB
n %

IIpU POXKIAECHUU U B BO3pacTe A0 3 JET 27 82

4 — 6 ner 4 12

7 net 1 3

10 ner 1 3

Juarno3 APIIBII Bepudunmposan u3 33 nereit y 31 (94%) npu poxIeHUHN WU B
Bo3pacte 10 6 neT, y 2 (6%) B 7 net u 10 neT, korjaa BIEPBbIE BBISBICHBI KUCTO3HBIC

o0pa3oBaHus B 00eUX YBEJIMUECHHbBIX MOYKaX.
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YcraHoBIeH XapakTep JUArHOCTUPOBAHHBIX U3MEHEHUH B ITOYKaX I[Ipc€HarajJdbHO U

nocie poxaenus mo Y3U y 33 nereii ¢ APIIBIT (Tabnuna 3.9).

Tabmuma 3.9 — IlepBeie BbIsIBIsieMble W3MeHEHUs B moukax mo Y3U y 33 nereit ¢

APIIBII

XapakTtep uaMeHeHul mo pesyapraram ¥Y3U modex KonnuecTBo manueHToB
n %
[IpenaranbHo
TUIIEPIXOTCHHOCTh MapEHXUMBI 22 66,7
YBEJIMUCHHUE MMOYEK 22 66,7
JIBYyCTOPOHHHE MHOXKECTBEHHbIE TU(DPy3HbIEC MeaKue | 15 45,5

(1-2MM) KUCTBI B TAPEHXUME

ITocne poxaenus no 6 et

yBeJIMUEeHHE 00beMa mouek (cM3) 33 100

TUIIEPIXOTCHHOCTh W/WIIH CHUYKEHUE/OTCYTCTBHE 30 90,9
KOPKOBO — MO3roBOM AU (HepeHInPOBKY MAPEHXUMBbI

JBYCTOPOHHHE MHOXKECTBEHHBIC AU Py3HbIE Menkne | 28 84,8
(2—8MM) KUCTBI B TApECHXUME

B neonaraneHoMm mepuoae y 5 (15%) u3 33 neredl quarHOCTUPOBaH CHUHIPOM
[Tortep ¢ nepcuctupoBanueM OIIII Gonee 4 Henemns.

VY nereit ¢ APIIBII ycTaHOBIEHA MOJOKUTENIbHAS KOPPEIALMS MEXKIYy Y4aCTOTOU
MPEHATAIbHOTO MAaJlIOBOJUSI U OCTPbIM TOBPEXKICHUEM TMOYEK IMOCIE POXKIACHUS
(xoadpunment xkoppensituu [Mupcona = 1).

YcraHoBieHbl HaubOonee yactele kiauHU4eckue mnpossieHus APIIBII, kotopsie
BeTpeTwinch 'y 33 gmereit B 45,5% cnydaeB u  Oornee, yBETWYCHHE JKHUBOTA,
NaJbIIUPYyEMbIE TIOUKH, apTepUaIbHAS TUIIEPTEH3USI, 3aII0OPBI.

3a mepuon HaOmonenuss y 33 mnaumeHtoB ¢ APIIBII auarnoctupoBaHbl

KJIMHUYECKUE MPOSBICHUS MOYSYHOT0 U BHENOUYeyHOro heHoruna (tadmuma 3.10).
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Tabmuma 3.10 — Knuanueckue nposisinennst APTIBII y 33 nereit

KimHn4eckue nposBacHUs KomuuecTBo
MaI[iEeHTOB
n %
YBEJIMYCHHE )KUBOTA 28 84,8
najgbIUpPyeMbIe TIOUYKH 20 60,6
apTepuaibHasi TUTIEPTEH3US 20 60,6
3arophl 15 455
rernaroMerajus 14 42 .4
o0ocTpeHus peHaTbHOU HH(EKITNY B aHAMHE3€ 10 30,3
CILZIEHOMET aInst 8 24,2
OoJieBol a0OMHHAIBHBIN CHHIPOM 7 21,2
OCTpPOE MOBPEXKICHHUE NMOYEK B HEOHATAILHOM U TPYIHOM | 5 15,2
nepuoaax
JIbIXaTeJIbHASI HEJOCTAaTOYHOCTh B HEOHATAIBbHOM U 5 15,2
TPYIHOM TEPUOIax
TUIIOILIA3HsI JIETKUX B HEOHATAJIbHOM M TPYIHOM 3 9,1
nepuojiax
MUILIEBOJTHO — KEITYI0YHOE KPOBOTEUEHUE 2 6,1
HOCOBOE KPOBOTEUCHHUE 1 3,0
000CTpeHne XOJIaHTUTa 1 3,0

[Tatmentsl ¢ APIIBII pa3znenensl Ha 2 rpynmsl B 3aBUcUMOCTH OT Hanmnuusa OIII1T

MEPCUCTUPYIOLIETO B HEOHATAIBHOM WM TPYOHOM IMEPHUOJAaX B CTPYKTypE CHHIApPOMA

ITorrep.

B 1 rpynny Bxmodensr 5 (15%) nmereit B Bo3pacte 1-12 mecsueB ¢ [lorrep—
cugapomoM npu poxaeHuu u OIIIl nepcuctupyromum Oonee 4 Henenab MOCIHE
poxaeHus, Bo 2 rpymnmny — 28 (85%) manmeHToB B Bo3pacte 2 jeT — 1771et 11 mecsies
(9,943,6 roma), y KOoTOpsIX OTCYTCTBOBal cuHapoM [lotTep npu pokaeHuu u OIIII B
HEOHATAJILHOM W TPyAHOM Tiepuogax. JlOoCTOBEepHBIX pa3nmuuuii mo moiay B 2

CpaBHUBAEMbIX Tpylmax He MoiaydeHo (z<90%). Mexmy 2 rpymnmaMud TPOBEICHO

CpaBHUTCJIbHOC UCCIICAOBAHUC.
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[IpencraBnena xapakrepuctuka 2 rpynn nagueHToB ¢ APIIBII u yka3zanuem

pas3nnuyuil O BO3pacTy K MOMEHTY IIEPBOTO BBISIBIICHHSI OYEYHBIX KUCT (Tabnuia 3.11).

Ta6muua 3.11 — Xapakrepuctuka 2 rpymi gaeteid ¢ APIIBIT

Kputepun 1 rpynma | 2 rpymnma Bcero
n=5 (15%) n=28 n=33
(85%)

MaJIBIMKOB 2 13 15 (45%)
JICBOYCK 3 15 18 (55%)
BO3pAcCT MEPBOTO BBISBICHUS MOYCTHBIX KUCT:
IpEeHATaTHHO 2 3 5 (15%)
0 — 1 mecsry 3 7 10 (30%)
6omnee 1 mecsima — 3 et 0 12 12 (36%)
4 — 6 ner 0 4 4 (12%)
7—10 mer 0 2 2 (6%)
CpEIHUHM BO3pPACT HA MOMEHT IIE€PBOTO 1,6+0,45 1,44+0,5 1,25+0,4
BBISIBJICHUS TTIOUYCYHBIX KHCT MOCIIE HezeNu JeT JeT
POXKICHUS

B 2 cpaBHHMBaeMbIX rpynmnax yCTaHOBJEHBI pa3iMuusl B MEPBBIX KIMHUYECKUX U
V3U nposienenusix APIIBIL. B 1 rpynne u3 5 nereid, nepeHecmux MajioBoaue, y 4
BriepBele yMeHbIieHUE OIIB ormeueno no Y3U mpenaransHo ¢ 22-26 Henmenu, BO 2
rpynie y 12 va 30-38 Henene, runomiazus JIETKUX MPU POKIACHUU JUArHOCTUPOBAHA Yy
3 nmereii u3 | rpynmsl.

VY Bcex aere 1 rpynnbl COCTOSIHUE TSKETIOE MPU POKIECHUH, KUBOT YBEIINUYEH 32
cueT Hedpomeranuu / remnaTroMeraguy, MOYKH IMpH MNalblaluy IUIOTHBIE, npu Y3U
TUIIEPAXOTEHHOCTh MapeHXuMbl novek ¢ yrparod KM/, y 2 kucTel B noukax no Y3U
JUMAarHOCTUPOBAaHbl B TIEPBBIE CYTKH IIOCIE POXIACHUSA, y 3 TIOYEYHBbIE KHCTHI
BU3yaJIM3UPOBaHbl Ha 2 — 3 HEHEIM HEOHaTaJbHOro mnepuoaa. Bo 2 rpynme aeren
remaromMeranusi mo AaHHbM Y3UW u 3anop wyamie ChnyKuiaud TEPBBIM MPOSBICHUEM

APIIBIL
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B 2 cpaBHuBaembIx Tpymnmax ycTaHOBJIeHBI ocoOeHHocTH ¢enoruma APIIBII,
ONPECJICHA 4acTOTa XapaKTEPHBIX KIWHUYECKUX IIPOSBICHUN, BBISBICHHBIX
WU3MEHEHHUI 10 JIA0OpAaTOPHBIM M HMHCTPYMEHTAJIBHBIM METOJaM HCCleNoBaHus y 33

HaIMeHTOB B Bo3pacte 1 Mecsy — 17 sret 11 Mecsmes (Tabmuma 3.12).

Ta6muua 3.12 — IIpossnenus knuaunueckoro gpenotuna APIIBIT y 33 gereii

B Bo3pacte 1 mecsi — 17 et 11 mecsen

I rpynna 2 rpynna
[Ipossnenus penoruna APIIBII n=5 n=28
MaJIOBOJIME B MPEHATAIIBHOM IEPUOLE 5 12 (42,9%)
JIH B HeOHATaJIbHOM M TPYAHOM MEPHOIAX 5 0
TUIOTJIa3Ksl JITKUX B HEOHATAIbHOM W TPYIHOM | 3 0
neproIax
OIIII B HEOHATATBFHOM M TPYAHOM IIEPUOJIAX 5 0
YBEIIMYCHUE )KUBOTA 5 23 (82%)
NaJIBITUPYEMBbIC TIOUKH 5 15 (53,6%)
rermaroMeraius (IaabIIaToOpHO) 4* 10* (35,7%)
CIuIeHOMeTaus (TagbIIaTOPHO) 0 8 (28,6%)
apTepHuaibHas THUIICPTCH3HSI 4 16 (57,1%)
CHHJIPOM TTOPTATbHON THITEPTCH3UH 4 16 (57,1%)
3aIopkI 3 12 (42,9%)
000CTpeHHsI peHATbHOW NH(EKIINH B aHAMHE3€ 4* 6*(21,4%)
0071eBOM a0AOMUHAIIEHBIN CHHIPOM 0 7 (25%)
MHUIIECBOTHO — MKEIYI0YHOC KPOBOTCUCHHE 0 2 (7,1%)
000CTpEHNE XOJIAHTHTA 0 1 (3,6%)
HOCOBBIC KPOBOTCUCHHS 0 1 (3,6%)

[Tpumeuanue: * — 3HAYMMBbIE pa3IU4Msl B rpynnax (CpaBHEHUE HE MPOBOAMIOCH MPU 3HAUECHUSAX
0% u 100% B ogHOM U3 rpymIn)

[Ipy cpaBHEeHHMHM B Trpylmnax 3HAYUMBIEC pa3JIMYMs BBIABICHBI MO HAJIUYUIO
obocTpeHnii peHanbHOM uHOekuu (z=99%) wu renaroMeragdH, OIpeac/ITeMOM
naybnaropHo npu ocMotrpe naruenrta (2=90%). PenanbHas nHbekuus y 10 nanueHToB
conyrctBoBana APIIBII, u3 Hux y 6 u3 2 rpynmnsl BOEPBbIE MOYEUHBIE KUCThI BHISIBIICHbI

npu 00CJIeTOBAHUH T10 TTOBOAY PELUIMBUPYIONIETO TEUCHUS TTUeIoHedpuUTa.



128

VYBenuueHue KUBOTa, AMarHoctupoBanHoe y 28 (84,8%) cimyuaes mpu APIIBIT y
33 MalueHToB JETCKOro BO3pacTa, CBI3aHO ¢ HeppoMeraiueu, renaroMeraiue u/miu
CILJIEHOMET AJTUEN.

ApTepuanbHylo TurnepreHsuio nuarHoctupoBanu y 20 (60,6%) mamueHToOB C
APIIBIL, n3 sux y 4 — B | rpynme u y 16 — Bo 2 rpynne. ¥ 4 nereir 1 rpynmsr Al
JMarHOCTHPOBaHA B HEOHATAIBHOM nepuone. M3 28 manuentos ¢ APIIBII Bo 2 rpynme
B Bo3pacte Oosiee 1 rona runeprensus 1 crenenu orMedeHa y 12 manueHToB, U3 HUX y 9
— B Bo3pacte 1 — 5 ner 'y 3 — B Bo3pacte 6 — 15 ner; runeprensus 2 creneHu — y 4
naueHToB B Bo3pacte 3 — 7 jet (3) u B 10 yret (1).

Anemust otmeueHa y 11 (33%) uz 33 gereit ¢ APIIBII, tpombGouuronenus y 7
(21%).

VY 33 nanueHToB BpPOXKICHHBIM (DUOPO3, MOJMKUCTO3 TEYEHW U PACIIUPECHUE
YKEJTUYHBIX MMPOTOKOB MO pe3ynbTaraMm Y3U npeHataibHO HE yCTaHOBIICHBI. XapaKTepHbIC
st APIIBIT n3menenus neuenn u BIDKII BeiBieHb! y 33 manmeHToOB MO pe3yibraTaM
Y3U: y 21 (63,6%) — renaromeranus, y 17 (51,5%) — cruieHomeranus, y 15 (45,5%) —
KkucTo3 nedeHu, y 12 (36,4%) — runep3xoreHHoCTh / GUOpo3 mapeHXMMBI IICUeHH, Y 5
(15,2%) — npu3HAKK XOJaHTUTA.

[To pe3ynbratam snacrorpaduu neuenu, MPT/KT opranoB OpronrHoil monoctu
W/WIM TUCTOJIOTMM B Bo3pacte Oonee 1 roma y manuentoB 2 rpynnbsl ¢ APIIBII
nuarHoctupoBanbl: y 24 (85,7%) — ¢pubpo3 neuenu F3-4, y 22 (78,6%) — pacimmpenue
npotokoB rmedend, y 17 (60,7%) — kucro3 mneuenwn, y 1 (3,6%) — xuctel B
MOIKETYIOYHOM JKeJe3e.

N3 28 mnamumentor 2 rpymmel ¢ APIIBIT y 3 (10,7%) mo pe3synsraram
UCCIIeI0BaHus ToATBepaAcH cuHapoMm Kapomum, y 2 (7,1%) — cunapom Kprosenbe—
baymraprena, y 1 (3,6%) — adynkus xemddoro my3sips, y 1 (3,6%) — xaBepHOMa
BOPOTHOM BEHHI.

[IpencraBnena cpaBHUTENIbHAS XapaKTEPUCTHKA PE3YIbTaTOB HHCTPYMEHTAIBHOM

U 1abopaTopHoit uarHoctuku penoruna B 2 rpynmax gereit ¢ APTIBIT (tabauma 3.13).
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Ta6nuua 3.13— XapakrepucTuka MmorydeHHbIX pe3ynbTaroB auarHocTuku APTIBIT

y 33 nereit B Bo3pacte 1 mecsiy— 17 et 11 mecsines

Kpurepuu nuarnoctuku APIIBIT 1 rpymnma 2 rpynna
n=5 n=28

yBenueHue mouek (Y3U1) 5 28 (100%)
TUIIEPIXOTEHHOCTh MAPEHXUMBI W/WUJIU CHIKEHUE/yTpara | 5 25
KOPKOBO—MO3TOBOM  AU(HEPEHIUPOBKU  MAPEHXUMBI
nouek (Y3U1)
KHCTHI B 00enx moukax (Y3U) 5 28 (100%)
MpU3HAKK nopTanbHOU runeprensuu (Y3N) 0 17 (60,7%)
BApUKO3HOE pAaCIHIMpEHUE BEH IMHUIIEBOJAa U KEIyaKa | — 17
(3IAC)
rernaromeranus (Y3) 4 17
crenomeranus (Y3H1) 0 17
TUIEPIXOTeHHOCTh /Pudpo3 napeHxumsl neuenu (Y3U) | 2 10
¢bubpo3 neuenu (dmactorpadusi) 1 10
kucto3 nedeHu (Y3U1) 0 15
npusHaku xonanrura (Y3H) 0 5
kucro3 neueHu (MPT/KT) — 17 (60,7%)
KHCTHI B Topkenynounoi sxesese (KT) 0 1
¢ubpo3 neuenu (MPT/KT, 6uoricus) — 24 (85,7%)
pacmmpenue BIDKIT (MPT/KT) — 22 (78,6%)
curapoM Kapoau (MPT/KT, Ononcusi) — 3 (10,7%)
cunapom Kprosenbe—baymraprena (MPT) — 2
adyHkus xemanoro my3sips (MPT) — 1
KaBepHOMa BOpoTHOU BeHbl (MPT) — 1
aHeMUs 2 9
TPOMOOITUTOTICHHUSI 0 7

[TpuMeuanue: 3HAYMMBIX pa3IMyuil B IpyIIax He MOJy4yeHo (CpaBHEHHE HE MPOBOAMIOCH
npu 3HadeHusx 0% u 100% B ogHOM U3 Ipymi); B cayvasX, KOIJa JaHHbIe UCCIIEeI0OBaHU
HE NMPOBOAWINCE B 1 rpynme fereit B rpade oTMEUeHO 3HAKOM «—»

VY 17 (60,7%) nauuentoB u3 2 rpynnsl ¢ APIIBII B Bo3pacTte oT 5 MecsiueB 10 6
aet (3,1+1,8 neT) AMarHoOCTUPOBAH CHHJIPOM MOPTAJIBHOM TMIIEPTEH3UH C BAPUKO3HBIM

PaCcIMpCHUECM BCH ITMIICBOJAA U KCITYAKaA.
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VY 11 u3 28 pereit 2 rpynnsl npusHakoB CIII' He BBISBIEHO.

TpomOonuTonenus ycranosneHa y 7 (25%) nauuentoB ¢ APIIBIT u3 2 rpynmsi.
[Ipu cpaBHEHMHU YacTOTHI TpoMOOIUTONIeHNU y neteit u3 2 rpynmsl ¢ CIIT (n=17) u 6e3
CITI (n=11) momy4ueHnsl 3Ha4MMbIe pazmuus (p<0,05).

Cmnenomeranus BoisiBiieHa npu Y3U y 17 (60,7%) nereid ¢ cuHAPOMOM
MOPTAIBHON TUNEPTEH3UM U3 2 TPYNIBl, U3 HUX Yy 8 — OINpenenseMas NajabllaTOpPHO, U
OTCyTCTBOBasia y jAeteil 1 rpynmbl. ¥ 7 nmeredd ¢ TpoMOOUMTONEHUEH U3 2-U TPYIIbI
CIUIEHOMETAJIMS ONpEeIsIach MalbIaTOPHO, B OTIWYME OT MALHMEHTOB 3TOW T'PYIIIIbI
0e3 Tpomboruronernn (p<0,05).

JlurupoBanue QueddKTa3uil MUIIEBO/Ia U BEPXHEH TPETH Kemylka 2—3 CTeneHH
nposeacHo 9 (52,9%) u3 17 meTeit ¢ CHHAPOMOM MOPTANTBHON THIIEPTSH3UH, U3 HUX Y 5
— noBTopHO. Cpenu 33 AeTel OTCYTCTBYIOT MAIIMEHTHI MOCHE ITYHTUPOBAHUS CUCTEMBI
BOPOTHOM BEHBI W/WJIK TIOCJI€ TPAHCIUIAHTAIIUYU TICUCHHU.

Ilo pesynsraram pacuera nokasarenss PELD y nerein ¢ APIIBII B BO3pacte
miaamie 11 et He BhISBICHO MOKa3aHUW K TpaHCIUIaHTanuu nedeHu. Y 19 u3 21 nereit
c APIIBIT B Bo3pacte 1-11 mer PELD = 0, y 2 neBouek B Bo3pacte 7 u 12 n;er
OTMeuUeHbl MakcuMalbHbie TTokazates PELD (9 u 8 6anioB, COOTBETCTBEHHO).

[To pesynbratam pacuera mokazarensi MELD-Na w/unu B CBSI3M ¢ HaJgM4ueM
OCJIOKHEHMM 1Hppo3a meueHu y 4 u3 [/ TOIPOCTKOB OMNPENESICHbl MOKa3aHUs K
TpaHCIUIaHTAIMU nedeHu: y 17-netHero nogpoctka ¢ ucxoqoMm B XbIIC4 noka3arenb
cocTaBui 22 Gamna, y 17-meTHero penunueHTa noyku ¢ IucyHKIMer TpaHCIIaHTaTa
(CK® 23mi/mun/1,73m%) — 20 Gaimios, y mogpoctka 14 et ¢ ucxogom B XBIT C4 — 20
O6aioB U y ero cudca — nogapoctka 17 ner 11 mecsnes ¢ mporpeccupoanrem B XbIIC2
— 22 6anna.

Bo 2 rpynne npu cpaBHeHuHM 39 cpeqHuX 3HAYEHUM MOKA3aTeNel KIMHUYECKOTO
u  OMOXMMHYECKOTO aHajdu3a KpPOBH, BKJIIOYAs MPOTPOMOMHOBBIA  WHJCKC,
MEXIYHApOJHOE  HOPMAJIM30BAHHOE  OTHOILIEHHWE,  MPOTPOMOMHOBOE  BpeMs,
aKTUBHPOBAHHOE YAaCTUYHOE TPOMOOIIJIACTHHOBOE Bpemsi, (GruOpuHOTEH, TPOMOMHOBOE
BpeMs, TPOMOOIMTHI, TE€MOIJIOOWH, JPUTPOIUTHI, KpPEaTUHUH, TpaHCAMHUHA3HI,

omnmupyouH, snekrponuthl y 11 geteit ¢ APIIBII 6e3 mopransHo#i runepreH3uu u 'y 17
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JETEN C NMPU3HAKAMH NOPTAIBHON TMIIEPTEH3UHU PA3JINUYNNA HE YCTAaHOBIICHO.

Cpeanue ypoBHU Y-TyTaMUITpaHcnenTuaasbl 1 C—peakTUBHOTO Oelika MMEIOT
OTPHIATEIBHYIO KOppesiuio Bo 2 rpyiie (ko3ddumnment koppemsuun [Tupcona = —1).
Ha MoMeHT uccienoBanns TpomGonutonenus (47— 84)-10%/n yeranosnena y 7 u3 28
JeTel 2 rpynmbl, Yy BCeX JeTed ¢ TPOMOOIMTONEHHEW JMarHOCTUPOBAH CHUHIPOM

MOPTAJILHOU TUIIEPTEH3HH.

10

CPaJHRMS IHAYSHHL MOYS9HEN EHCT ¥ 13 JeTsl B
noapoctEos ¢ APTIEIL

= Jlim=iHas (cpedHEe IHA9SHNT MOTSYHER EHeT v 33
Zereiin nogpoctros ¢ APTIEI)

Cpeproe suaucHme pasmopa MIE (a0

1 2 3 4 5 6 7 8 9 1 U 12 13 ¥ 13 1 I
Bozpact zeTed (roaw)
Pucynok 3.11 — VYBenuuenue cpelHero 3Ha4eHUs MAaKCUMAaJIbHOM 0 pa3Mepy MoYeuHOon
kuctbl (MK) nmo pesynsraram Y3U y 33 nereér u noapoctkoB ¢ APIIBII (¢ yuetom

BO3pacTa)

ITpu npoBenenun Y3U mnouek B nuHamuke y 33 gereit ¢ APIIBII orcyrcTByeT
3HAYUMBIA POCT TIOYEYHBIX KHUCT, 3a TMEepUOJ HAONIIOACHUS CpelHee 3HauYeHUe

MaKCUMaJbHOM KUCThI B TTApEHXHUMeE nouyek He Oosiee 7,oMM (pucyHok 3.11). JIuneitHoro
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TUIIa KPUBas TPEHJA BBICTPOCHA IO CPEAHUM 3HAYEHUSM MaKCHMAJIBHOW MO pa3Mepy
noueunoit kuctel (MK) u nemoncTpupyet orcyrcrBue 3HauuMoil quHamMuk MK (Mm) y
33 maumentoB ¢ APIIBII 3a nepuon Habmronenusi. He BBISIBICHO pa3nuyuii Mo AMHAMUKE
CPEIHEro pa3Mepa MAKCUMAJIBHOW 1O pa3Mepy MOYEUHOM KUCTHI o pe3yasTataMm Y3U B
2 cpaBHMBAaEeMbIX Ipymmax.

VY 33 (100%) nmeteit ¢ APIIBII Ha MOMEHT MEpPBOTO BBISIBICHUSI TOUEYHBIX KHUCT
(cpennuii Bo3pact 1,25+0,4 roma) M TOCTAaHOBKM JMarHoza oTMedeHo npu Y3U
nBycroponHee cummerpuuHoe ysenuudenue OOIl (em3), y 20 (60,6%) yBenuueHue
nouek npu nanenaund. Cpennue 3Hadenus: Y 3l—merpuueckoro OOII (em3) y 33 nereit
c APIIBII B 3aBUCMMOCTH OT JUIMHBI Tella / pocTa ManueHTa (CM) MpEeACTaBJICHBI B

tabmune 3.14.

Tabnuna 3.14 — Cpengnue 3HaueHus Y3 —Mmerpuueckoro o01ero (cymMmmapHoro) oobema
nouek (OOIT) y 33 manuentor ¢ APIIBIT (M+c) B 3aBUCHMOCTH OT JIIMHBI TeJa / pocTa

narueHTa (cm)

JlnHa [Taumentsl ¢ APIIBII
Tena/pocT KOJIUYECTBO OOII, cm3 OOII, cm3 OOII, cm3
MmanyeHTa, CM | TAIMEHTOB (n=33) MaJIBYUKH JIEBOYKH
(n) (n=15) (n=18)

50-59 33 80,45+37,64 65,13+18,63 03,22+44.74
60-69 29 128,76+57,57 | 104,69+25,21 148,31+69,06
70-79 29 191,97+79,60 | 161,69+53,02 216,56+90,22
80-89 25 248,08+144,59 | 205,92+53,58 287,00+189,10
90-99 22 292,67+163,21 | 244,60+71,92 336,36+210,27
100-109 18 307,39+111,61 | 292,33+65,21 322,44+147,34
110-119 15 382,53+119,22 | 396,17+53,07 373,44+151,27
120-129 10 415,2+125,24 | 394,50+42,85 429,00+162,97
130-139 8 440,75+141,93 | 420,33+54,22 453,00+182,43
140-149 8 463,13+143,46 | 447,67+50,81 472,40+185,57
150-159 7 460,29+50,77 | 497,33+17,79 432,50+50,43
160-169 6 569,17+78,38 | 588,33+65,26 550,00+100,00
170cMm m BhIIIE | 2 705,00£21,21 | 705,00+21,21 -
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—— cpegnne sHaversd OOIT (en3) mo V3H v 33 gerefl ¥ N0ZpOCTEOE ©
700 - APTIBIT

= = = cpeamne sHagena DOII (cu3) v 3A0pOBEIX JeB0HER

gog - — cpememe saavenna QOIT (o3) v SHOPOBELX MAIEIHKOB

— @ — cpenmme sHagesma QOIT (ex3) v 18 nesouer ¢ APTIBIT

007 e cpexeme sHagemd OOIT (ea3) v 13 maneunsos ¢ APTIBII

D61 obEen mouer o)

300 -

200

50-59 60-69 70-79 80-89 90-8%  100-109 110-11% 120-129 130-139 140-149 150-159 160-169 o1170

Aamea texa / Poet (o)

Pucynox 3.12 — XapakTep yBeIWYEHHUS CPEIHEro 3HAYeHHs OOIIEro o0bema IMOYeK

(cm3) o pesynbratam Y3U y 33 nereii u noapoctkoB ¢ APIIBII (¢ yuetoM pocra)

Otmeueno nenpepsiBHoe yBenuuenue OOII (cm3) y nereit ¢ APIIBII mo mepe ux
pocra. IIpencrasnena quuamuka usmenenus cpeanux 3Hadenuit OOII (em3) y 33 nereit
c APIIBII B 3aBucumoctu ot pocta. s cpaBuenus cpenuux 3nadeHuit OOII (cm3) Ha
pucynke 3.12 mpeacraBieHbl HopMasibHble 3HaueHuss OOIl (cM3) myis 310pOBBIX
MaJIBYUKOB U JICBOYEK.

Mexny 3nadenusimu OOII (cm3) y manbunkoB u geBouek ¢ APIIBIT u 3mopoBbix
JCTeH YCTaHOBJIECHBI CTATUCTHYCCKH 3HAuMMble pasmuuus ¢ poxkaenus (p<0,05),

IIPOTPECCUPYIONTUE C POCTOM.
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700 1 = Jlmnedinan (cpeamme sHauenr OO (ca3) mo Y3H v 33 gerefin

noapoctros ¢ APTIBIT)

L = Jlemefisa q (T Tperna cpegie sHaverdt Q0L (c23) mo V3H

v 12 zeeoues ¢ APTIBIT)

200 ¢ — JTemefina g (Tems Tperna cpegs sHavensdt Q0L (ca3) mo V3H

v 15 maasummos ¢ APTIBIT)

CQGHE o6k en moser (o)

400

300

200

100

0 ! ! I ! I ! ! I ! I ! I
50-59  60-69  70-79  BO-B@  90-99 100-109 110-119 120-129 130-139 140-149 150-159 160-169 otl70

Jomemea Texa / Poet (car)

Pucynox 3.13 — KpuBble nuHMI TpeHAa CpPeIHMX 3HAUYCHM 0OIIEero o0bema IMoueK

(cm3) o pesynbratam Y3U y 33 nereit u noapoctkoB ¢ APIIBII (¢ yuerom pocra)

[To momyuennbiM cpenuuMm 3HadeHusM OOIl (cm3) mo pesynabraram Y3U y
NAlMEHTOB OJHOTO pocTa BhIcTpoeHa JIMHUS TpeHna cpeaneit OOII (muneitHoro tuma) y
33 nerenr ¢ APIIBII, ortaensHO y 15 manbunkoB u y 18 meBoYek, 1EMOHCTPUPYIOIIAS
xapaktep yBenudeHusi OOIl (pucynok 3.13). KpuBble TpeHAa HMEIOT XapakTep
JUHEHHOTO paclpelesieHus] W MOAYEPKHUBAIOT HENPEPHIBHOE M HHTEHCHUBHOE
yBennuenue OOII (cm3) y 33 nereit ¢ APIIBII mpu oTcyTCTBHM 3HAUUMMOTO U3MEHEHUS
pa3mepa NOoYEUHbIX KUCT IO pUCYHKY 3.11.

PesynbraThl oueHkn o0bema nouek no Y3U nemMoncTpupytort, uto aetu ¢ APIIBII
UMEIOT C poxaeHus 3HauuTenbHoe yBenuueHue OOIl (cm3), B HECKONbKO pa3
npesblmnarone HopMmanbHble 3HaueHus (P<0,05). Hanpumep, OOII (cm3) y neBodek
npu pocte 70—79cm u y mManpunkoB npu pocte 80—-89cm npu APIIBII conocTaBumel ¢

nokasaressiMm OOIT (cm3) y 310poBeIxX aeteit mpu pocte 6onee 170cm (p>0,05).
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Ta6J'II/IHa 3.15 — OcoOeHHOCTH BBISBIICHUS BHEIIOYCYHOTO PaCIIOJIOKCHUS KUCT

y 33 nereit u monpoctkoB ¢ APIIBII mpu Y31 u MPT/KT

XapaKTepI/ICTI/IKa BBIABJICHUA BHCIIOYCYHBIX KHCT IIPU KonnuecTBo IHannucHTOB

APTIBIT n %
Brenoueunblie KUCTHI 110 pe3yapTatam Y31 18 54,5

HE BBISIBJICHBI

KucTtel B neuenn no Y3U 15 455
Buenoueunsie kuctel 1o pesynsratam MPT / KT 15 45,5

HE BBISIBJICHBI

Kucte! B neuenu no MPT / KT 17 51,5
Kuctel B momkenynounoit sxxenese mo MPT / KT 1 3

Kuctel B napyrux napeHxumaTo3HbIX opraHax wu3 33 nauumeHtoB ¢ APIIBIIT
JMarHOCTUPOBaHbl y manueHtoB 2 rpymnmnbl. M3 28 nereir 2 rpynmel ¢ APIIBIT mo
pesynbratam Y3U BeisiBieHbl y 15 (53,6%) nereld — KUCTHI B TIEUEHU; MO pe3yJibTaTaM
MPT v KT y 17 (60,7%) BbIsiBIeHbI MHOXKECTBEHHBIE KUCTHI B TieueHu, y 1 (3,6%) — 3
KHUCTBI B TIOJKETYIOYHOM kerese (Tabnuia 3.15).

Y 1 neBoYkM IWMAarHOCTHPOBAaH BPOXKICHHBIM IMOPOK CEpAla: ABYCTBOpPYATHIN
aoptaybHbld KianaH. Y mnanueHToB ¢ APIIBII uckitoueHbl opraHWYecKas MaToyIorus
[HHC, aHomainu opraHa 3pe€HMs W CiIyXa, JHIOKPHHHBIE HApYyLICHWUS, YPONATHU C
HapylieHueM ypoauHamuku. [lokazaHWil K XUPYpruyecKoMy YIOAJEHUIO MOYEUHBIX H
BHENOYEYHBIX KUCT y 33 nmanueHntoB ¢ APIIBII He ycTaHOBNEHO.

MonekynspHO — TeHETHYECKOE uccienoBanue nposeaeHo 16 persm ¢ APIIBII u3

2 rpymisl, y KoTopsix uaeHTuduimposan 31 Bapuant B rene PKHD1 (tabmuna 3.16).
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Tabnuua 3.16 — Bapuantel myTanuii B rere PKHD1y 16 nereit u mogpoctkos ¢ APIIBIT

XapakTeprucTuka 0OHapyKEHHBIX BAPUAHTOB MyTaIluil B T€HE

[lanment PKHD1

1 6:51947999G>A onucanHbIl paHee maroreHHsli Bapuant €.107C>T
B 3 9K30HE IPUBOAALINI K MUCCEHC 3amene P. Thr36Met, B
reTepPO3UTOTHOM COCTOSIHUHU

6:51887734 C>A paHee HE ONMCAHHBIN BEPOSITHO IMAaTOT€HHBIM
BapuaHT C.5245G>T B 33 3K30HE MPUBOASIINN K MUCCEHC 3aMEHE
p.Gly1749Cys, B reTepO3UrOTHOM COCTOSTHHUH

2 6:51923147G>G/A

ENST00000371117 onucanHbli paHee MaTOTeHHbIN BapUaHT
c.1486C>C/T B 16 3K30HE IPUBOJAIINI K HOHCEHC MYyTaIllUH
p-R496Ter ¢ ob6pa3oBaHueM CTOI-KOJI0OHA, B TETEPO3UTOTHOM
COCTOSIHUU

6:51889479G>G/A

ENSTO00000371117 panee He onmMCaHHBII BEPOSITHO TATOTEHHBIN
BapuaHT ¢.5129C>C/T B 32 3K30HE NPHUBOAAIINI K MUCCEHC 3aMCHE
p.Prol710Lei, B reTepO3UroTHOM COCTOSHUH

3 6:52083201G>A

ENST00000371117 onucanHbli paHee MaTOTeHHbIN BapUaAHT
€.107C>T npuBomsimuii k p.Thr36Met, B reTepo3UroTHOM COCTOSTHHH
6:51775870C>T

ENSTO00000371117 onucaHHbIi paHee MaTOTEHHBIA BApHAHT
c.8492G>A npuBomsamuii k p.Arg2831Lys, B rerepo3uroTHOM
COCTOSIHUH

4 6:51947999G>A

NM _138694.3 u3BecTHbIi aToreHHbIi Bapuant €.107C>T
npuBoasmui k . Thr36Met, B reTepo3uroTHOM COCTOSIHUH
6:51923171G>A

NM_138694.3 panee He onrcaHHBINM BEPOSITHO MMaTOTEHHBIN BapUaHT
€.1462C>T npusogsmumii k P.Arg488Trp, B reTepo3uroTHOM
COCTOSIHUU

5 6:51867879G>A

ENST00000371117

ENSP00000360158 onrcanHblil paHee NaTOreHHbI BapUAHT
c.7717C>T B 48 sx30He npuBonsamuii k p.Arg2573Cys, B
TOMO3UTOTHOM COCTOSIHUU
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6:NM_138694.4 onucannplii panee maroreHHbIil Bapuant €.107C>T
npuBosmui k P. Thr36Met, B reTepo3urorHomM cocTosHUN
6:NM_138694.4 onucaHHbIli paHee MaTOreHHBIN BapuaHT ¢.6992T>A
npuBoasmui k P.11€2331Lys, B reTepo3uroTHOM COCTOSHUN

6:51659682G>A

ENSTO00000371117 panee He OMCAHHBIN BEPOATHO MATOTCHHBIN
BapuaHT C.10444C>T nmpuBonsmuii k p.Arg3482Cys, B
TeTEPO3UTOTHOM COCTOSTHUHU

6:52083205C>T

ENSTO00000371117 panee He OnMCaHHBIN BEPOSITHO MATOTCHHBIM
BapuanT C.103G>A npuBoasmuii k P.Gly35Arg, B reTepo3uroTHoM
COCTOSIHUU

6:51947999G>A onucaHHbIl paHee maroreHHsIil Bapuant €.107C>T
npuBoasmui k P. Thr36Met, B reTrepo3urorHomM cocTosSHUN
6:51935807T>C onucanHbIi paHee MaToreHHbIi Bapuant C.664A>G
npuBoasmuii k P.1le222Val

9
(mpoGan)

6:51771090A>T

NM _138694.3 onucanHblil paHee naToreHHbI Bapuant c.6731T>A B
41 sx30HE NpUBOIAIINN K p.Leu2244His, B reTepo3uroTHoM
COCTOSTHUH

6:51924794T>G

NM 138694.3 panee He onMCcaHHBIA BEPOSITHO MATOTCHHBIN BApUAHT
C.1165A>C B 15 sx30ne npuBoasuuii k p.Thr389Pro, B
TeTePO3UTOTHOM COCTOSIHUHU

10
(cubc)

6:51771090A>T

NM _138694.3 onucanHblil paHee naToreHHbI Bapuant c.6731T>A B
41 sx30He NpUBOAIINI K p.Leu2244His, B reTepo3UroTHOM
COCTOSIHUH

6:51924794T>G

NM 138694.3 panee He onMcaHHbIA BEPOSITHO MATOTEHHBI BAPUAHT
C.1165A>C B 15 sx30ne npuBoasiumii k pP.Thr389Pro, B
TeTepPO3UTOTHOM COCTOSIHUHU

11

6:NM_138694.4 nosbiii BapuanT ¢.8247G>C BeposITHO MAaTOTEHHBIH,
npuBoasuil k P. Trp2749Cys, B reTepO3UroTHOM COCTOSTHUH
6:NM_138694.4 xpaitne penkuii Bapuant €.9071G>A onmcanHbIi
paHee Kak BEpOsiITHO MaToreHHbId, npuBoasimmii k P.Cys3024Tyr, B
reTepPO3UTOTHOM COCTOSIHUHU
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12

6:NM_138694.4 onucanHblii paHee nmaroreHHbIN BapuanTt c.8114del
npuBosimui k P.Gly2705Valfs*11 (rs774050795), B rerepo3uroTHom
COCTOSTHUH

6:NM 138694.4 panee He ONMMCAaHHBINA BEPOSTHO ATOTCHHBIN
BapuaHT C.2978A>G npuBomsmuii k P.HIS993Arg (rs786205582), B

TeTCPO3UTOTHOM COCTOSHUU

13

6:NM_138694.4 onucannplii panee maroreHHbIi Bapuant €.107C>T
npuBo syl k P. Thr36Met (rs137852944), B rerepo3urorHom
COCTOSTHUH

6:NM 138694.3 onucaHHbIl paHee MaToreHHbIN BapuaHT c.6731T>A
B 41 sK30He npuBoAIIMiA K p.Leu2244His, B rerepo3urorHomMm
COCTOSIHUU

14

6:NM_138694.4 panee He onMCaHHBIA BEPOSTHO MaTOTCHHBIH
BapuaHT C.6997-1G>A, B reTepo3UroTHOM COCTOSTHUU
6:NM_138694.4 panee He onMCaHHBIN ¢ HEU3BECTHOM
NaTOTCHHOCThIO BapuaHT C.6731T>A npuBoasumii k p.Leu2244His
(rs766291874), B reTepO3UTOTHOM COCTOSTHHH

15

6:NM_138694.4 onucanHbli paHee MaTOTeHHBIN BapuaHT ¢.664A>G
(p.Ile222Val), B reTep0o3UroTHOM COCTOSIHUU

6:NM_138694.4 panee He onMCaHHBIN BEPOSTHO MMaTOTEHHBIH
BapuaHT C.10444C>T npuBonsmuii k p.Arg3482Cys, B
reTepO3UTrOTHOM COCTOSTHUU

16

6:¢.7264T>G (p.Cys2422Gly) penxuii, NaTOTCHHBIA BapHAHT,
OTNMCAHHBIN paHee

6:¢.275G>A (p.Arg92GIn) oTHOCHTENTEHO PEIKHI OMTMCAHHBIN paHee
BEPOSITHO MAaTOTCHHBINA BapUaHT

[IpeacraBnena xapakrtepuctuka BapuaHToB reHa PKHD1 y 16 manueHtoB c
APIIBIT (tabmuma 3.16). KommuecTBo rerepo3uror cocraBmwio 96,8% (30/31),
romosurotr 3,2% (1/31). U3 31 waeHTUPUIMPOBAHHOTO BapUAHTAa MYTAIMil B T'eHE
PKHD1, 19 — ¢ u3BecTHOI MaTOT€HHOCTHIO ONKCAHHOW paHee. YacThiIMU BapUaHTAMH
rerepo3uroTHbix Mytanuii rena PKHD1 sBnsiuces ¢. 107C>T (p.Thr36Met) y 6 nerei,
C.6731T>A (p.Leu2244His) y 4 nereit, B 19,4% (6/31) u B 12,9% (4/31),
coorBeTcTBeHHO;B 6,5% (mo 2/31) y nereii ¢ APIIBIl BbIssBICHBI BapHaAHTHI

reTepO3UTOTHBIX ~ MyTallud B TCHE PKHD1  ¢.11654>C(p.Thr389Pro),

€.10444C>T(p.Arg3482Cys) u c.664A>G(p.lle222Val).
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Bapuant rereposurotnoit mytaruu c./07C>T (p.Thr36Met) nneHTrGUITUPOBAH
B oxHo# koruu reHa PKHD1 y 6 u3 16 nereii ¢ «aerckoit» APIIBIL. ¥V mpo6anmos (1, 3,
4,6, 8, 13) c BpoxkacHHBIM (PHOPO30M IeUeHH IpeHaTaIbHO M0 Y3 movYeyHble KHCTHI
HE BU3yaJIM3UPOBaHbl, OTCyTCcTBOBaIU cuHApoM Ilorrepa u OIIII npu poxxaeHnn, KUCThI
BBISIBJICHBI B TPYIHOM Mepuone, GyHKIUS movyek coxpaHHa (¢ HopMmaibHOU CK®D) B
Bo3pacte 10 3 net (2), no 7 ner (1), no 10 ner y (2), no 15 ner (1), y noapoctka B
Bo3pacte 17 et yCTaHOBJIECHBI TOKA3aHUsl K TPAHCIUIAHTALIMU TIEYEHHU.

VY npobanga 3 ner u cubca 7 ner (9 u 10, coorBeTcTBeHHO, B Tabnuie 3.16),
UMEIOIINX OJVHAKOBBIM pAaHEE OMNMCAHHBIM MATOT€HHBIA BapuaHT c¢.6731T>A4
(p.Leu2244His) myranuu B 41 sk30oHe rena PKHD1 u panee He onucaHHBIA BapHHAT
C.1165A>C (p.Thr389Pro) myranmum B 15 »5k3oHe rema PKHDI1 ycranoBieHsI
OCOOEHHOCTH IOYEYHOTO M MeYeHOYHOro (eHotuna. Y mnpobaHaa ¢ MpeHaTalbHO
BBIIBJICHHBIMM 10 Y3M W3MEHEHHAMM B NIAPEHXMME YBEJIMYEHHBIX IIOYEK
(runepaXoreHHocTh W AU(QY3HbIE KUCTBI) C POXACHUS AUArHOCTUpPOBaHA
apTepuaibHas TUIEPTEH3Us, OTCTaBaHHWE B (U3NYECKOM pa3BUTHH, BPOXKICHHBIN
(¢bubpO3 U MOIMKUCTO3 NEUYEHH, K 3 roaam c nporpeccupoBanueM XbII 1o 3 craguu u
dbopMupOBaHUEM CHHIPOMA MOPTAIBHON THIIEPTEH3UH C 330(QareaibHbIM BaPUKO30M 2
CTENEeHU, HEOOXOTUMOCThIO JTUTMPOBAaHUS BAPUKO3HO — PACHIMPEHHBIX BEH MHUIIEBOA.
VY cubca (crapmeit cectpbl mpoOaHia) MOJMKUCTO3HAs OOJE3Hh TOYEK M TCUCHH,
BPOX/ICHHBIN (hUOPO3 MeueHu TUarHoCTUPOBaHbl B Bo3pacTe 4 JIeT MOciae YTOUHEHUs
nuarLosa y maamero Opara (mpoGanpa). K 7 rogam OTCyTCTBYeT apTepuaibHas
TUIEPTEH3Us U NPU3HAKA CUHIPOMA MOPTAIbHON TMIIEPETEH3UH, COCTOSIHUE TOYEUHON
dbynkiuu coorBercTByeT XBIIC2.

JeMoHCTpanue ocoOeHHOCTEN (eHOTHNAa M TeHOTHNAa KHUCTO3HOM OOJE3HH C
ayTOCOMHO — pELECCUBHBIM HacjenoBaHueMm y mnpobanga ¢ opdannoir APIIBIT
BCJIEJICTBUE OOHAPYXEHHBIX JBYX BEpOSTHO MAaTOT€HHBIX BapuaHToB B rene PKHD1
(0IMH W3 KOTOPBIX KpalHE PEJKHii, a BTOPOIl — HOBBIM, BEPOSTHO MATOTCHHBIN) SBIISIETCS
ormucanue npodanaa (mamueHt 11 B tabmuie 3.7). PogocnoBHas ceMbu mpeacTaBieHa

Ha pucyHke 3.14.
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[TpoGann (I11;): meBouka 11 net, aprepuanpHoe naBneHue a0 135/83 MM.pT.CT.

Ponunacek nonomenHo# ¢ maccoit tena 3200r, nmuHoi Tena 52cm, o Amnrap 8/8
OoammoB. B 1,5 roma oTMmeueHO yBeIMYEHHE OO0bEMa IKHUBOTA, TemaTOMETaJIns,
CIUICHOMETaNMsI, BIEpBbIe TpoBeneHo Y3M modyek — BBISBICHO YyBEIW4YeHHWE oObhema
nouek. C 2 net (macca tena 9300r, poct 85¢M) TMarHOCTUPOBAHBI BPOXKACHHBINA (prOpo3
nedenn (F4 no METAVIR), kuctoBuaHOE pacliupeHre BHYTPUIIEYEHOUYHBIX JKETYHBIX
npotokoB (cunjpoM Kaponu), kucta 8 cerMeHTa NmpaBoi J10JIU MEYEHU 4MM, CUHAPOM
NOPTaNbHON TUINEepTeH3UU, 330(areanbHbli BapUKO3 2 CTENEHHU (IHIAOCKOIUYECKH
MPOBEACHO JIMTUPOBAHME BEH MHINEBOJA), peKaHaIu3alusl MynouyHoi BeHbl. B 4 rona
BriepBbie 110 Y3 MHOXkecTBeHHbIE U (Py3HbIE TAPEHXUMATO3HbBIE KUCTHI Pa3MEPOM J10
2 MM B TOukax, 3amnopsl, noBeimenue AJ[ mo 120/69mm.pt.cT. B BOo3pacte 11 ner y
npobanma AJl 105/70 — 118/78 mm.prcr, CK® 154mm/mun/1,73M°, mpoTeHHypus
0,24r/cyTKu, 1o pe3yapTaraMm pacuera nokazaresb PELD cocrasun 0 6amios, o SIJ1C
— 330(areasibHBIN BapuKo3 1 cTeneHw.

CemeliHblli aHaMHE3 HE OTAromieH: nmo Y3 Mmodek M NE4YeHU NaTOJOTUH Y
POJICTBEHHHMKOB HE€ BbIsIBIEHO. [lo pesynbrataM MOJEKYISIPHO — TE€HETHYECKOTO
UCCIIEI0OBaHUS OOHAPYKEHO FETEPO3UTOTHOE HOCUTEIBCTBO JABYX BEPOATHO MATOT€HHBIX
BapuanToB B reHe PKHD1 — Chr6:NM_138694.4 xpaitne peaxuit Bapuant €.9071G>A
(p.Cys3024Tyr) onucanHblli paHee y poccuiickux mnarueHToB ¢ APIIBII u HOBBIH
BapuanT Chr6:NM_138694.4 ¢.8247G>C (p.Trp2749Cys), B TIeTEPO3UTOTHOM
cocTosiHUU. JIIs1 TOATBEPKIIEHUS MPOUCXOXKICHUS W JIOKAIM3alMd OOHApY>KEHHBIX
BapUAHTOB TMPOBEACHO MpsSMOE CceKkBeHUpoBaHue Mo CeHrepy y mnpobaHia W €ro
ponuteneii: Bapuant C.9071G>A (p.Cys3024Tyr) oOHapyxeH y mpoOaHIa W MaTepH
npoOaHIa B TETEPO3UTOTHOM cocTosHMM, BapwaHT ¢.8247G>C (p.Trp2749Cys)

oOHapyXeH y npobaHaa 1 oTiia MpodaHa.
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I @ ﬁ PKHDI (chr6:NM_138694.4
B

5 C8MIGC (pTp2T49Cys)

PKHDI (chr6:NM_138694 4
¢.9071G>A (p.Cys3024Tyr)

I PKHDI (chr6:NM_138694.4
¢.8247G>C (pTrp2749Cys),
/ 1  PKHDI (chrt:NM_138694.4

¢.9071G>A (p.Cys3024Tyr)

Pucynox 3.14 — PomocnoBHasi cembu mnpobOanma — xaeBouku 11 ner ¢ APIIBII

BcrencTre mytaruu resa PKHD1

TpakToBka auarno3a y mpo6anaa: [lonukrcTo3Has 60€3Hb MOYEK C ayTOCOMHO—
pPELECCUBHBIM TUIIOM HacleAoBaHus ¢ cuHapomMoMm Kapomu (¢pubpo3 meuenun F4 mo
METAVIR u xucToBUIHOE pacIIMpEeHUE BHYTPUIICUYECHOUHBIX MKEIYHBIX IMPOTOKOB),
KHCTOM TI€YeHH B 8 CEerMeHTe MpaBoil nonu, BcieAacTBue Mytanui rena PKHD1
(c.9071G>A (p.Cys3024Tyr) u ¢.8247G>C (p.Trp2749Cys)). Ocnoxuenuns: XBIICI.
CunzipoM MoOpTanbHOM TUMEpPTEH3UH. J30(areanbHblii Bapuko3 1 creneHu (COCTOsSTHUE
TIOCJIE YHO0CKOIMYESCKOTO JTUTUPOBAHMSI B aHAMHE3E).

Hamu ycraHoBieHbl 0COOCHHOCTH KJIMHUYECKOTO (eHoThra 2 dhopMm opdaHHOM
MOJTMKHACTO3HON OOJIE3HU MOYEK C ayTOCOMHO—PEIIECCHBHBIM THUIIOM HacjeloBaHus y 33
nereii: y 5 (15%) nmereit ¢ xnmaccuueckoit APIIBII, y 28 (85%) c¢ merckoit APIIBIT ¢
bubdpo30M NeUCHHU.

Hetn c¢ APIIBII, nmepexuBmmMe HEOHATalbHBIA M TPYAHOM IEPHOZ, HMEIOT
netckyto ¢popmy ¢ hubpo3oMm neuenu. JletanpHblil ncxon npu kinaccuyeckoit APIIBIT y
5 HOBOPOXIEHHBIX U AeTe 1 roma xu3HM ¢ cuHApoMmoM I[loTTep mpu poxaeHUn

KOHCTaTUPYIOT MO MPUYUHE TSHKEJION JbIXaTeIbHON W/UIIN MOYEUYHON HEJIOCTaTOYHOCTH.
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Hetckas APIIBII xapaktepusyercs yBenuueHHeM oObema mouek, auddy3HpivMu
Meskue (He Oonee 12MM) mapeHXMMaTO3HBIMH KUCTamMu nodek no Y3U, aprepuanbHoit
TUTIEPTCH3UEH W HAJIMYUEM TIEYCHOYHOTO (PEeHOTHIIa C BPOXKIECHHBIM (hrOpo3oM u/uiu
KHCTO30M IE€UYEHHU, PACIIMPEHUEM BHYTPHUIIEYCHOUYHBIX MPOTOKOB, CHHApoMoM Kaponu,
CUHAPOMOM TOPTaJbHOM THUNEPTEH3UU PUCKOM KpPOBOTEUEHHUS M3 BapUKO3HO —
pacIIMpPEeHHBIX BEH MUIIEBOAA U KETyaKa.

B namem uccnenosanuu y 4 nojapoctkoB ¢ aetckoit APTIBII ¢ pubpozom neuenu
OTIpEICJICHBI MMOKa3aHUs K TPAHCIUIAaHTAI[MK MeYeHH, U3 HUuX y 2 ¢ ucxonom B XbIIC4 B

Bo3pacte 14 et u 17 neT — K KOMOMHUPOBAHHOM TPAHCIUIAHTALIUY [TOYKH U IIEYEHHU.

3.3 Pe3yabTarbl HCCJIEIOBAHUS KIMHUYECKOT0 (DEHOTUIIA M TEHOTHIIA

op¢aHHOI IIIOMEPYJIOKHUCTO3HOM 00JIe3HH MOYEK Yy JIeTel

N3 300 manmeHToB ¢ KucTo3aMu mouek, y 12 (4%) nereit (5 mampumkoB u 7
JICBOYEK) B Bo3pacte oT 2,5 mecsueB no 17 net (cpemHuii Bo3pact 5,52+1,82 rona)
YCTAHOBJIEH JAWarHo3 miomepynokucto3Hor Oonesnu mnodek (I'KBII), u3 Hux 8 B
BO3pacte 2,5MecsueB — 4 rona, 4 B Bozpacte 9 — 17 ner.

N3 12 cemeii npobanaoB ¢ I'KBII orsromieHHbIii aHaMHE3 MO KUCTO3y MOYEK
U3BECTEH B 2—3 MOKOJICHUSX B 4, IO caxapHOMy ruadeTy B 2.

VY 5 u3 12 nanuentoB ¢ I'KBII npenaransio no Y3U nodek 1ioaa MaTojaoruu He
BBIABIICHO, | n3 12 — MHoroBogusa, 2 w3 12 MalMeHTOB pa3BUBAIUCH B YCIOBUSIX
MaJIOBOJIMSI, U3 HUX B 2 CiIydyasx Ha (POHE recTallmOHHOTO CaxapHOro nuadera y MaTepH.

CpenHuii BO3pacT Ha MOMEHT IE€PBOrO BBIABICHHUS MOYEYHBIX KHUCT Yy 12 gerei
cocraBun 2,07+1,41 roma. ¥ 10 mereir amarHoctupoBanHa ['KBII ¢ ouenp panHuM
Ha4yaJjoM, U3 HUX y 9 nereil KUCThl B novykax 1no Y3W moareBepkaeHbl B Bo3pacte 110 3
Mecsues, y 1 B 1,5roza.

VY 10 pereii ¢ I'KBII kucthl B moukax auarHoctupoBansl o Y3U B Bo3pacrte 10

1,5 net, y 2 B Bo3pacte 8 net u 15 ner (tabmuna 3.17).
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Tabmuna 3.17 — Bospact auarHocTuku 1no pesyapraraMm Y3 W CHUMMETpUYHOCTH

MOYCYHBIX KUCT Ha MOMEHT IepBoro BeisiBieHU Y 12 nereit ¢ I'KBII

BoszpacT k MmomMeHTY CHUMMETPUYHOCTh MOYEYHBIX KUCT IO KonuuectBo

MIEPBOTO BBISBICHUSA Y31 Ha MOMEHT MEPBOTO BBISABICHUS MAIMCHTOB

MMOYCYHBIX KUCT 10 (n=12)

Y3Uu

IPEHATaIbHO JIBYCTOPOHHUE 3
ogHocTtopoHHsist MK/IIT 2

P POXKACHUU JIBYCTOPOHHHUE 2

1 mecan 1

3 mecsna JIBYCTOPOHHHUE 1

1,5rona 1

8 et OJTHOCTOPOHHHE 1

15 ner JIByCTOPOHHUE 1

VY 12 pereir ¢ I'KBII B Bo3pacte 2,5mecsaneB — 17 ner no pesynsraram Y3U
YCTAaHOBJICHO YyBelnueHue obObemMa mnoyek (4), yMmeHblieHne obObemMa mouek (3),
acUMMETpusl pa3MepoB mouek (4), y manuenta nocie Hedpskromun MKIT o6bem
(YHKIMOHUPYIOIIEW KOHTpallaTepaibHOM B Ipesenax HopMel (1).

Y 1 nanuenta mnepBbIMU KiuHU4YeckuMu TposBieHusiMu ['KBII sBumcs
peHaNbHbIA CUHAPOM DaHKOHU, JBYCTOPOHHUE MAPEHXHWMATO3HBIC IMOYEUHBIE KHUCTHI
JIMarHOCTHUPOBAHBI B Bo3pacTe 15 jeT.

Y 3 wu3 12 npobanHmoB auarHocTHpoBaHa ociokHeHHas MKIIII B cBs3u ¢
BBISIBJICHUEM KHCTO3a €AMHCTBEHHON ()YHKIIMOHUPYIOLIEH KOHTpajJaTepaibHON MOYKH.

Ocob6ennoctu guarHoctukn ['KBII y 12 mnanueHToB B NpeHATaIbHOM,

HEOHATAJILHOM U TPYITHOM TIeproAaxX yKa3aHsl B Tabmmie 3.18.
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Tabnuua 3.18 — Oco6eHHOCTH AIUAarHOCTUKH TTIOMEPYJIOKUCTO3HON O0IE3HU MOYEK

y 12 nereii B npeHaTaiIbHOM, HEOHATAIBHOM U TPYAHOM MEpPHOJaX

Kpurepun nnarnoctuku ['KbII Konmnuectso
ITAlIEHTOB

[MpenaranpHbIi (BHYTPUYTPOOHBIH) niepuos (N=12)

MaJIOBOAHC

MHOI'OBOJHUC

THIICPIXOICHHOCTD MMAPCHXUMBI IIOYCK

ABYCTOPOHHHUC KHUCTBI B ITIAPCHXHUMC ITOUYCK

YBCIMYCHUC ITOYCK

ITOYKH I1JI0AAa 0e3 maToIoTrun

NI W W LN

onHoctoponHsis MKJIIT

O0—Imecs (n=12)

OIIII

cunapoM [lorrep

TUIICPIXOI'CHHOCTD IIAPpCHXUMBI ITOYCK

OO, W

IBYCTOpOHHKE MenKhe (1-3MM) KHCTBI B TapeHXUME
rouek o Y31

yBenandeHue oobema odeux mouek (cm3) mo Y3U

TUIIOIIIa3Ks ITIOYKH OJHOCTOPOHHAA 110 V31

OJTHOCTOPOHHHUE MEJIKHE KHUCTHI B IOYEUHOM MMAPEHXUME 1
o Y31

TUIIOTIIa3Us 00erX MoueK (AByCTOpoHHsIs) o Y3U 2

1 mecsm — 1 rox (n=12)

OCJIO)KHEHHAs! OJTHOCTOPOHHSIST HE(DYHKITMOHUPYIOIIAs 3
MK/IT

JIBYCTOpOHHUE MeJkue (3—15MM) KUCTBI 5
MPEUMYIIECTBEHHO B KOPKOBOM CJIO€ MTAPEHXUMBI MTOYEK

CHUXeHHe/00eqHEHNEe KPOBOTOKA B TAPEHXUME MOYEK 110 7
Y3Uu

TUIEPIXOTEHHOCTDh U/UJIM CHUKEHHUE/OTCYTCTBUE KOPKOBO 6
— MO3roBo# auddepeHIupoBKY napeHxumsl (no Y3M1)

aHCMU

acumMmetpusi Y3M—merpruueckoro oobema novex

rUOoIUiasusg 00eux MmoyexK

AN B~

yBenuuenne OOIT (cm3)
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TepMmuHanbHas craausa XbII, repanus nnannzom 1
peHanbHbIN cuHApOM DaHKOHU 1
TMIIOMAarHueMus U MOBBIIICHHAs CyTOYHAs YKCKpEeLus 1
Mar”us

TUIIEPITIMKEMUS 1

1 -2 roga (n=9)

TMIIOMHCYJINHEMHUS 2
TMIIOMAarHueMus U MOBBIIICHHAs CyTOYHAs YKCKpEeLus 1
Mar”us

IBYCTOpOHHUE MeTKUE (3—15MM) KUCTBI 4

MPpECUMYIICCTBCHHO B KOPKOBOM CJIOC ITAPCHXHWMBI ITOYCK

3—17 ner (n=7)

TUIIOMHCYJINHCMUA

TUIICPITINKCMUA

TUIIOMAarHucMus

IMOBBIIICHHAA CYTOYHAS SKCKPECIHA MarHUA

TUNIOCTEHYPHS, TOJINYPUS

TUNIEPYPUKEMUS

W WKL O Ww

IMOBLIIICHHAA CYTOYHAA SKCKPCIIUA MOYEBOM KHCIOTHI

CHUXEHHE/00eAHEHNE KPOBOTOKA B TAPEHXMUME MTOUYEK 10 11
Y3U

YcranoBneno, uto y 8 u3 12 gpereit ¢ I'KBII orcyrcrBoBano 3Haummoe
yBEIMYCHHE AramMeTpa (MM) MakcuManbHOM moueyHoi kuctel U OOII (ecm3) mo Y3U;
pa3Mep MakCHUMaJIbHOW MOYeUHON KUCTHI He Oonee 10MM. ¥V nByx mpoOanoB 2 net u 4
JIET pa3Mep MOYEUHOM KHUCTHI cocTaBui 11MM u 15 MM, cooTBeTCTBEHHO. Y mpobaHaa
(meBouka, 10 ner) mpu I'KBII B cTpykType TprCOMUU XpOMOCOMBI 9 BBISBIICHBI MpU
VY31 0onHOCTOpOHHUE TMOAKANCYJIbHbIE MOYeUHble KHUCTBbl 10 20-22MM; y mpoOaHaa
(manmpuuk, 17 mer) ¢ I'KBII m Gonesnm Dentl BciencTBue AWTCHHOM MyTalMikd —
MOYEYHBIE KUCThI B 00€UX MOYKax 70 24-26MM.

Ocobennoctu knuHudeckoro penoruna I'KBII y 12 npobannoB npeacTaBieHbl B
tabmune 3.19, u3 Hux y 6 — Beneacrsue myrarmu reHa HNF1b (y 1 — nurennas
MyTaius), y 4 — npu aesienun xpomocombl 17012 ¢ 3axBatom rera HNF1b (curmpome

nenenuu xpomocoMbl 17q12), y 1 — mpu Mo3au4HOM TPUCOMUM XPOMOCOMBI 9.
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Tabnuua 3.19 — denotun rIIOMEPyIOKUCTO3HOM Oosie3HH mouek y 12 nereit

Jlmarno3s, nomn u
BO3pacCT MpodaHa

Aunamues

Knuandeckuit penorur,
GYHKIHS TTOYeK

JleBouka, 2,5mecsiia
['momepynokucro3Has
00J1e3Hb TOYEK
BCJICJICTBUC JCIICIIHH
xpomocoMbl 17012 ¢
3axXBaTOM IeHa
HNF1b, ouens panHee
HayaJo.

XBII (HopmanbHas
CK®).

CemeliHblll aHAMHE3 HE
OTATOLIEH.

[IpenaranbHO — MasmoBOME,
3BYP mnopna, runep3axoreHHOCTh
Y MEJIKHE KACTBI KOPKOBOTO CJIOS
MaPEHXUMBI YBEIUYEHHBIX MOYEK
IUI0/A, Y Marepu —
reCTallMOHHBINA CaxapHbIi quadeT
¢ 28 Henenu.

[Ipu poxaeHnn HE3PENOCTb,
MaJIbIM BEC K CPOKY I'€CTalllH,
IPOTEUHYPHSI, TATOJIOTHYECKAs
1IOTEpsI MacChl TeJIa HA 3 CYyTKU
)ku3HU; 110 Y3U — KUCTBI
MHO>KECTBEHHBIE B IAPEHXUME,
TUIIEPIXOTEHHOCTh KOPKOBOTO
CJ10s 00euX YBEJIMUYECHHBIX MOYCK.

OuU3NYECKOE pa3BUTHE B
HOpPME.
[Tapenxumaro3Hbie
MEJIKUE KHUCTBI
YBEJIMYEHHBIX TIOYEK,
MIPEUMYIIECTBEHHO B
KOPKOBOM CJI0€
MMapEHXUMBbI, KPOBOTOK
CHIDKEH.

AHEMHS JIETKOM CTETICHHU.
AJl B HOpMeE.

CK® 63mi1/muH.

JleBouka, 5 mec
['momepynokucTo3Has
00JIe3Hb TTOYEK
BCJICJICTBHE MYyTallUU
reta HNF1b, ouens
paHHEEe HAvalo.
XBII, TepmuHanbHas
cragus. 3ITT:I1/I.

CeMeiiHbIlt aHaMHE3 HE
OTSTOIIIEH.

[IpenaranbHO — MaOBOJME.
[Ipu poxnennu Ilorrep
(dbeHOTuII, HE3PEJIOCTh,
HenoHoIIeHHOCTh, PIC Tskenoe
teueHue, J{H2cT, macTo3HOCTS,
MBIIIEYHAS] TUTIOTOHUS, TYProp
camxken, OIIII 3cr,
nepcucTupyroliee 6oiee 3 Mec
(BITT:IL).

ITo Y31 — OOII yBennueH,
MHOKECTBEHHbIE KUCTHI (2-3MM)
B [TAPEHXHME MOYEK.

B Bo3pacrte 5 mecsues,
OTCTaeT B PU3NUECKOM
pa3BUTUH. AHEMUS.

AJl B HOpME.
OtHOcuTeNnbHAS
m10THOCTH Moun 1004—
1006.

CKO® na 3IIT cumxena
(24 m/mun/1,73M°).

ITo ¥3U OOII yBenuueH
(43cM3), KUCTHI B
napenxume n1ud@y3Hbie
MHO)KECTBCHHBIC MEITKHEC
3-5MM, KpOBOTOK
CHUKCH.
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JleBouka, 7mec
MynpTUKHCTO3HAS
IUCILIA3US JIEBOI
He(DYHKIIMOHUPYIOIIEH
MIOYKHU U
IJIOMEPYIIOKUCTO3
€IMHCTBEHHOU
(GYHKIIMOHUPYIOIIEH
KOHTpajaTepaJbHOU
MIOYKU BCIIEJCTBHE
JENEUUU XPOMOCOMBI
17912 ¢ 3axBatoM
rena HNF1b, ouens

paHHee HavyaJo.
XBII (CK® cHuxeHa).

CemeliHblli aHAMHE3 OTATOIIEH (Y
Marepu MOJIMKUCTO3 MOYEK,
KHUCTHI 6-7MM, TipaBasi mo4yKa
yMEHbIIIeHa, Y 0a0yIIKH 1Mo
MaTePUHCKON JIMHUU —
3a0oseBaHue MOYEK, Y
JBOIOPOJHOTO Opara—
HEe(PPIKTOMUS OTHOCTOPOHHSIA).
bepemennocth Marepu Ha GoHE
reCTalMOHHOTO CaXapHOIro
nuabeTa, MHOTOBOJIHSL.
[IpenaTanbHO — KUCTHI B TIOYKaX.
ITocne poxaenus 3BYP, OIIII
3cT Heonurypuueckoe, no Y31 —
TUIIOTIJIa3Usl JICBOU MOYKH,
THUTIEPIXOTCHHOCTh U KUCTHI B
apeHXUMe MPaBOM MOYKH.

B 3,5mec — MK/II cneBa, kucros
npaBoi mouku. OIIII
nepcuctupylouiee donee 3 mec.
['mnocrenypus.

AJl B HOpME.
OtHocuTenbHas
m10THOCTH Moun 1003-
1004.

CK® caumxena 20—
28mu/mun/1,73M5,
anbOyMHUHYPHSL.

ITo Y31 OOII (43cm3,
YBEJIHMYEH) 32 CUET
npaBoi mouku (o0beM
37cMm3,
TUIEPIXOT€HHOCTD 3CT,
KM/I orcyTcTByerT,
KPOBOTOK PE3KO CHUKCH,
aBaCKyJIIpHOE KOPKOBOE
BEIIECTBO C KUCTAMHU 2-
SMmm);

JieBasi TOYKa yMEHBIIICHA
B 00beMe (6¢cm3),
aBacCKyJIsipHa, HE UMEET
BHYTPEHHEN

i epeHInpOBKH,
TpecTaBiIeHa
aBACKYJISIPHBIMHU KUCTaMU
3-13 MM, mI0X0
muddepenuupyercs u3
OKPYKAIOIIUX TKAHECH.

JleBouka, 1r2mec
['momepynokucTo3Has
00JIe3Hb IIOYEK,
KHCTO3 JICBOM J10JIN
IIMTOBUIHOM JKEJI€3bI
BCJICJICTBUE MYTAIlMU
myTtanuu rena HNF1b,
OUYEHb PaHHEE HavaJlo.
XBII (CK® cHuxeHa).

CemeliHblli aHaMHE3 OTATOIIIEH (Y
MaTepHu KUCTHI 10 5-8MM 00enx
YMEHBIICHHBIX TOYEK).
[IpenaranbHO:
TUIIEPIXOTEHHOCTh NaPEHXUMBI
MOYEK, MEJIKUE KUCTHI.

[Tocme poxaenus -
TPaH3UTOPHOE MOBBIIIEHUE
KpeaTUuHWHA KpOBHU, B 1 MecsIy —
MEJIKME KUCThl 00€UX MOYEK.

DuU3NYECKOE pa3BUTHE
COOTBETCTBYET HOPME.
Menkue KucThI 3-8MM,
TUIIEPIXOTEHHOCTD
NMapeHXUMbI B 00eHnX
YBEIIMUYEHHBIX MTOYKaX,
MPEUMYIIIECTBEHHO B
KOPKOBOM CJIO€
MapeHXUMBbI, KPOBOTOK
CHIKEH.
['uneppennnemus,
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npoteunypus (1,2r/cyT).
MeTabonuaeckuit
armI03.

CK® 53mn/Mun.

JleBouka, 2 rona
['momepynokucTo3Has
00JIe3Hb MOYEK
BCJICJICTBUE MYTAaIlHH
rena HNF1b, ouens

paHHee HavyaJo.
XBIIC2.

Cewmeiinblii aHaMHe3 OTATOIIEH (Y
oTia B 26 JIeT KUCThI B TOYKAX,
MoOYeKaMeHHas 00i1e3Hb, Al
TUTIOMarHueMusl,
TUIIOMHCYJIUHEMHUS, Y IETYIIKA
110 OTLIOBCKOM TWHUHU B 34 rona -
caxapHslii 1uaber, B 53 roga
XBII).

[Ipenaransno no Y3U:
TUTIEPIXOTCHHOCTh APEHXUMBI
MOYEK IJI0/IA.

Poaunace HenoHOIEHHOM HA 32
Hezene, no Anrap 7/7 6anios, o
V3U eaguHuYHBIE ABYCTOPOHHUE
KHCTBI 1—2MM B MapeHXuMe
YBEJIMYEHHBIX TTOYEK,

¢ 14 nueit — OIIII 1cT. C
BOCCTaHOBJICHUEM MTOYECYHOU
dyHKIMH,

B 1,5 Mecs1a 00beM nodex 1o
V3U yBenuueH,
TUIIEPIXOTEHHOCTh NaPEHXUMBI
MOYEK, MHOXKECTBEHHbIEC
MapeHXUMAaTO3HbIEC KUCTHI B
o0enx moykax 10 3MM, KPOBOTOK
CHIKEH.

B 3 mecsna — A/l Hopma, aHeMus
nerkoit crenenu, CK®D
76Mm/mun/1,73m° (2opma), TITT
u 25(0OH) /15— HopMa,

1o Y31 — runepsxoreHHOCTh
KOPKOBOTO CJIOSI TAPEHXHUMBI,
KM/ crimaxxena.

B Bo3pacTe 2 ner,
duznyeckoe pa3BUTUE
COOTBETCTBYET BO3PACTY.
A/l B HOpME.

IITI" xpoBu B HOpME.
OtHOcuTeNIbHAS
m10THOCTH Moun 1002-
1006.

CK® 87m/vun/1,73m°.
[To Y31 OOII yBennueH
(68cMm3), mapeHxuma
yTOJIIIIEHA,
TUIIEPIXOTEHHOCTh
KOPKOBOTO CJI0S,
MHOKECTBEHHBIE KHUCTHI B
KOPKOBOM CJI0€
napeHxuMe: clieBa J10
I,1cm, cripasa o 0,7¢wM,
KPOBOTOK OCJIa0JIeH.
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JleBouka, 3 roma
I'momepynokucTo3Has
00JIe3Hb, THIOILIA3HS
MIOYCK BCJICACTBHE
myTtanuu rena HNF1b
OYEHb PaHHEE HAYAJIO.
XBIIC2.

CemeliHblli aHAMHE3 HE
OTSTOIICH.

[IpenaransHo no Y3U 6e3
0COOCHHOCTEH.

B Bo3pacte 1 mecsi mo Y3U —
TUIIEPIXOTCHHOCTh APEHXUMBI
TUIOIIa3UPOBAHHBIX TTOYEK,
KpPOBOTOK OcJabieH,

B Bo3pacte 1,5roga —
TUIIEPIXOTCHHOCTh YTOJIICHHON
apeHXUMBbI, BIIEPBbIC
€IMHUYHbIE KUCTHI B
YMEHBIICHHBIX TTOYKax 2 MM
CIIpaBa, SMM CJI€Ba, KPOBOTOK
oca0IeH;

B 2,5 roma CK® 72mn/MuH, M0
V3U — nouku ymenbieHsl OOIT
(45cm3), mapeHxuma
TUIIEPIXOTCHHA U UICTOHYEHA,
€IMHUYHBIE KUCTHI 2—5MM C
00€enx CTOPOH.

B Bo3pacre 3 e,
duznyeckoe pa3BUTUE
COOTBETCTBYET BO3PACTY.
AJl B HOpMeE.

Yposens IITT" B HOpME.
OtHocuTenbHas
mioTHOCTh Moun 1008-
1010.

CK® 73mn/mun/1,73m°.
ITo Y3U nouku
ymensbIieHs! (OOIT
50cm3), KM/I
MapeHXUMBbI CIJIaKEHa,
apeHXUMa UCTOHYCHA U
TUTIEPIXOTCHHA,
CIMHUYHBIC KUCTHI B
KOPKOBOM CJI0€ 00euX
MoYKax 2—7MM, KPOBOTOK
HE3HAYUTEIHHO CHUKEH.

Manwuuk, 3 rojga
I'momepynoxucTos
€IMHCTBEHHOM
(bYHKITMOHUPYIOTIEH
JICBOI MMOYKH
BCJICZICTBHE MYTalluu

rera HNF1b, ouens
paHHee HayaJo.
CocrosiHne nocyue
He(DPIKTOMUU
HeQYHKIIUOHUPYIOIIEH
KOHTpAJIATEPAIIbHON
MTOYKH C
MYJIETUKACTO3HOU
JIUCIUIA3UEN.

XBIIC2.

CeMeiHbIN aHaMHE3 110 KUCTO3aM
MOYEK HE OTATOIICH, Y JACTYIIKH
caxapubiii nuabet. [IpenaranpHO
—  MKIT
HEIOHOIICHHBIM,

Pomuncsa
CIP,

peTuHOIIaTuA, THUIIOKCHUA 111044,

crpasa.

reMaHruoma  JIeBOTO
pe3unyanbHas 3H1edanonarus. B

2 roja: mpoBeneHa HePpIKTOMUS

Tjeya,

cupaBa (MK/II), BbIsBICHBI
MHO>KECTBEHHBIE MEJIKUE KHUCTBI
€IUHCTBEHHOU
(GyHKIIMOHUPYIOUIEH

yBenuueHHon (42cm3 mo KT)
MOYKH.

Pu3nyecKoe pa3BUTHE
COOTBETCTBYET BO3PACTY.
AJl B HOpMeE.
MeTtabonuyeckuii
anuao3,

IPOTEUHYPUS

CyTOUYHas
0,17r/cyr,
ypoBeHb [ITI" u marnusg
kpoeu B Hopme, CKO®
85mu/mun/1,73m°.
OtHocuTenbHas
IIOTHOCT, Moun 1013—
1020.

OObeM JIeBOM KHCTO3HOMU
(MHOXKECTBEHHBIC
KOPTUKAJIbHBIE MEJIKUE 2—
5SMM KHCTBI) TIOUKH Yepe3

1 ToJT nocie
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HE(PIKTOMUU B Mpeaenax

HOopMbI 110 Y3U (30cMm3).

JleBouka, 4 rona CeMelHBIN aHaMHe3 He | Pusnueckoe pa3BuUTHE
I'moMepynokucTo3Hast | OTATOLIEH. COOTBETCTBYET BO3PACTY.
Oose3Hp moyek U | Poguiachk JOHOIIEHHOM. AJl B HOpMeE.
KHUCTO3 nedeHy, | [IpenaranbHo — Oe3 marosorud. | MarHuii KpoBH B HOPME,
TUIIOILIA3USA neBoil | B Bospacre 1 wmecsan nmo Y3U | IITT 110mr/mm,
MOYKHU BCJICJICTBUE | BIIEPBbIC TUTIEPAXOTCHHOCTh | TOBBIIIIEHUE  IEJIOYHOU
MUKPOJEIEIUN MOY€eK, TUIOIIA3Hs JIeBOU MOUKH; | pocdarassl, nedunur
xpomocombl 17012 c|B 3 wmecsua nByctoponnue | 25(OH)/s.
3aXBaTOM reHa | MOJKAICYJIbHbIE KUCTHI 3—5MM, l'unepypukemus
HNF1b, ouenp pannee |B 1 rog — TMIIEPIXOI€HHOCTh H | 453MKMOJIB/I (HOpMa
Hayaio. YTOJIIIEHUE napeHxumsl, | 130—-360MKMOITB/).
XBIIC2. IBYCTOPOHHUE KHCTBI 3—8mM, | OTHOCUTENBHAS

KM/JI mapeHxuMmbl CHUXEHa, | TWIOTHOCTh Moun 1001-

KPOBOTOK ocmabnen; | 1007.

TUTIEPKAJIbIIUEMHUS, CK® 71m/mun/1,73M%

runoMaraemusi, OOII yBenuueH
(55cm3) 3a cuer mpaBOW TMOYKHU

(43cm3),
ymeHnbiiieHa (12cM3), cytouHas

JeBast moYKa
OKCKpEIMsl MarHus —TTOBBIIIICHA
(2,9MMoB),

B 2 rojia MHOKE€CTBEHHbBIE KHCTHI
B MapeHXuMe O0eux TOoYeK JI0
0,6cMm cniea u 1o 1,3cm cipaga.

ITo V3U:
TUIIEPIXOTCHHOCTh

MapeHXUMBbI TTOYEK,
camkena KMJ[, OOII
ymeHnbilieH (60cm3) 3a
CUeT JIEBOMU MMOYKU

(24cm3), obOwbeM mpaBoi
noyku B Hopme (36¢cm3),
MHOKECTBCHHbBIC

TIOJTKATICYIbHBIC

MOYEYHBIC KHCTHI: CJIeBa
no lcem, cpasa go 1,5¢m,
KPOBOTOK B TIApCHXUME

0o0eHEH.

Manpunk, 9 et
I'momepynokucTo3Has
0OJE3HL IIOYEK U
TUTIOTIIA3 U
MTOKEITYIOYHOU
JKE€JIe3bl  BCIICJACTBHUE

ACICHN XPOMOCOMBI

CemeilHblil aHAaMHE3 OTATOILEH —
y ©0albymku (10 MaTepuHCKON
JMHUM) KUCTA B TTOYKE.
[IpenartanbHO — 6€3 MATOJIOTHH.

B Bo3pacte 1 mecsn y pebenka
Y31
YMEHBILIEHHBIX

10 KHUCTBI B  00eux

IOYKax,

AJl B HOpMe. AHEMUU HE
BBISIBJIICHO.
I'nmnomaraunemus
0,55MMOJIB/11.
OTHOCHUTEIbHAS

wrorHocte moum  1010-
1020.
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17912 ¢ 3axBarom
resa HNF1Db,
paHHEe HaJalo.
XBIICI.

O4YCHb

TUTIEPIXOTCHHOCTh
cimog, B 1 rom mo Y3U m KT

KOPKOBOIO

MOYCK C KOHTPACTHUPOBAHHEM —
1o 3-4 kuctel (3-7MM) B MOYKax
HOPMAJIBHOTO pa3Mepa.

CK® 107mu/mun/1,73m°.
I[To Y31 — OOIl nHumxe
HOpMBI (95¢cM3), kucra B
HUKHEM TIOJIIOCE MPaBOU
nouku 10*8MM, KPOBOTOK
CHUKCH.

[Io MPT 2 kucter B
noyke (CyOKOPTUKAJIBHO B
HIKHEH 1/3  pasmepom
7*6MM u B cpemHer 1/3
pazMepoM 3MM), pa3Mepsl
OoYeK YMEHBIIICHBI
(oobeM seBoit  48cm3,
npaBoii 45cm3).

JleBouka 10 et
I'momepynokucTo3Has
00JIe3Hb TOYEK TMpHU
MO3aWU4YHOU TPUCOMUU
XPOMOCOMBI 9.
XBIIC2.

CeMenHbBIN aHaMHE3 HE
OTATOIIEH.

HpeHaTaJIBHO — 0€e3 MMaToJIOTHH.

Bniepsoie B 8 JeT
TUIIEPIXOTEHHOCTh  MAapPEHXUMBI
MpPaBOM  YBEJIMYEHHOW TMOYKH,

MHOXCCTBCHHBIC MCIIKHC KHUCThBI

YMEHBIICHHOW  JIEBOM  TOYKH,

yepes | rom B JOUMHAMUKE

yMEHbIIIEHHE  o0beMa  JIeBOU
I[lo KT u MPT c¢
KOHTPAaCTUPOBAHUEM

TTOYKH.
MIPU3HAKU
JIEBOM

IMOAKAIICYJIbHBIX KHUCT

TIOYKH, KOHTYp, SXOT€HHOCTb H
pa3Mepbl

ITOJIOCTH HC N3MCHCHBI.

OpraHOB  OpIOIIHOM

dusznyeckoe pa3BUTHE
COOTBETCTBYET BO3PACTY.
AJl B HOpMe. AHeMuu
HET.

OtHocuTenbHas
mI0THOCTL Mouu 1008—
1016.

CK® 110Ma/mMuH.

[To Y3U, npaBasg mnouka
yBEIMYEHA, IAapEeHXHUMa
TUIIEPIXOTCHHA; neBast
pe3Ko

KOHTYp HepoBHbIM, KM/I

YMEHBIICHA,
OTCYTCTBYET,  KPOBOTOK
pe3Ko CHIKEH,
MOJAKAIICYJIbHBIE
MHO>KECTBEHHBIE  KHCTBI
«UEMOYKON» II0 KOHTYPY
7-18MM,

eMUHUYHbIE 20-22MM.

BCEU  IIOUKH

Manpuuk, 16 ner
I'momepynoxkucros
€IMHCTBEHHOM

CeMeWHBIM aHaMHE3 OTITOILEH
o CJI mo nuHuM OTIIA.
[Ipenaraneno — MK/II neBou

['unmomarsuemus.
YpoBeHb MOYEBOU

KHCJIOTBI KPOBH B HOPMC.
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(YHKIMOHUPYIOMIEH | MOYKH. CK®  82mn/mun/1,73m7,
npaBoil  nouku  u | [Ipu poxaenuu —no Y3U u KT ¢ | nporennypus,
WHBOJIIOLIHS KOHTPAaCTOM: yYMEHbIIIEHUE | AIbOYMUHYPUS,
He(yHKIUOHUPYIOIIEH | 00beMa JIEBOM | TONUYpUS,
MYJIBTUKUCTO3HOMN He(DYHKIUOHUPYIOLIEH TUIIOCTEHYPUS, ypATypHsl.
KOHTPAJIATEPAIIBHOM, | MYJIBTUKHCTO3HOU nouky, | [To  CKAJl  »nu3ozs
KMCTO3 IPAaBOM JOJIM | TUIIEPIXOTEHHOCTh ITApEeHXUMBI, | moBbiieHuss A/ nmo
mUTOBUAHOM keine3bl, | KM/] oTcyTcTBYyeT, | 144/91MMm.pT.CT., o
OYEHb PaHHEE HayaJlo. | MHOXKECTBEHHbIE KHCThI 1-6MM | CMAJl 0e3 mnpu3HaKoB
XBIIC2. 10 KOHTYPY npasoit | Al
yBenuueHHou mnouku. B 13 gjer | Y3U runepsxoreHHOCTH 2
runeprmkemusi; no Y3M  — | CT, KOPTUKaJIbHBIE KHUCTBI
TUIOTOHUS ~ MOYETOYHHMKa U |4-12MM 1O  KOHTYpY
[IUEJI0IKTa3UsA CIIpaBa, | MpaBou YBEJIMYEHHOU
TUIEPIXOTC€HHOCTh  MAPEHXUMBI | IOYKH, B  [ApEHXHME
MOJIKETYIOUHON JKEJEe3bl, | KPOBOTOK OCJIa0JIEH.
IPU3HAKU XOJIAHTUTA; ()
ucTorpapuu [IMP HET;
TUIIOCTEHYPUS; CKOD 70-
8SMi1/MuH.
Maunpuuk, 17 ner CemeliHbli aHaMHe3 He | Huskopocnocrs,
[ momMepyioKUCTO3HAsT | OTSTOIIEH. OKUPEHUE 4cr,
0oJe3Hb nouek | [IpeHaranbHo — 6€3 MATOMOTUHU. | TPOTPECCUPYIOIIIEE.
Bcaencresue wmyraumu | C 2 MmecauneB — peHanbHbld | [Tonuauncus.
reHa HNF1b y | cuHapOM ®ankoHU | AJ] B HOpPME.
nanueHTa ¢ 0oJye3Hblo | (MPOTEeuHypuUs, docdarypus, | Metabonuyeckuii
Dentl BCIICZICTBHE | KaIbLUYPHS, [IFOKO3YpHS, | allMI03.
myTaruu rera CLCNS. | amuHOanmuypus, muxopanku 6e3 | ['unepmapatupeos.
XBIICA4. IIPU3HAKOB UH(pEeKIu u | ['unepypukemus,
peUUIUBUPYIOIIHE PBOTBI, | THIIEPUHCYIUHEMUS,
BaJIbI'yCHas nedopMarys | TMHIOMarHueMHUsI
HIDKHUX KOHeuHOcTeH, 3aaepxka | (0,62Mmorb/i),
(U3UIECKOTO Pa3BUTHA). runogocdaremus,
B 15 ner — ABYCTOPOHHHME | TMIIOKAJIUEMHUS.
napeHxuMaro3nble KUCThl movek. | [lo Y3U — OOII Huxke
Hopmbl  (105¢cm3), B
napeHxXume

MpEeuMynIi€cCTBCHHO
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KOPKOBOTO CJIOs  00eux
MOYEK PE3KO0  CHUXKEH
KPOBOTOK,
MHO’KECTBEHHBIE ~ KHUCTHI,
MakcUMajbHasg  CIpaBa
24MmM, caeBa 26MM.

CK® 27mw/mun/1,73M°,
OPOTEUHYPHUSI, TOIUYPHUS,
docdarypus,
TUIIOCTEHYPHSI.

[ToBwimenue sxckperu yparoB mnpu ['KBII ormeueHo y 2 manueHToB: A€BOYKH 3
JET U y Majpuuka 16 JEeT npyu HOPMaJIbHOM YPOBHE MOYEBOM KHUCIOTHI B KpOBH;
TUIEPYPUKEMUS Y 2 MALMEHTOB: JEBOYKH 4 JeT (IpH HOPMAaJIbHOM 3KCKPELMH ypaToOB C
MOYOI) U y MasbuuKa 17 et (Ipy NOBBILIEHHOM 3KCKPELMH YParoB ¢ MOYOi).

N3 3 pereit ¢ OIIIl B HEOHATAILHOM MEPHOAE, OHOMY MIIAJEHIYy B BO3pacte S5
MecsieB ¢ cuHapomoM [loTTep ¢ HeoHaransHOrO nepuoaa npogoinkena 31T TT1.

¥ 12 nmamumentoB B Bo3spacte 2,5mecsueB — 17 ner ¢ I'KBII He ycranoBneHsI
npu3HaKu puOpo3a NeYEHU U CUHAPOMA MOPTATbHON THIIEPTEH3HUH.

VY 4 nereni ¢ I'KBII B Bo3pacte 2—9 et nunarHocTupoBaHa TMIIOUHCYJIMHEMUS IPH
HOpPMaJIbHOM YpOBHE IVIFOKO3bl M ITIMKUPOBAHHOTO TeMOINIOOMHA B KPOBU U OTCYTCTBUU
IJIFOKO3YpHUH, Y ManueHTa 16 JeT AMarHoCTUpOBaHa TMIIEPIIMKEMUS U TUIIOMAarHUEMus,
y namueHTta 17 JIeT — runepuHCYJIMHEMUS U HOPMOITIMKEMHMS NPU IPOTPECCUPYIOIIEM
okupeHun 4 creneHu. ['Mnoria3us MOmKETyIOYHOM Kelie3bl YCTaHOBIIEHA y 3 u3 12
MaMEHTOB: 1O pe3yaprataM Y3U y neBouku 2,5mecsnes, no KT y mansunka 3 net, no
MPT y manpunka 9 ser.

V¥ 12 mauuentoB ¢ I'KBII B Bo3pacte 2,5 mecsitieB — 17 et orcyrcrBoBana Al
AHeMHs1 TMarHOCTUPOBaHA y 4 eTell rpyIHOro BOo3pacra.

[IpencraBinen BHemo4euHbld QeHOTHH y 12 geTeil ¢ MIOMEpPYyIOKHCTO3HOM

0ome3npro ouek (Tadmurna 3.20).
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Tabmuua 3.20 — Buenoveunsiii peHotun y 12 aereii ¢ moMepyaoKUCTO3HON OOJIE€3HBIO

ITIOYCK

Jlnarnos, 1oy v Bo3pacT npodanaa

Knuangeckue IIPOABJIICHUA
BHCIIOYCYHOTI'O q)GHOTHHa

JleBouka, 2,5mecsiia
['momepynokucTo3Hast OOJIe3Hb MOYEK
BCJIE/ICTBHE JIeJeIIMU XpOMOCOMbI 17012
¢ 3axBaroMm rena HNF1b, ouens pannee
Haya’o.

XBII (nHopmansHas CKD).

OXO-KI': oTKpBITOE OBAIBHOE OKHO
3,5MM.

BpoxneHHbI JaKpHUOLIUCTHT.
['uneprikeMus OAHOKPATHO.

YpoBEHb MOUYEBOU KHCJIOTHI, MarHus U
WHCYJIMHA KPOBU B HOPME.

ITo Y3U — arene3us XxBocTa
MOKETYTOYHOM JKEIIE3bI.

JleBouka, 5 mec

['momepymokucTo3Hass 0o0JIe3Hb  TTOUYEK
BcineactBue Mytamuu  reHa  HNFLDb,
OUYCHb paHHEE HAYaJjo.

XBII, tepmunaneuas cragust. 3ITT:IT.

He ycranosnensl

JleBouka, 7mec

MynbTUKUCTO3HAS  JUCIIA3US  JICBOM
He(PYHKIIMOHUPYIOIICH MTOYKH U
IJIOMEPYIOKUCTO3 CIMHCTBEHHOM
(bYHKITMOHUPYIOIIEH

KOHTpaJaTepaqbHON TOYKHU BCIIEJICTBUE
neneuun xpomocoMbl 1712 ¢ 3axBarom
rena HNF1b, ouens pannee Hagano.
XBII (CK® cHuxkeHa).

B Bo3pacTte 7 wMecsueB, OTCTaer B

dbu3nyeckoM  pa3BUTHU.  AHeMus

JIETKOM cTerneHu. KucTel B SUYHUKE.

JleBouka, 1r2mec
I'momepynokucTto3Hass 00Je3Hb TIOYEK,

KHUCTO3 JIEBOM JIOJM  IUTOBHUIHOU

JKCIIC3bI  BCJICACTBUC MYyTallMK TI'CHA

HNF1Db, ouens panHee Hayao.
XBII (CK® cHuxeHa).

ITo VY3U
IIMTOBUIHOM KeJe3bl. JyTUPEO3.

KHUCTBI B JIEBOM JIOJIE

JleBouka, 2 roga
[momepynokucTto3Hast 00JIe3Hb  TTOYEK
HNF1b,

BCJICACTBHUC MYyTalluu TCHA

OYEHb PaHHEE HAYaJIOo.
XBIIC2.

VYpoBeHb TIIIOKO3bI KPOBH B HOPME.
1,89MME/mu,
rukupoBanueiii HbA | 5,0%.

I'mnonHCcynuHeMus

Marnauii, MoueBas KHUCIIOTa KpPOBH B
HOpPME.
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ITo Y3U1 HEonHOPOAHOCTH NApPEHXUMBbI

IICUEHU.
JleBouka, 3 roga B 2,5 rofla  TUIIOWHCYJIUHEMUS
I'momepynokucTo3Has 0one3Hn, | 3,9MME/Mi, TUIIEPIXOTEHHOCTh

TUIIoIIIa3usA IMOYCK BCIACACTBHUC MYyTAallUN

rera HNF1b ouens pannee nagao.
XBIIC2.

MapeHXUMBbI TICUCHU U TIOJKEITYOYHOM
HKEJIE3bl.

B 3 roma ypoBeHBb INIOKO3bI KPOBH B
Hopme. ['unonncynunemust SMME/mi.
YpoBeHb MOYEBOM KHCIOThI, MarHus
KpoBU B HOpMe. [loBhillieHa cyTodHas
IKCKpenus yparoB (4,45MMoIIb/ ).

Manwuuk, 3 rojga

['momepynoxucros €IMHCTBEHHOM
GYHKIMOHUPYIOIIEH ~ JIEBOM  TOYKH
Beiaencteue wmytarmuu  rema  HNFLb,
OYEHb paHHEE HAYajo.

CocrosiHne nocie He(pIKTOMUU
HeQYHKIIUOHUPYIOIIEH
KOHTpaJaTepajibHOU MTOYKHU c

MYJIBTUKUCTO3HON JUCILIA3UEN.
XBIIC2.

OngHokpaTHO B aHAMHE3€ AIHU30/bI
0OMSIKaHUS, CYIOPOKHBIA CUHJIPOM.

B 2 roga mo KT rumormiasus (arenesus
JOpCaIbHBIX OTJEIOB) MOJKETYA0UYHOMN
YKEJIC3BbI.

3aMeIJICHO PEYEBOE pa3BUTHE.

B 3 roma ypoBeHb NIIIOKO3BI KpPOBH,
MarHusi B HOpMe.

JleBouka, 4 rona
[momepynmokucTo3Hass 00JIC3Hb IOYEK M
KMCTO3 II€YEHU, THUIOIUIA3Us JIEBOM
IIOYKH BCJICICTBHE JCIICIIMH XPOMOCOMBI
17912 ¢ 3axBatom rena HNF1b, ouenn
paHHee HavaJo.

XBIIC2

['unouncynmuHeMus (1,9MME/mn),
[JIFOKO3a M MarHuyd KpPOBU B HOPME,
TJIMKHPOBAHHBIH HbA . 5,2%.
[l'unepyprkemusi.

Ilo Y3U BBISBIIEHBI €IUHUYHBIE KHUCTEI
MIEYEHH, HEOJAHOPOAHOCTH CTPYKTYPHI
MOIKETYTOYHOM JKEJIE3bI.

Manpuuk, 9 et

['momepynokucTo3Hast 00J€3Hb MOYEK U
TUTIOTUIA3HS  TIOJKETYIOUHON  KEeJe3bl
BCJICICTBHE JIEJICIIMA XpoMocoMbl 17012
¢ 3axBatom rena HNF1b, odenn panuee
Hayao.

XBIICI.

B Bo3pacrte 1 rog no KT B neuenu 6e3

IaTOJIOTHH. Ilo V31
TUIIEPIXOTCHHOCTh MapeHXUMBbI
MOJKETTYOYHON  KeJe3bl, KHUCThI B

00enX TOJISIX HIUTOBUTHOMN KEJE3hl.

B 2 rona oOcnenoBan y HeBposora Io
MOBOJY 33JIEP>KKU PEUEBOTO Pa3BUTHSI.
B 9 ner mmoxo3a KpoBH B HOpPME,

TUIIOMHCYJIMHEMHS,
I[Io Y31

THIIOMarHUEMHS.
B IIUTOBHUIHOU

KHCTBI
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xkemesze, nmo MPT — rumomnasus
MOIXKETYTOYHOM JKEIIE3bI.
HeBouka 10 met Mukponedanus. MuTemnexkTyaibHOE
[momepynokucto3Hass 0o0Jie3Hb TOYEK | HEIOPA3BUTHE. Cunapom JILI,
IpU MO3aUYHOW TPUCOMHUHM XPOMOCOMBI | AaTOHUYECKU-aTaKCHUECKas dbopma.
Q. 3agepkka pocTa. OKTONMS 3paydka
XBIIC2. JIEBOTO ryasa, BPOXJCHHAS.
Pacxonsmeecs KOCOITIa3He
conpyxkecrBeHHoe. YA3H  cresa.
JIByCTOpOHHSS CEHCOHEBpaJIbHAas

TYTOyXOCTb CJIeBa 2 CTEIIECHH, crpasa |
CTETICHHU. ['pyno-nosicHu4HBIN
JIEBOCTOPOHHUM CKOIMMO3. AHEBpU3Ma
MEXKIIPEACEPAHON NIEPETOPOJIKH.
AcrMMeTpusi BETBEH BOPOTHOM BEHBL.
WNHcynuH, 110KO3a, MarHuii KpoBU B

HOpME.

Manpuuk, 16 ner
I'momepynoxucros €MHCTBEHHOU
(YHKIMOHUPYIOLIEH MpaBoOil TOYKH U
WHBOJIIOLIUS He(PYHKIIMOHUPYIOIIEH
MYJIETUKUCTO3HOM KOHTpaJlaTepaibHOM,
KUCTO3 TMPAaBOM JOJIM  IIUTOBUIHOU
YKeJIe3bl, OUCHb PAHHEE HAYaJIo.

XBIIC2.

['uneprmukemus. [ umoMmaramemus.
YpOBEHb MOYEBOM KHUCJIOTBI KPOBH B
HOpPME.

[To Y3 — xuctel B MNpaBoN [0J€
[IUTOBUIHOM JKEJIE3bI.

Muomnus ci1a0oii CTEIeHH CIIeBa.

Manwpuuk, 17 ner

[momepynokucTo3Hasi Oo0Ne3Hb MOYEK
BeiienctBue mytaruu rena HNF1b y
C Dentl
Bcaencteue mytanun reHa CLCNS.
XBIIC4.

marueHTa 00JIE3HBIO

C 10
O’KUpEHHUE,

JeT  MpOorpeccupyrolee
TUTIEPUHCYIUHEMUS,
runotupeos. Hu3kopociaocTsk.

l'unepypukemus, TUIIOMarHueMusl.

VYparypus. B 13 net nepenom roieHei.

AHTHONaTHs ceTyaTku 000MX T71a3.

VYV 12 nereit ¢ I'KBII BHemoyeuHOE pACHONOKEHHE KUCT JIMATHOCTUPOBAHO IO
pesynbraram Y3U B suuHuKe B Bo3pacte 7 Mecsies (1), B meuenu B Bo3pacte 4 net (1),

B IIIUTOBHUIHOM Jkente3e B Bozpacte 1r2mecsies (1), B 16 mert (1).



Tabmuua 3.21 — 'enHast u xpomocomHas natonorust y 11 geteit ¢ roMepyaoKUCTO3HON

0O0JIE3HBIO TTOYEK
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[TanmenT I'en XapaKTEepUCTUKA BAPUAHTOB MyTaIU1
Hpodariz - 17q12del (1258684m.1.) ¢ 3axBaTOM 24 T'€HOB, B TOM
JIEBOYKA HNF1b
yrcie rena HNF1b
2,5mecsna
[Tpobang — 17:9.37739611T>A panee He ONMCAHHBIN BapUaHT
JI€BOYKA HNF1b ENST00000617811.5: ¢.373A>T B0 2  »9K30HE
5 Mecs1ieB ENSP00000480291.1:p.1le125Phe, B  rerepo3uroTHOM
COCTOSIHUU
PKD2 | 4:9.88007877/G>C panee He OMHCAHHBIM MpeICKa3aHHbBIN
KaKk HE OKa3bIBAIOIIUI TaTroreHHBbIH 3((EeKT BapuaHT B
9K30HE |
ENST00000237596.7:¢.144G>C
ENSP00000237596.2: p.Glu48Asp,
B TE€TEPO3UTOTHOM COCTOSTHUHU
PKHD1 | 6:9.52082456G>A paHee He ONTMCaHHBINA BapUaHT
ENST00000371117 ¢.217C>T B ax30He 4
ENSP00000360158:p.Arg73Trp,
B TE€TEPO3UTOTHOM COCTOSTHUHU
[TpoGanm — 17g12del (~12586841m.1H.):36486450-37745134, C
JIE€BOYKA HNF1b | mpencka3zaHHOM MaTOreHHOCTHIO paHee HE OMMCAHHAS
7 MecALeB
[TpoGanm — 17:37733618A>C ENST00000617811
JICBOYKA HNF1b | c.748T>G (p.Tyr250Asp), B reTepO3UTOTHOM COCTOSTHHH
Ir2mec
[Tpobang — 17:36104713C>A 15747360527 He omnMCcaHHBIA paHee
JICBOYKA HNF1b | Bapuant ¢.163G>T (p.Glu55Ter) B 1 5Kk30HE, B
2roja reTepO3UTOTHOM COCTOSTHUU
[TpoGanm — 17:9.36099603A>G panee onmrcaHHbINA BapHAHT
JIEBOYKA HNF1b c.374T>C(p.1le125Thr) Bo 2 sk30He, npeAcKa3aH
3rona OKa3bIBaTh NaTOreHHbIN AP (eKT Ha OeNoK, B
reTepO3UTOTHOM COCTOSTHUU
[TpoGanm — 17: NM_000458.4 narorennsiit Bapuast ¢.3G>A
MaJTB9HK HNF1b | (p.Met1?), B reTepo3uroTHOM COCTOSIHUN

3 roma
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[TpoGanm — 17q12del (181m.H.):36099415-36099432, panee He
JI€BOYKA HNF1b | onmucannas

4 Ttona

[TpobGanm — 17q12del (~1.6Mb) ¢ 3axBatom 27 renoB: 36486698
MaJIBYuK HNF1b | 38136480, panee onrcaHHas aTOreHHast

9 nmer

[IpobGann — | Tpucomust xpomocombl 9, Mo3andnas Gopma (ypoBEHb MO3aUIIM3Ma
JI€BOYKA 30%).

10 et Kapuorum: mos 47, XX, +9 [4]/46,XX[46]

FISH - Tpucomust XxpoMocoMsbI 9

[Tpobang — HNF1b 17: noBelii BapuanT c.1646G>A (p.Ser549Asn), B
MaJIBuUK reTepPO3UTrOTHOM COCTOSIHUHU
17 ner HOBBIN BEPOSITHO MATOTeHHBIN BapuaHT €.941C>G

CLCNS (p.Ser314Trp), remu3urora, X—CrericHHbIA PEIIECCHBHBIN
THII HAacJIeAOBaHUS; B KojjoHe 314 reHa — n3BecTHas

natoreHHas mytanus p.Ser314Leu.

Pe3ynbrarel MOJEKYyIsipHO — TeHeTtuueckoro uccienoBanus 11 pereir ¢ I'KBII
npencTaBieHbl B Tabmuie 3.21.

Y 4 w3z 12 nanueHToB UACHTUGUIMPOBAHBI JIeJeUu XpoMocombl 17012,
OXBaThIBAIOIIME HECKOJIbKO T'eHOB, B ToM uucie reH HNF1b, w3 Hux y 3 ngereid
YCTaHOBJICHBI MPOTSHKEHHBIC JIEJCUU ¢ 3axBaroM obOmactu Oosee 1Mb (Oomee 1muth.
nap HykiaeoruaoB) JIHK. V mamumenra ¢ cunapomom nenenuu 17012 (3 cembu c
OTATOIICHHBIM aHAMHE30M [0 KHCTO3aM IOYeK B 3 TMOKOJICHHSAX) TSKECTh COCTOSIHHS
oo0ycnosiena OIIIl 3cTt B HeoHaTanbHOM TiepHoAe O€3 BOCCTAHOBJICHHS IMOYEUHOM
byHKIIMK B BO3pacTe 7 MecsmeB. Y JEBOYKM 2,5 MecsleB W Majpduka 9 Jer
UACHTU(GUUMPOBAaHbl JAelienun XpomocoMbl 17012 ¢ 3axBatrom 24 u 27 T€HOB,
COOTBETCTBEHHO.

MonekynsipHO-TEHETUUECKOE HMCCIIENOBAaHWE Yy TANUEHTa S5 MECSLEB C
cuaapomoM [lorrep u OIIIIl Ge3 BoccTanoBieHMsI GYHKIIMKM B HEOHATAJIHLHOM TIEPUOJIE
BBISIBUJIO paHEE HE OMMCAHHBIE BApPUAHThI B TE€TEPO3ZUTOTHOM COCTOSIHUM B T€HAX
HNF1b, PKD2 u PKHD1. Myramnus rena PKHD1 B rerepo3uroTHoM COCTOSIHUU

paciieHeHbl KaK HOCUTENbCTBO Oe3 BiusHus Ha ¢enorun. Myranus rena PKD2
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IpecKa3aHa He OKa3bIBAIOIIEH MaTOreHHbIN AP dekT. CeMbsi HEMOoMHAas, YTO 3aTPyIHIET
MPOBEACHUE MPSAMOTO aHalau3a HykieoTuaHou nociuenoBarenbHoctd JJHK mo Cenrepy
y oTIa npobanaa. Y marepu maroreHHbIX BapuanToB reHoB HNF1b, PKD2 u PKHD1 ne
BBISIBJICHO.

VY 6 u3 12 nanueHToB yCTaHOBIIEHA CUHpOMalbHasl opMa MIOMEPYIOKUCTOZHOM
OOJE€3HH TOYEK, U3 HUX y 5 € KHUCTO30M IOYEK IPU XPOMOCOMHOM MAaToJOTUU —
CUHJIpOMeE Aeneruu xpomocoMbl 17012 (4), Tpucomun xpomocomsl 9 (1); mpu Gosie3Hu
Dentl BciencrBue aqurenHou mytaruu (1).

Hay4uHblii ¥ mpakTHYEeCKUI HMHTEpEC MPEACTaBIsSeT KIMHUYECKOEe HaOIoJeHHe
nalueHToB ¢ cuHapoMaabHbiMU Gopmamu ['KBIT — y npobanma (Mamsuik 17 jert) c
TJIOMEPYJIOKUCTO3HOM 00JI€3HBIO TIoUeK BeieacTeue myranuu rena HNF1b npu Gonesznun
Dentl Bcmenacteue mytanuu rena CLCNS (murennas myrtamnms), y npoOanma (IeBodka
10 15er) ¢ IIOMEPYJIOKUCTO3HOW OOJIE3HBIO TOYEK MPH MO3aUYHOW TPUCOMHH
xpoMmocoMbl 9. TlanueHnTsl ¢ cuHApOMaIbHON (HOPMOM IOMEPYITOKHUCTO3HOU OO0JIE3HU
noyek (6) BKITIOYECHBI B OMMCAHUE CUHAPOMAJIBHBIX KUCTO30B IMOYEK B IV1aBe 4.

JleMoHCTpanyeit 0cOOEHHOCTEH KIMHMYECKOro (eHoTuna u  pe3yiabTaToB
TeHEeaJl0rn4eckoro, MOJIEKYJIIPHO—TEHETUYECKOTO METOAOB HCCIEAOBAHMS SIBISIETCS
CEMEHHBIN Cily4ail TIIOMEpYJIOKHCTO3HOW OOJIe3HH BCJIEICTBHE paHEEe HEOMUCAHHOTO
BapuanTa mytanuu reaa HNF1b ¢.163G>T (p.Glu55Ter).

OcoOeHHOCTH CeMEHOro aHamMHe3a W KIWHAYECKUH (EHOTUN KHCTO3HOU
Oosie3nn y mpod6ana B. (neBouka 2 jiet) npeacTtasieHbl B Tabnuie 3.19 — 3.21.

Y npobanma panHero Bo3pacta ¢ OIIIl B HeoHaraJbHOM mepuUOIE
JMarHOCTUPOBAH JIBYyCTOPOHHHMI KHCTO3 YBEIMYEHHBIX TMOYEK; K 2 To;am
KoHcTatupoBaHo nporpeccupoBanne XbII B C2, mo Y31 ormedeHa runepi3XxoreHHOCThb
Y YTOJILIEHUE APEHXUMbI, MHOKECTBEHHbIE KUCTBI 10 7-11MM KOPKOBOIO CJI0S MOYEK.

B cembe yCTaHOBIIEH ayTOCOMHO—/IOMWHAHTHBIM THUIl HACJIEIOBAHMS IO JIMHUU
orma. Y otTna mnpobOaHaa € KHUCTO30M TIOYEK TOJATBEpKIeH BapuaHT c.163G>T
(p.Glu55Ter) rema HNF1b. PomocnmoBHas cembr mnpoOaHga — JIEBOYKH 2 JIET C
ayTOCOMHO — JOMHHAHTHBIM HAacCJICIOBAHUEM TJIIOMEPYJIOKUCTO3HONH OOJE3HU TMOYeK

BeieacTBue myrtanuu rena HNF1b npencrasnena na pucynke 3.15.
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Il . HNF1b (chr]7:36104713)
) ¢.163G>T (p.Glu55Ter)
BapuaHT ¢.163G>T
(p.Glu53Ter) ne odHapyxen

n HNF1Ib (chr1 7:36104713C> A)

/ ¢.163G>T (p.Glu35Ter)
1

Pucynok 3.15 — PogociioBHast ceMbH poOaHia — J€BOYKH 2 JIET C INIOMEPYIOKHUCTO3HOM

OoJIe3HBIO MOoYeK BeencTBre MyTaruu rena HNF1b

Hamu ycTaHOBI€Ha TI€TEPOr€HHOCTh IMOYEYHOro (eHotuna  opQaHHOU
IJIOMEPYIOKMCTO3HOU 00Jie3HU ToueK y 12 pereil — rumnoruia3ust moyek (3), acumMmMeTpus
oObema mouek (4), yBennueHue oobema noyek (4), NOBBIIIEHHAs CyTOYHAsl SKCKPELUs
MOUYEBOM KUCIOTHI (3), MOBBIIICHHAS CyTOYHAs SKCKpelrsa Maraus (2), TUIoCTeHypust U
nonuypust (2), HeQyHKIMOHUpYIOIIAs MYJIbTUKUCTO3HAs aucruiazus mnouku (3), u
BHETIOYEYHOI0 — TUIOTUIAa3Usl/areHe3usl 10pCalbHbIX OTIAEIOB MOMKETyI0YHON JKEIe3bl
(3), runepriukemus (2), runouHcyauHeMus (4), runomarauemus (5), TUIIEPYpPUKEMUSI
(3), BHemoueuHoe pacroyiokeHue KUCT (4). Y 11 u3 12 nmereill KUCTBI JOKATU30BaHbBI
BJI0JIb KOHTYypa MOYKH, B KOPKOBOM CJIO€ MapeHXUMbI. ApTepuayibHasi TUIEPTEH3US Yy
namuenTtoB ¢ I'KBII B Bo3pacte 2,5 mecsneB — 17 net He BblgBiaeHA. OTCYTCTBYIOT
3HAYMMOE€ yBEJIMYEHHUE pa3Mepa MoyeuHbIX KUCT o Y3U, npusHaku pudpo3a neueHu u
CUHAPOM TOPTAILHON THUNEPTEH3UHU Y JETeH ¢ MIOMEPYJIOKHUCTO3HOW OOJIE3HBIO MOYEK
BeneacTBue mytaiuii rena HNF1b. O6eanenne kpoBoToka B mapeHxume mouek mo Y3U
BbIsABIIEHO Y 11 w3 12 manmumentoB ¢ I'KBII, u3 HuX y 7 Ha mepBoM roay xu3Hu. B
HeoHatainbHOM nepuoae quarnoctuposanbl OINIT (3) u curapom Ilotrep (1); B rpyaHOM

— anemusi (4).
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34 Pe3y.]'leaTbl HCCJIeA0BAaHUA KINHUYICCKOI'0 (l)eHOTI/Il'[a H T€HOTHUIIa

oppanHoro Hepponodrusza y gereu

N3 300 mamumentoB ¢ kucto3amu mnouek y 13 (4,3%) ycraHOBIIEH IMArHo3
HeppoHopTus, cpeau HUX 1 (7,7%) mansauk u 12 (92,3%) neBouyek B Bo3pacte OT 4
mecsiiieB A0 17 mer 11 mecsmeB (cpemumii Bo3pact 7,98+1,9 ner). U3 13 nmereii ¢
HepoHodpTuzom 12 mpobanmoB u 1 cubc. OTAromeHHbIH CeMEHHBIM aHaMHE3 110
COJIUTApPHBIM KHCTAaM IOYEK U3BECTEH B 2—3 MOKOJEHUSX B CEMbe MpoOaHaa — JIEBOUYKHU
9 mecsneB U B ceMbe ¢ HeppoHOPTH3OM y cuOca 10 BepUPUKAIMU TUArHO3A Y
npoOaHya.

Y 11 uz 13 pereét ¢ HeppoHODTH30OM TIOYEUHBIE KHUCTHI (CAMHUYHBIC,
OJTHOCTOPOHHHE, MHOKECTBEHHBIE) BU3yallu3upoBaHbl o Y3U B Bo3pacTe MeHee 7 JIeT.

OcoOeHHOCTAMH aHaMHe3a Yy 6 MalMeHTOB C IOBEHUJIBHBIM HEPPOHODTH30M
ABJISIETCS  OTCYTCTBHME BH3yallU3allUM MHOXECTBEHHBIX JTU(PPY3HBIX KHUCT TIPU
nposenenud Y3U mouek B Bo3pacte 4—6 Jyiet, u3 HUX y 3 B 3TOM Bo3pacte no Y3U
BHU3YyaJIM3UpOBaHa OfHa KUCTa 3—6—8MM B mouke, y 2 — €IMHAYHBIC MEJIKHUE KUCTHI 3 —
SmMM B o0eux moukax, y 1 manuentku (Y3U exerogHo B CBA3U C OTATOIIEHHBIM
CEMEHHBIM aHaMHE30M 110 He(ppoHOPTH3Y) B Bo3pacTe ¢ 4 JeT 10 9 JIeT OTCYyTCTBOBAIH
CTPYKTYpHBIE U3MEHEHHUs mapeHxumMbl. Cpeaanii Bo3pact 13 gereii Ha MOMEHT MEePBOTO
BBISIBJICHUS IIOYCUHBIX KHUCT cocrtaBun 4,77+1,84 roma, Ha MOMEHT JIHUArHOCTUKHU

HeppoHodTH3a 6,58+1,66 net (Tabmura 3.22).

Tabmuma 3.22 — Bo3pacT 13 manueHToB K MOMEHTY JUAarHOCTUKH HepoHODTH3A

Bospacrt KonnuecTBo nauneHTos, N
ot 0 1o 3 ner 6

6— 11 ;mer 6

17,5 net 1

BCETO 13
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C yderom Bo3pacTa K MOMEHTY BBISBICHHS IOYEYHBIX KHCT, OCOOECHHOCTSIM
noyeyHoro ¢eHotuna u Kk MoMeHty BbigBieHuss XBIIC3-5, ncxoga B TepMUHATIBHYIO
craguto XbII, 3 13 nmereit y 6 ycraHoBieH wuH(paHTHWIBHBIN HedpoHOPTH3, Y 6
IOBCHWIBbHBIA, y | TO3MHUI; OCOOCHHOCTH aHaMHE3a y JeTei ¢ HePppoHODTHU30M

W3J10KEHBI B Ta0uie 3.23.

Tabnuna 3.23 — Ocobennoctu anamuesa y 13 nereit ¢ HedpoHODTUZOM

ITamuenTt Knnanaeckuil T AnamMmHe3
HepoHodTH3a
[IpoGann — | MH(pAHTHIBHBIN [IpeHaranbpHO: MAJIOBOAUE, THIIEPIXOTEHHOCTD
JIEBOYKA HapeHXUMbl YBEJIMYEHHBIX Mouek. O0beM
4 mecsna noyek 1o Y31 3HauuTenbHO YBEIUYEH,

MHOeCTBO qupdy3HbIX KUCT 1-3mMm. A/l B
Hopme. [lo Y3U opranor OpromiHoi nojaocTu
6e3 ocobennocreit. Anemuu Het. OIII 6e3
BoccranoBieHus ¢pynkiuu. 3T (T110).
CeMeiHbIl aHaMHE3 TT0 KUCTO3aM ITOYEK HE

OTSATOIIIEH.
[IpoGann — | MH(AHTHIBHBIN [IpeHaranbHO U IpU POKICHUH:
JI€BOYKA TUIIEPIXOTE€HHOCTh MAPEHXUMBI 00EHX
6 MecsLeB YBEJIMYECHHBIX B 00bEME MOYEK.

B Bo3pacte 1 mecsi mo Y3U: MHOXKXECTBEHHBIE
KHUCTBI 1-2MM, 00bEM MMOYEK YBEIUUCH.
AHeMmusl.

Penanvhas undexmus B 3 mecana, mo Y3U
00BbeM TIOYEK B Mpeiesiax HOPMBI,
MHOKECTBEHHBIC KICTHI B TAPEHXUME
aiddy3HOo o 1-3MM, opraHbl OPIOITHOM
nonoctu mo Y3 6e3 ocodbennocteit. AJl B
HopMe. XBII ¢ coxpanHo#l pyHKIMEH oYeK.

[IpoGann — | MH(pAHTUIBHBIN [IpeHaranbHO U MOCIIE POKIACHHUS:
JI€BOYKa TUIIEPIXOT€HHOCTh U KUCTHI 2-3MM B
9 mecs1eB NapeHXUMe 00CHX YBEIMUYCHHBIX ITOYCK.

N3 cembu ¢ comuTapHbIMU KUCTaMH y OTIIA
Matepu, 6abyIIKu 0 MaTEPUHCKON JTUHUH.

B 1 mecsr: penanshas uadexnus, mo Y3U
KpOBOTOK CHIkeH, KM/l mapeHxXumbl mouek
HE TpociiexuBaeTcs, Mh y3HO B TApEHXUME
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KHUCTBI 10 5-6MM. A/l B Hopme. Anemust. XBII1
¢ coxpanHoi (yHknuei mouek. [lo Y31
OpraHOB OPIOIIHOM TOJ0CTH 6€3
0COOEHHOCTEH.

[Tpobang —
JIEBOYKA
3 roma

UH})aHTUIBHBIN

[Ipenaranbuo o Y3U runepsxoreHHoCTh
NapeHXUMbl U yBeJIMUeHHEe 00X MOYeK.

B I mecsan no Y3U: nouku yBeIUYEHBI,
TUIIEPIXOTEHHOCTh napeHxumbl, KM /]
CITIaXKEHA, KPOBOTOK PABHOMEPHBIM.

B 1 rox: anemus, no Y3U runepsxoreHHOCTh
MOYEK, KUCThl MHOXKECTBEHHBIE MenKkue. A/l B
HopMme. CK® B npenenax HopMbl. B 3 roga no
VY31 opranoB OprouIHoii nmonoctu 6e3
0COOEHHOCTEM.

[Tpobang —
MaJIBYUK
4 rona

UH})aHTUIBHBIN

IIpenaTtanbHO B 3 TPUMECTPE MHOXKECTBEHHBIE
KUCTBI 00erx nouek mioza. [locne poxnenus
no Y3U: runep3XoreHHOCTh NapeHXUMBI
o0eunx yBeJIMYeHHbIX B 00beMe nouek, KM/|
OTCYTCTBYET, T'y0uaTasi CTpyKTypa MapeHXUMbI
MOYEK NPECTaBI€Ha MHOXECTBOM KUCT 1-3
MM, KPOBOTOK OCJIa0JIeH.

Ha 3 cyrkn nuarnoctupoBana Al
TUNIEPPEHUHEMHUS, TUTTOHATPUEMUS, (DYHKITHS
nmouek coxpanHa. Anemun Hert. [Io Y3U
OpraHoB OPIOIIHOM MOJIOCTH 0€3
0COOEHHOCTEH.

B 6 mecsmieB XBII ¢ coxpannoit ¢pyHkiuei
HOYEK.

[Tpobang —
JIEBOYKA
4 rona

UH()aHTHUIBHBIN

[IpenaranbHO: MHOTOBOJIHKE,
TUIEPIXOTEHHOCTh MApEHXUMBbI 00EUX MOUeK
mona. B Bo3pacte 1 mecsan no Y3U:
TUIEPIXOr€HHOCTh [TAPEHXUMBI,
MHOKECTBEHHbIE KUCTBI JU(D(y3HO B
napenxume ooenx nouyek, XbII ¢ coxpanHoi
¢yuknuen noyek. B 2 mecsua no Y3U:
YBEJIMYEHHE MOYEK, C 4 MECSLIEB — AaHEMHUSI.
B 2 rona no Y3U: yBenuuenue o0enx mnoyex,
TUIEPIXOTC€HHOCTh MAPEHXUMBI ITOYEK, KUCTA 5
MM, XBIIC2.

[Tpobang —
JIEBOYKA
7 ner

FOBEHUWJIbHBIN

[Ipenaranpao o Y3U 6e3 ocobeHHOCTEH.
Bnepseie B Bo3pacte 6 neT (mpu NOArOTOBKE K
aJICHOTOMHH ) BBISIBIICHBI: IE(UITUT MACCHI
Tesa, aHeMHsl, TIOBBIIIICHUE KpEeaTHHIUHA KPOBH,
camkenne CK® (42v/mun/1,73m°).
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JlnarHoCTUPOBAHBI TUTIEPTIAPATUPEO3,
TUTIEPPEHUHEMHS], IPOTCHHYPUSI, TIOTUYPHS,
runoctenypus. Al B Hopme. [lo Y3U: o0bem
IOYEK HE3HAUNTEIHLHO YBEIUYCH,
TUIIEPIXOTCHHOCTh U CAMHUYHBIC KHCTHI 3-
SMM MapeHXUMbI MIOYEK; OpraHbl OPIOITHOM
1oJiocTH 6e3 ocooennocrter. XbIIC3.

[Tpobang —
JIEBOYKA
8 j1eT

FOBEHUJILHEIHN

[Ipenaranbao o Y3U 6e3 0coOeHHOCTEH.

B Bo3pacre 4-5neT o0caenoBaHbl IO MECTY
KHUTEJIbCTBA 10 TTOBOAY dHYpe3a, OTMEUCHBI
MOJTUAUIICUS, TIOTUYPHSL.

B cBs3u ¢ coxpaneHueM xanod, B 7 1eT
MOBTOPHO 00CJIEI0BaHA M0 MECTY JKUTEIbCTBA,
nuarHoctupoBaHa XbIIC4: anemust, CHUKEHUE
CK® (17mn/mun/1,73M°), THIOCTERYPHS 1
HUKTYpHS, 10 Y3 runepsxoreHHoCTh U
cHmkenne KM/l mapeHXuMbl yMEHBIIEHHBIX B
o0beme nouek, no KT neperu6d npasoro
MOYETOUYHHKA U KUCTA 3MM.

[Tpobang —
JICBOYKA
13ner

FOBEHWJIbHBIN

[Ipenaranbao o Y3U 6e3 ocobeHHOCTEH.

ITo o6cnenoBanusiM B Bo3pacte 4-5 et (cnopt
CEKIIMs) KPEaTUHUH KPOBU B HOPME.

ITo Y3U nouek B Bo3pacTte 6 JIET BbISBICHA
OJTHA KMCTa B MIAPEHXHUME NPABOU MOYKH SMM,
0e3 AMHAMUKH pocTa pu KoHTpoie Y3U
yepe3 2 roga. Kontpons noueunoit GpyHKkuuu
HE TIPOBOIMIICS.

B 13ner XBIICS: aneMus TsKeI0W CTENEHN
TSKECTH, apTepUaibHas TUIIEPTEH3Hs,
camkenne CK® (7vn/mun/1,73m%),
TUIEPIIAPATUPEO3, TUIIOCTEHYPUS BIEPBBIE
JMarHOCTUPOBAHbI B Bo3pacte 12,51eT, HauaTta
3IIT (I'1). ITpu Y3U — rumnepaxoreHHOCTh 1
orcyrctBue KM/l mapeHXuMBbl, MEIKHAE KUCTHI
(menee 1 MM) auddy3HO B mapeHXUME 00enx
YMEHBIIEHHBIX B 00bEME TOYEK.

[Tpobanng —
JIEBOYKA
11ner

FOBEHUJIbHBIA

[IpenaranbHo o Y3U 6e3 ocoOeHHOCTEN.

B Bo3pacTe 4 et npoBeneHo oOciieoBaHne B
CBSI3M C OTATOIICHHBIM CEMEHHBIM aHAMHE30M
(y cu6ca XBIICS B ucxoje 10BEHHIIBHOTO
HedpoHoPTH3a), MO pe3ynbraraM: PyHKIIUSI
nouek coxpanna (CK® 123mm/mun/1,73m%), o
VY3U napeHxuma rmovex 6e3 n3MEHEHUH,
HE3HAYNTEIHHOE YMEHBIICHNE 00heMa MOYCK.
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[To MecTy KUTENbCTBA €KETOAHO MTPOBOIUIICA
KOHTPOJb oYeyHOU (pyHKIuu u Y3U.

B Bo3pacre 10 et noBTOpHO 00CHENOBaHA B
xinHuKe o noBoay XbIIC3: orcTtaBanue B
(bu3MUeCcKOM pa3BUTUU, AaHEMUS, TTOJIUYPHS,
nouauncust, camkenne CKO
(52vi/mun/1,73M7), runocrenypust, o Y3U —
TUIIEPIXOTEHHOCTh NAPEHXUMBI, KUCThI MEHEE
IMM, yBenmyeHue o0bema MoYeK; OpraHbl
OpromrHO# TostocTy 6e3 ocobennocteit. AJl B
HOpPME.

Cubc —
JIEBOYKA
17 et

FOBEHUJIbHBIN

[IpenaranbHo 1o Y3U 6e3 0coOOEHHOCTEN.
BrnepBrie B Bo3pacTe 6 s1eT BBISIBJICHA KACTA
6MM, pa3Mephl OYEK B Mpejiesiax HOPMBI.

B Bo3pacre 12 net npu o6cieioBaHuM B
KJIMHUKE IO TTOBOJLY AHEMUH CPETHEW CTENIEHU
TshKecTH, tuarnoctupoBana XbIICS:
MOBBIICHUE KPEaTHHUHA KPOBH, CHI)KCHUE
CKD (8-14mn/mun/1 ,73M2), TUIeprnapaTupeos,
NpPOTEUHYpUs, runocrenypus. AJl B HopMme.
ITo pe3ynpratam Y3U: MoYKH YMEHBIIICHBI,
TUIIEPIXOTEHHOCTh U oTcyTcTBHE KM /I
napeHxuMsbl, 1o MPT MHOXECTBEHHBIE KUCTHI
3-8MM B BepXHHUX ITOJFOCAX W B IICHTPATBHBIX
OTJIeNIaX TIOYEeK, OpraHbl OPIOIIHON MOJIOCTH
0e3 nmarosiornyeckux uamenenuit. Hauara 3I1T
(I'1). B Bo3pacte 12 net (uepes 2,5Mecsinia ot
Hayana 3IIT meTomoM remoaunanusa)
IIPOBE/ICHA aJUIOT€HHAs TPAHCIUIAHTAIUs
TPYIHOM MOYKH B IPABYIO MOJIB3OIIHYIO
o0mnacTh, Ha 11 CyTKHM TpaHCIUIAHTATIKTOMHUS B
CBSI3M C TPOMOO30M MTOYEYHON BEHBI U OCTPHIM
MOBPEXKIECHUEM TPAHCIUIAHTATa U TOBTOPHAS
TpPaHCIUIAHTAIUsl TPYITHOU MOYKH B JIEBYIO
MOJIB3/IOIIHYI0 00acTk. Yepes 1 mecsil mocie
MOBTOPHOM TPAHCIUIAHTAIIUN YCTAHOBJIEHBI
MOBBIIIIEHUE KPEaTUHUHA KPOBH, 10
pe3ynbraraM OMOINICHHN TTOYEYHOTO
TpaHCIUIaHTaTa IUarHOCTUPOBAH OCTPHIN
KaHaJblLleBbIM HEKpO3. [Ipu noBTOpHOMN
Oouoricuu B 13 JIeT BBISBICHBI
He(DPOKATBIIMHO3, APTEPUOCKIIEPO3,
Hedpockieposa. B 17 net — nuchyHkuus
tpanciuanrara (CK® 52vn/mun/1,73M°).
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[IpoGann — | FOBEHWJIBbHBIM [IpenaransHo o Y3 Ge3 maronoruu.
JIeBOYKA B Bo3pacre 4 et o6cneoBaHa o NOBOLY
17ner SHYpE3a, BBISIBICHBI MOJIUUIICHS U TOIUYpHS,

no Y31 noyek — runepsXxoreHHOCTh U
€IMHUYHbIE MEJKHUE (10 4MM) KUCTBI
napeHXUMbl 00EUX MOYEK, UMEIOIIUX
HOPMAJIbHBIE IJIMHY U IIUPHUHY.

B Bo3pacte 11 net B CBA3U C TOLIHOTOM,
COXpaHECHHEM TOJIUIUIICUH, SJHYpE3a U
MOJINYPHH, 00CIIeIOBaHAa TIOBTOPHO, BHISIBIICHBI
aHEeMHMsl, TIOBBIIIICHUE YPOBHS KpeaTUHUHA
kpoBu (CK® 37mu/mMun/ 1,73M%) 1 menkue (10
10mm) kucThl B moukax no Y31, o0bem nmouek
B IIpejieax HOPMBI.

B Bo3pacte 12 net BnepBbie o0cieq0BaHa B
KJIMHUKE, JUAarHOCTUPOBAHBI aHEMUSI,
MOJINYPUSL, TUTIOCTEHYPUSI, TPOTEUHYPUSI,
rurnepnaparupeos, camxenue CKO
(26Mi/mun/1,73M7%), 1o MPT KucTBI B 06erX
YMEHBIIIEHHBIX B 00beMe Toukax 2-15mm.
KonTtaruposano nporpeccupoBanue XbII 1o 3
CTaJliy, PEKOMEH0BaHA KOHCEPBATUBHAS
KOPPEKIIHSL.

B 13 nier npu oOcnenoBaHuu 1Mo MECTY
xurenbcTBa CKO cHrkena
(13mn/mun/1,73m%), AL B HOpME.

B 13 ner manuentke ¢ XbIICS npoBenena
POJICTBEHHAs TPAHCIUIAHTAIIUS TTOYKH.

B 17 ner ¢dyHKkuus TpaHCIIaHTaTa COXpaHHa
(CK® 101mm/mun/1,73m°).

[IpoGann — | mo3aHUM B Bo3pacte 17,51eT npu oOcnenoBanuu mno
JIEBOYKA MIOBOJTYy 3aropa, BIIEPBBIC BHISIBICHBI aHEMUS,
17net MOJINYpUs, YBEJTUUCHUE KPEeaTHHIUHA

I1mec ceIBOpoTkH (CKD 30mn/Mun/ 1,73m%),

rurepnaparupeos, no Y3H modex Menkue
KHUCTBI B TapeHXUME, O0BEM MOYEK YBEIUYEH.
OtmeueHbl 313061 OBbIIICHUS A/,

[IpuBeneHbl 0COOEHHOCTH KIIMHMYECKOTO (PEHOTHIA B 3aBUCUMOCTH OT BO3pacTa

13 maruenToB ¢ HedpoHodTUzoM (Tabnuia 3.24).
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Tabmuma 3.24 — Ocobennoctu (eHoTnna WHGAHTUILHOTO, IOBEHIJIBHOTO M TO3THETO

He(poHOPTH3A B pa3TuUHbIE IEPUOJIBI IETCKOTO Bo3pacTa y 13 manueHToB

Ocobennoctu enorura / WH()AHTHIBHBIN FOBEHWJIHLHBIN MMO3THAMI
Cpennuii BO3pacT MalreHTOB (n=6) (n=6) (n=1)
2,13+0,77roma | 12,17£1,93roma | 17merl1mec
B npeHaraapHOM UM HEOHATAJIBLHOM IEPHOIAX

manosoaue (Y3N) 1 0 0
mHoroBoaue (Y3U) 1 0 0
THIIEPIXOTEHHOCTh 6 0 0
napenxumsbl (Y3N)

yTpara/cHmxkeHne/ocnabnenue | 3

KM/ (Y31)

yBemmuenue OOII (em3) -Y3U | 5 0 0
JBYCTOPOHHUE 5 0 0

MHOX€CTBeHHBIE U (dy3HbIC
menkue (1-6MM) KUCTHI B
napeaxume (Y3U)

OIIIT, 3IIT (I11) 1

cunapoM [orrep 1 0 0
aHEeMUS 2 0 0
apTepuabHasi TUIIEPTEH3HS 1 0 0
B Bo3pacre 6omnee 1 mecsiia g0 3 ner

aHEeMUS 4 0 0
apTepuaabHas TUIICPTESH3US 1 0 0
OIIIT, 3IIT (T1[1) 1 0 0
yBenndyenue OOII (cm3) -Y3U | 5 0 0
ymensierne OOIT (cm3)- 1 0 0
Y3U

THIEPIXOTEHHOCTD W/UIH 6 0 0
CHIKEHUE/OTCYTCTBUE

KOPKOBO — MO3TOBOM

muddepeHITupoBKU

napenxumsl (Y3N)

JIBYCTOpPOHHUE 6 0 0

MHOXECTBEHHbIE TU(PY3HBIE

menkue (2—8MM) KHCTBI B
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napenxume (Y3N)

TepMuHaiibHas ctaaus XbII1 1 0 0

JIETAILHBIN UCXO]I 1 0 0
B Bo3pacTte Gonee 3 et

KOJIMYECTBO AeTei (N) 3 6 1

BO3pACT, JIET 3,67+0,41 12,17+1,93 17nerl1mec

aHeMus 3 6 1

apTepuabHasi TUTIEPTCH3US 2 1 1

MOJINYPUS 0 3) 1

dHYpE3 0 2 0

TUIIOCTEHYPUS 0 6 1

TIOJIATUIICHS 0 2 1

yBenuuenne OOII (em3) -Y3U | 3 2 1

ymenbienune OOIT (cm3)- 0 4 0

Y31

TUIEPIXOTCHHOCTh W/WIIH 3 6 1

CHUKCHHE/OTCYTCTBUE

KOPKOBO — MO3TOBOM

muddepeHIpoBKU

napeHxuMbl ouek (Y3U)

JBYCTOPOHHUE 3 6 1

MHOX€eCTBeHHBIE UG dy3HbIC

menkue (2—8MM) KHCThI B

napeaxume (Y3U)

3IIT (I'] / TpancTUiaHTAIIS 0 3/2 0

TIOYKH)

MHOXeCTBEHHbIE JIByCTOPOHHUE TAPEHXUMATO3HBIE TIOYEYHbIE KHCTHI y 13
MaIMEeHTOB ¢ HEePPOHOPTU30M HAa MOMEHT YCTAHOBKM AMarHo3a umenu auddy3HbIi
xapaktep ¢ pazmepom He Oosiee 10 mm (o Y3U) — 15 mm (mo MPT), He umenu pocra 3a
Bech nepuoa Habmonenus. Y 13 geteit ¢ HehpoHOPTU3OM AMATHOCTUPOBAHO CHUKEHUE

CK® Ha MOMEHT BU3yalIM3alUU JBYCTOPOHHUX MHOKECTBEHHBIX TU(DDY3HBIX MEIKUX

(3 — 8Mm) moueunbix kuct o Y3U (tadauma 3.25).




Tabmuua 3.25 — Hoszomormyeckuit AuarHo3, COCTOSIHME TMOYEYHOM GYHKIMH U
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XapaKTepUCTHKa BHeNoYeuyHoro ¢henorumna y 13 nereit ¢ HeppoHohTH3OM

Jluarsos, moxa v Bo3pact mpodaHja
[Toueunas GpyHKIMSA

Knuandeckue mposiBIieHUsT BHEITOYEUHOTO
dbeHoTura

JleBouka, 4 mecsma
Hedponodtus-cBsa3anubrii

B neonaramprOM mepmope: Ilorrep denorun
(runomnazus nerkux, JH3ct, numo Ilorrep,

CHUHIPOM Meckel-Gruber4 | Bambryc CTOTI, OIIII), 3aTBUTOYHOE
BCJIC/ICTBHE MYyTaIu reHa | MeHMHIroMuernornesne, armasus 12 nmapsl pedep,
CEP290. TUIIOTIIa3Us MOKEUKa C aria3uen 4yepBsl.
XBII, TEePMUHAIbHASA cTragus.

3IIT:I11.

JleBouka, 6 mecsnes He ycTaHoBieHbI

Hedponodtus MH()aHTUIBHBIN

(cuHIpOMAIIbHBIN?) BCIICZICTBHE

myTanuu rena CEP290.

XBII co cuuxennorn CKO

58mu/mun/1,73M>.

JeBouka, 9 mecsnes He ycTaHoBieHbI

Hedponodtus UH()aHTUIBHBIN

Bcaencteue mytanuu reHa INVS.
XBII  co  cHuxenHon  CKOD
46M1/mun/ 1,73,

JleBouka, 3 roga

JIByCTOpOHHSSI CEHCOHEBpPAJIbHAS TYTOyXOCTb

Hedponodtus nudanTuibHbIi. 4 cT, COCTOSIHME TIOCJE€  KOXJeapHOU
XBIIC3. CKD 40mn/mun/1,73m°, MMILUTAHTAUU CIIPaBa

Masnbuuk, 4 roga Bpoxnennsiit  ¢ubpoz mneuenn (F4 1o
Hedponodtus nudantunpubrit METAVIR).

BCJICICTBUE MYTAaIlMH TeHA

TMEMG7.

XBIIC2. CK® 88mn/mun/1,73m°.

JleBouka, 4 rona [Tocne POXICHUS JTMarHOCTUPOBAHBI
Hedponodtuz—cpszannblii MTOJIMKHUCTO3 TICYECHH, KaBEpPHO3HaA

Senior—Loken6
12q21 ¢

CUHIPOM
BCJICACTBHC
3axBarom rega CEP290.
XBIIC4. CK® 25mun/mun/1,73m>.

ACICHNN

TpaHcdopmarysi BOPOTHOW BEHBI, MPU3HAKU
MOPTOKABaJIBLHOIO aHacTomo3a. B 2 mecsia
OTCYTCTBUE (pUKCalUU B3TIANA, B 4 Mecsa —
3a/1epKKa

IICUXOMOTOPHOI'O pa3BUTHA,




170

TOPU30HTAIbHBIN HUCTarm, YacTUYHAas
aTpodusi 1MCKa 3pUTEILHOTO HEPBA.

B 2 rosia IpU3HAKU XOJIAaHTUTA,
JTMarHOCTUPOBAHbI ruzpouedanus u

KpaHUOCTEHO3, BPOXKICHHBIN amaBpo3 Jlebepa.

JleBouka, 7 net
Hedponod T3 roBeHUITHHBIN.
XBIIC3. CK® 33mn/mun/1,73m°.

He ycranosinensl

JleBouka, 8 et

HedponodTus roBeHHIIbHBIM
BCJIC/ICTBHE JICTICIIUA XPOMOCOMBI
2q ¢ 3axBaroMm reda NPHP1.
XBIIC3. CK® 36min/mun/1,73m>.

[umommazuss 12 map pebep, HemoHas
MPaBOCTOPOHHSS cakpanuzauus L5, anomanus
MIpUKYCa.

['mnepmerponust cpeqHed CTENEHH, CIIOKHBIN
TUIEPMETPONUYECKUNA ACTUTMATU3M TPSIMOTO
tuna. [locTosHHOE pacxoasuieecs KOCOra3ue.

['opu3oHTaNBHBIM HUCTarM 000UX IJ1a3.

JleBouka, 131eT
HedponodTus roBeHHIIBHBIHN.

XBIIC5. CKD 7mn/mun/1,73m°,
Hauara 3IIT (remoauanus).

He YCTAHOBJICHBI

JleBouka, 11aet

(mpoGann)

HedponodTus roBeHHIbHBIH
BCJICJICTBHE JICJICIIMM XPOMOCOMBI
2q ¢ 3axBaroMm reHa NPHP1.
XBIIC3. CK® 52m/mun/1,73m°,

BIIC: OTKpBITBIN apTepUANBbHBIN IPOTOK.
[IpocTort MUOITMYECKUA ACTUTMATH3M MPSMOTO
TUIA 00OUX IJIa3.

JleBouka, 17net

(cubc)

HedporodTus roBeHUIbHBIH
BCJIC/ICTBHE JICTICIIUA XPOMOCOMBI
2q ¢ 3axBaroMm reHa NPHP1.

XBIICS. 3IIT (remouanus,
NOBTOpHAs TpYIHas
TpaHCIUTAaHTAIK ).

XpoHHU4uecKas
TpaHCIUIaHTAI[MOHHAS
HEJIOCTAaTOYHOCTh (CKD

52vm/mun/1,73m°).

BIIC: OoTKpBITHIN apTepHaNBbHBIN IPOTOK.
[TaTosorust oprana 3peHusl HE BBIABIICHA.
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JleBouka, 171er Pacxonsmieecs: kocornaszue, MaKylnoauCcTpodus
HedpoHodTus 10BeHUITBHBIA. CeTUaTKu 00OMX TJIa3.

XBIICS.

3IIT (remomuanu3, pOJCTBEHHAs

TpaHCIIAHTALIHS).

@yHKIMS TPAHCILIAHTATa COXpPaHHA
(CK® 101m/mun/1,73m5).

HeBouka, 17ner]1mecsiieB Ha yuere y mncuxmarpa (mmarnos: F31.6,
HedponodTus nozmauuii. F31.1).
XBIIC4. CK® 30mia/Mun/ 1,73M2. TodeuHble KaJIBIIMHATHI B MTOAKOPKOBBIX SJIpax

rosioBHoro mMosra no KT.

Anomamust mnpukyca. Ckonmos. [lopcanbHas
npotpy3uss  L5-SI ¢ xommpeccueir Ha
JypajbHbII MEIIOK U KOPEILIKH.

['unoToHuss MO4YeBOro my3bIps (Ci1aOblii MO3bIB
Ha 2000mu1).

Y 13 namuentoB B Bo3pacte 4 MecsueB — 17 ner 11 mecsaueB mo Y3U
BHETIOYEYHBIE KUCTHI HE BU3yaJIN3UPOBAHBI.

IIpu ouenke aHamHe3a y 13 qereli yCTaHOBIEHBI PAHHHE CHMIITOMBI
Hepponodtuza: anemus (13), mommypus (6), nomumunicust (3), runocrenypus (7);
MapeHXUMAaTO3HbIE MOYEUHbIE KUCTHI BhIsiBIIeHBI 10 Y3U/MPT B Bo3pacTe menee 3 ner
(6), B3 —7 net (4), B Bo3pacte 6omee 7 net (3).

Y 4 u3z 8 gpereit ¢ mnodeyHbIM (HEHOTUNOM HEePpOHO(PTH3A BBISBICHBI
XPOMOCOMHBIE MYTAIlUM — JEJCIHUH JUIMHHOTO Iijieda XpomocoMbl 2 (3), menenus
JUIMHHOTO Tuieya xpomocoMmbl 12 (1); y 4 — reHHble MyTalMHM, U3 HUX KOMIIAyH]
rereposurotHsie mytaiuu reaa CEP290 (2), rena INVS (1), rena TMEMG67 (1).

Y 9 u3 13 manueHToB OTMEUEHBI BHEMOUEYHBIC MPOSBICHUS, B CBSI3U C YEM
MPOBOAMIIACH TUATHOCTHKA HEQPOHOPTHU3 — CBSI3aHHBIX CUHJIPOMOB.

Pe3ynbraThl MOJEKYISIPHO — TE€HETUYECKOTO UCCIIEN0BaHusA y 8 nere, u3 Hux 7

npobanzoB U 1 cubc ¢ HePppoHODTHU30M IIpeicTaBieHbl B Tabauue 3.26.
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Tabnuna 3.26 — BapuaHThl FEeHHBIX M XpPOMOCOMHBIX MyTalui y 8 nereit

¢ He(ppoHodTH30M M HEDPOHODTU3—CBA3AHHBIMU CUHIPOMaMU

[TanuenT XapakTepucTUKa 0OHAPYKEHHBIX MyTaIlui

[MpoGanx — | 12: ¢.2978dupT (p.Leu993fs)

JICBOYKA 12: ¢.4159dupA (p.Ser1387fs)

4 MecsALEB | HOBBIM M U3BECTHBINM paHee maTtoreHHbie BapuanTsl TeHa CEP290 B
KOMIayH/I-TE€TEePO3UTOTHOM COCTOSTHUN

[MpoGanx — | 12: ¢.760A>T (p.Thr254Ser)

JICBOYKA 12: ¢.4237G>C (p.Aspl413His)

6 Mecs1eB
penkue BapuanTel TeHa CEP290 B xommayHin-rerepo3urorHom
COCTOSIHUA

[MpoGanm — | 9:9.100246787G>C, ¢.1078G>C (p.Ala360Pro)

JIEBOYKA 9:0.100246489A>C, ¢.907-127A>C

9 mecsaues
paHee He onucaHHble Bapuanthl reHa [INVS B kommayHia—
reTepO3UTOTHOM COCTOSTHUU

[TpobGanm — | 8:2.93795970; T>C ENST00000453321

MaJIBIHK, 8: ¢.1843 T>C ENSP00000389998.3: p.Cys615Arg

4 Toma
romo3urotHass mytarmuss B 18 »sk3onme rena TMEMG7 panee
onucaHHas

[Ipobang — | memenust 12021 ¢ 3axBatom CEP290, panee He ommcanHas, B

JIEBOYKA TOMO3UTOTHOM COCTOSTHUH

4 rona

[Ipobang — | mpoTsikeHHas nenenust 2q ¢ BoneueHueM rena NPHP1 B

JIEBOYKA TOMO3UTOTHOM COCTOSTHUH

8ner

[IpobGann — | mpotskenHas aenenus 2 ¢ BopnedeHuem rena NPHP1 B

JIEBOYKA TOMO3UTOTHOM COCTOSTHUH

11 ner

Cubc — 2qdel (~115Kb): 110097497-110212771, roMO3UTOTHASs ICICIIHS C

JIEBOYKA 3axBaroM rena NPHP1

17 net
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[lo pe3ympraram MOJEKYISIPHO — TI€HETHUYECKMX HCCIENOBaHUA y 2 JeTel c
KIIMHAYECKUM  (PEHOTUNIOM HH(PAHTUIBHOTO HeppoHOPTH3a U  BHENOYEHYHBIMU
NPOSIBJICHUSIMA  TUAarHOCTUPOBaHBI HepoHOPTU3—CBA3aHHbIC cHHIpoMbl Meckel—
Gruber4 (1) BcmenctBue myramuii rena CEP290 u Senior—Loken6 (1) BcienctBme
nenenuu 12021 ¢ 3axBatom rena CEP290, y 3 (u3 Hux 2 — mpobana u cubc) —
IOBCHIIbHBIA He(PPOHOPTHU3 BCICACTBHE XPOMOCOMHON MyTaIuu (IeNenn) JITMHHOTO
rjieda XxpomMocomsbl 2 ¢ 3axBarom rena NPHP1.

[IponeMOHCTpUPOBaHbl YCTAHOBJICHHBIM HO30JOTUYECKHM JUArHo3, COCTOSHUE
MOYeYHOW (YHKIIMM W XapaKTePUCTHKAa BHEMOYEYHOTO (eHOoTUa y JAeTel ¢
HeponodTuzom (13), u3 Hux ¢ HehpoHODTU3 — CBSIZAHHBIMU CUHApPOMamH (3).

VY npobanpa (1eBouka) ¢ moUYeYHbIM (DEHOTUIIOM UH(PAHTUIILHOTO HehpOoHOPTHU3A,
XBII co camkennem CK®D (58mm/mun/1,73M%) uaeHTHHIAPOBAHA PEKas KOMIAYHI —
rereposurotHas myranus rena CEP290, orBeTcTBEeHHas 3a pa3BUTHE CHUHIPOMAIbHBIX
dopm HedppoHODTH3a (HehpoHOPTH3 — CBA3aHHBIX CHHIApPOMOB Joubert5, Bardet-
Biedl14, Meckel-Gruber4, congenital amaurosis Leber10, Senior-Loken6), Ha MoMeHT
WCCJICIOBAaHUS OTCYTCTBYIOT BHEITOUCYHBIC MPOSBICHUS KIMHUYECKOTO (DEHOTHIA, B
CBI3M C YeM TMalMeHTKE B Bo3pacTe 6 MeCSIeB HE yIaloch BepUDHUIIMPOBATH
CUHAPOMAJTHHYIO HO30JI0THI0 MHPAHTHIIHBHOTO HePpoHO(TH3A.

VY Manpunka 4 et ¢ nHpaHTUIHBHBIM HEGPOHO(TU30M BCIICICTBUE MYTAIlMH TCHA
TMEMG67 B BO3pacte 2 I5eT MNOATBEPXKIEH BPOXKACHHBIA (GuOpo3 medenn (F4 mo
METAVIR); y neBoYKH 4 jeT ¢ HehpoHO(PTHU3 — CBA3aHHBIM CHHIpoMoM Senior-Loken6
Beaencteue aenenuu 12921 ¢ 3axBarom reHa CEP290 npu poxxaeHnn quarHocTHpoBaH
MOJIMKUCTO3 TE€YeHH, KaBepHO3Has TpaHc(opmalusi BOPOTHOM BEHBI, MPU3HAKU
MOPTOKABaJIHLHOTO AaHACTOMO3a C XOJIAHTUTOM K 2 TOJIaM.

[TaTonorusa ma3 ycraHoBieHa y 4 u3 13 nereit B Buae amaBposa JleGepa (1),
Makynmonuctpodus cerdarku (1), pacxomsmieecss kocorniasue (2), TOPU3OHTAIBHBIN
HUCTarMm (2), acturmarusm (2).

Bpoxaenusiii  mopok  cepaua  (OTKpPBITBIA  apTepUANIbHBIA  MPOTOK)
JTMAarHOCTHPOBaHbl y mpobanma 11 jer m cubca mpobanga 17 neT ¢ IOBEHWIHHBIM

HeppoHODTU30M BCIIEACTBHE JICJICHUH JJIMHHOTO I1JIe4a XPOMOCOMBI 2.
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VY neBouku 3 €T BBISIBIIEHA JBYCTOPOHHSISI CEHCOHEBpalbHAas TYroyXocTh 4
CTETICHH, MMPOBEACHA KoXJIeapHasi UMILJIaHTAIUA.

[Taronoruss IHC nuarnoctupoBana y 3 aeTeil: 3aTbJIOUHOE MEHUHTOMUENOILIEIE,
TUIIOIIIa3usl MO3KeuKa ¢ armiasueid yepss (1), ruapounedanms (1); mamuentka 17met 11
MECSIIIeB C O3IHUM HEPPOHOPTU30M HAXOIUTCA MO HAOIIOIECHUEM TICUXHATPA.

Y 4 w3 13 nmereri ¢ HepOHOPTU3OM OTMEUEHA IMATOJOTHUS KOCTHOW CHCTEMBI:
kpanuocteno3 (1), artasus (1) u runomiasus (1) 12 nmap pebep, cakpamusanus L5 (1),
ckonno3 (1), anomanust npukyca (2).

Y 2 w3 13 peredt ycraHOBIeHa CHHApoMaidbHas Qopma HeppoHODTH3A:
HehpoHOhTU3—CBsI3aHHbIe cuHApoMbl Senior-Loken6 (1) u Meckel-Gruberd (1).
[lanpeHnTsl ¢ cuHApoMaidbHOU (opmoil HeppoHOPTH3a (2) BKIIOYEHBI B OMHCAHUE
CUHJIPOMAJIBHBIX KMCTO30B MOYEK B I71aBe 4.

JleMoHCTpanuet 0CoOEHHOCTEH KIMHUYECKOTO (EeHOoTua U  pe3ysibTaToB
TeHEeaJI0rn4ecKkoro, MOJIEKYISIPHO—TEHETUYECKOTO METOAOB HCCIEAOBAHMS SIBISIETCS
CEMEHHBIN Cily4yail I0BeHWIbHOTO HedpoHO(TH3a BCIEACTBUU MPOTSKEHHOU JIETCITUU
JUTHHHOTO TUTeYa XPOMOCOMBI 2 y cectep — npobanaa 11 et u cubca 17 et (Tabmmist
3.23 - 3.26).

PonmocnoBnast cempu mnpobGaHma u cubca mpeacTaBieHa Ha pucyHke 3.16.
Ponutenu nByx podepeil, ypokeHipl Kazaxcrana, 3M0pOBbI, HE SIBISIOTCS KPOBHBIMU
pOACTBEHHUKaMH. JI€BOYKM pOCITM W Pa3BUBAJIUChL 10 BO3paAcTy, 0€3 MPHU3HAKOB
OTCTaBaHMS B ICUXOMOTOPHOM U (PU3HUECKOM Pa3BUTHUHU.

VY crapueir cectpel B Bo3pacte 6 yeT mo pesyapraram Y3W amarHoctupoBaHa
KHCTa 6MM MOJKAICYJIBHO B MOYKe (00BeM MoYeKk B HOpME), Yepe3 2 rojia Mpu KOHTPOJIE
VY3U 6e3 orpuuarenbHOW AMHAMUKH, B BO3pacTe 12 JIeT KOHCTaTUPOBAH HCXOI B
TepMuHaIbHY0  ctaauio  XbBII  (cHmwkenne CK® mno dopmyne  Schwartz
14mn/mMun/1.73Mm2; o npobe Pebepra 8mi/MuH, aHeMHs cpeaHEH CTEICHU TSKECTH,
runokanbliemMus, runepdocdaremusi, runepnapatupeos, nporeunypus 0.4r/cyTku,
runoctenypusi). Ilpu Y3U mnouku yMEHBIIEHBI, THUIEPIXOT€HHOCTh MAPEHXUMBI H
OTCYTCTBHE KOPKOBO—MO3TOBOU MU(DPEepeHIIMPOBKH MAPEHXUMBI, TI0 pe3yabTaram MPT

MOYEK MHOXKECTBEHHBIE KUCTHI (3—8MM) B MapeHXUMe 00erX MOYeK MPEeUMYIIECTBEHHO
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B BEpXHHX MOJIIOCAX U HeHTpanbHbIX oTaenax. [lpu 9XO-KI' obHapyxeH BpOXKICHHBIHI
MOPOK CEep/Ia — OTKPBITHIN apTepuaibHbii MpoToK (1.2MM) ¢ HE3HAYUTEIBHBIM JIEBO—
npaBeiM cOpocoM. Ilo pesynapraraMm MOJEKYISIPHO—TEHETHUECKOTO HCCIIEOBAHUS
MOJITBEPK/I€HA TOMO3UTOTHASI MyTalusl: I€JIeUusl y4acTKa JIMHHOTO Iieda XpOMOCOMBI
2 pasmepom ~115Kb c¢ 3axBarom NPHP1 rena. IlanuenTke ycTaHOBJEH JIUArHO3:
Hedponodtus 1 (roBeHWIBHBIA THIT) BCIAEACTBHE TOMO3WTOTHON MyTaIuu (ICIICIINN)
JUTMHHOTO Tiieda Xpomocombl 2 B 3axBatoM reHa NPHP1 rena. Bpoxaenubiii mopokx
cepala: OTKPBITBIA aprepuanbHblii npoTtok. B 12 nmer wawara 3IIT metomom
reMojuain3a ¢ nocieayrwomen (yepe3 2,5 mMecsua) TpaHCIUTAHTALIMEN TPYIHON MOYKH,
OCJIO)KHUBLICHCS ~ TPOMOO30M  TOYEYHOW BEHbl U  OCTPHIM  MOBPEXKICHHUEM
TPAHCIUIAHTaTa, TPAHCIUIAHTATIKTOMHUEN, PETPAHCIUIAHTAUMENW TPYNMHOW NOuYku. B 17
JeT y TalMEeHTKM KOHCTaTHUpoBaHa He(pOreHHas apTepualibHasl TUIEPTEH3Us,
COCTOSIHAE TPYIHOIO pPETPAHCIUIAHTATa IIOYKH OLICHUBAETCS KaK XPOHHUYECKas
TpaHCIUIaHTAal[MOHHAss  Hedpomaruss ¢  auchyHkauedr  TpaHcrantara  (CKO

52mi/mun/1.73M°).

| O O

) TPOTSDKeHHAS JieJlens 2q ¢
1 & BoBnedennem reda NPHPI s

TETEPO3NIOTHOM COCTOAHITN

HpOTAKECHHAT Aej1elus 2 ¢ 1 b}
BoBIeueHneM reHa NPHPI »
TeTEepO3NTOTHOM COCTOSHIN

MpOTsIKeHHA Aeienisi 2q ¢
BoBIeueHneM reia NPHPI »
111 2qdel (~115Kb): 110097497— FOMOA AT HoN B To R

110212771, roMO3NTroTHAS JIeTEITIT 9
¢ 3axsaroM reqa NPHP1 1 =
Pucynok 3.16 — PomocnoBHast cembu npobanma — neBouku 11 yet u cubca mpodanga —

JIEBOYKHU 17 JIET C CeMEMHBIM ClTyyaeM HOBEHWIBHON (hopmbl HepoHODTH3A BCIICICTBHUE

MPOTSHKEHHOM JTeTIeruu XpoMocoMel 2 ¢ 3axBatoM reHa NPHP1
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B cBs3u C OTATOIICHHBIM CEMEWHBIM aHAMHE30M, IPOBEIECHO OO0CIeI0BaHUE
MJIajIIend cecTpbl B Bo3pacTte 4 JeT, Mo pe3yibraraM KOTOPOro MouyedHass (PyHKIHS
coorBerctByer HOopMe (CK® mo dopmyne Schwartz 123m/mun/1.73M%), auchyHKImuI
MOYEYHBIX KaHAJIbIIEB HE BBISIBIICHO, MO pe3yibraraMm Y3U m3meHeHuil mapeHXUMbl He
BBISIBJICHO, OOIIMN O00bEM IMOYEK HMKE HOPMBI 32 CUET YMEHBIIEHUS JIeBOW Moyku. B
Bo3pacte 10 Jer B CBSI3M C HapacTaHUEM YPOBHS KpPEAaTUHHHA KPOBH IPOBEICHO
oOcnenoBanue, koHcTarupoBaHo mporpeccupoBanue XbII no 3 craguu (CK® mno
dopmyne Schwartz S3mu/mun/1.73m2). Tlpu DXO-KI' nuarHocTHpOBaH OTKPBITHIHM
apTepuaibHbIi MPOTOK C HE3HAUYUTEIBHBIM JIEBO—IIPaBbIM cOpocoM (MpoBeaeHa
SHAOBACKYIsIpHast aMOonu3anusi). B Bo3pacte 11 ner coctosiHue MovYeyHOM (BYHKITUU
cootBercTByeT XBIIC3 (CK® mo ¢opmyne Schwartz 49-52mm/mun/1.73M2, anemus
JISTKOM CTEMEeHW, KOMIICHCUPOBAHHBIA METAa0OJIMYECKUI alua03, TUneprnaparupeos,
MOJIMUTICHUSI, TUTIOCTEHYPHSI, TTOJIMYPHsI), OTCTAET B pa3BuTuu, no Y3U obmuii o6bem
MOYEK YBEJIWYEH, KUCT B MOYKax, MEYCHHU, MOJKETYIOYHOM xKejese, IIUTOBUIHOU
JKeye3e, CelIe3eHKe He BbIABICHO. [laHHBIX 3a peHalbHbIM cUHApOM DaHKOHU HE
nosiyueHo. OcMoTpeHa O(TaIbMOJIOIOM, JaHHBIX 3a MATOJIOTHIO CETYATKH, TUCKOB
3pUTEIBHBIX HEPBOB, INIA30[IBUraTelIbHbIC HAPYLIEHUS HE MOIMy4YeHo. Muajuieil cecTpe
HayaTa KOHCEPBATHMBHAS KOPPEKIMs MOYEYHOM (PYHKIIMM B COOTBETCTBUM CO CTaJueH
XBII.

[To pe3ynpTaTaM MOJIEKYISPHO—TEHETUYECKOTO UCCIIEIOBAHUS Y MIIAJIIIEH CECTPhI
MOJITBEPKICHA TTPOTSHKEHHAS JIeTICIUs ITTHHHOTO TIJIedya XPOMOCOMBI 2 ¢ 3aXBaTOM IeHa
NPHP1 B roMO3UroTHOM COCTOSIHUM, y MaTepd M OTIa CHUOCOB YyCTaHOBJICHA
MPOTSDKEHHAsT JIeNIeusl JJIMHHOTO Tuieda XpoMocombl 2 ¢ 3axBarom reHa NPHP1 B
reTePO3UTOTHOM COCTOSIHUU (HOCHUTEIBCTRO).

Hamu ommcan cemelHbI clydail FOBEHUJIBHOTO He(pOHOPTH3A C ayTOCOMHO—
PEIECCUBHBIM TUTIOM HAcCJeNoBaHUs y 2 crubcoB. KmuHUYeCcKuil Tuardo3 moaATBepKIAeH
MOJIEKYJIIPHO—TEHETUYECKIUM METOJIOM MCCJIEIOBAaHUS, TUATHOCTUPOBAHA MPOTKEHHAs
JeNnenys JJIMHHOTO Tuieda xpoMocoMsl 2 ¢ 3axBaroMm reHa NPHP1 y nByx cecrep 17 ner
u 11 net (B roMO3UTOTHOM COCTOSIHUM) U UX POJIUTEIIEH (B T€TEPO3UTOTHOM COCTOSIHHH,

HOCUTENIBCTBO). (OCOOCHHOCTBIO KJIMHUYECKOTO HaOMIoAeHus mpodaHga u  cubca
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SBIIICTCSI BHYTPUCEMEIHAS UACHTUYHOCTh ()EHOTHITA MMOPAKECHUS TIOYEK U CepJla Mmpu
MPOTSHKEHHOM JIeNIeIUK IJTMHHOTO IJ1eda XpoMocoMbl 2 ¢ 3axBaroMm reHa NPHPL.

Hamu yctaHoBieHbl OCOOCHHOCTHM KIMHHYECKOTO (eHotuna opdaHHOTO
HeppoHodTuza y 13 nereli: HaYaIbHBIMH TIPOSBICHUSMH FOBEHHWJIBHON (HOPMBI
HeppoHohTHza y 6 gerell sBUIMCh aHemus (6), rumoctenypus (6), momuypus (5),
TUMEPIXOTEHHOCTh ~ W/MJIM  CHUIKCHHME/OTCYTCTBHE  KOPKOBO  —  MO3TOBOM
nubGepeHIMPOBKY  MapeHXMMbl 1o4Yek (6), yMeHblneHne oObema mouek (4),
yBelnueHUEe oObeMa mouek (2); mHpaHTUIbHOW (GopMmbl HedpoHODTH3A ¥ 6 neTeil B
Bo3pacTte a0 3 mer sBIUIMCh cuHApoMm Ilorrep (1), THUIMEPIXOTEHHOCTH W/WIU
CHUKCHHE/OTCYTCTBUE KOPKOBO — MO3ToBOM MuddepeHunpoBku napeHxumsl no Y3U
(6), yBenmuueHne oobema mouek (5), yMeHbllleHHe pa3smepoB mnouek (1), anemus (4);
no3aHe gopmbl HeppoHodTuza y 1 marmumentkun ¢ XBIIC4 B Bospacte 17 mer 11
MecseB. Y 6 nmerelr ¢ mHbaHTWIbHON (Qopmoit HedpoHOPTH3A MOYEUHBIN (HEHOTUTT
Bepuduimponan 1o Y3 npeHaranbHO W/WIM IPU POXACHUH, Y 6 AeTel ¢ IOBEHUIIbHBIM
HeppoHOPTU30M MpeHaTaNibHO TaTojorusi nmodek nmo Y3M He orMedyeHa, B Bo3pacte
MeHee 6 ger 1mo Y3 BHU3yaIM3HpOBaHbl €IUHWYHBICE OJHOCTOPOHHUE WJIU
JByCTOPOHHUE MoYeyHble Menkue (3—8mm) kuctel. Y 1 w3 13 manueHToB ¢
HeDpOHOPTU30M JMATHOCTUPOBAH TMOJMKUCTO3 TIEUEHH B CTPYKType HedDpOoHOPTH3-
CBSI3aHHOTO cuHApoma Senior-Loken6 BcienctBue aeneruu 12021 ¢ 3axBaToM reHa
CEP290, y 1 u3 13 nanueHToB BpoXKAeHHBIN (PrOPO3 MEUeHH B CTPYKTYpE
uHpanTUIEHOTO HepoHO(PTHU3a BeaencTBue mytanun rena TMEMG7.

Y 13 nauumeHtoB ¢ HEeDpPOHOPTHU30M HA MOMEHT MOCTAHOBKM JHAarHo3a
MapeHXUMAaTo3HbIe MMoYeyHbie KUCTHI 1o Y3U wumenu nuddy3Hbiii ABYyCTOpOHHUMN
xapakrep 1 He npesbimann pasmep 10mm o Y3U u 15 mm o MPT u He nmenu pocra
3a Bechb nepuoj HaOmoaeHus. BceM manmeHtam ¢ HEPPOHOPTU30M THArHOCTUPOBAHO
CHUKCHHE TOUYCYHOW (YHKIIMM HAa MOMEHT BepH(UKAIMA JHArHo3a B CBSI3H C
BU3yaiu3anuen 1ud@y3HbIx IBYCTOPOHHUX MOYEUHBIX KUCT 110 Y3U.

YcTaHOBIIEHA TETEPOreHHOCTh BHEMOYEYHOTO KIMHIUYEeCKOro deHoTrma y 9 u3 13
neteit ¢ HeppoHOPTU30M YCTAaHOBIECHBI BHEMIOUEYHBIE TTPOSBICHUS B BUJE KOCOTIIA3Us

(2), Hucrarm (2), BposkeHHOTO TIOpOKa cepaa (2), runoruiasus/amia3us 12 napel pedep
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(2), Bpoxknennsiii amaBpo3 Jlebepa (1), menunronene (1), rumoriasusi MO3Ke4yka ¢
arutaszuent ueprs (1), ABycTopoHHss1 TyroyxocTs (1), BpoxkienHoro ¢pudpo3a neuenu (1),
noMMKUCTO3 reueHu (1), ruaponedanus u kpaauocteHos (1).

PerunuBa HedpoHoTH3a B TpAaHCIUIAHTATE B KaTaMHE3€ S5 JIET y 2 MalUeHTOK He

OTMCUYCHO.

3.5 Pe3yabTarhbl OlEeHKH KJIMHUY€CKOTr0 (peHOTHUIIa OTHOCTOPOHHE

HePyHKUMOHUPYIOUIEH MYJbTUKUCTO3HOM JUCIIJIA3MH OYKH Y eTel

N3 300 naruenToB ¢ kuctozamu novek y 37 (12,3%) B Bo3pacte oT 4 MecsieB J0
17 ner (cpemnmii BO3pact 5,43+0,8 ner) auarHocTupoBaHa HE(QYHKIHOHUPYIOIIAS
MYJIBTHKHCTO3HAs JWCIUIA3us IMOYkH, n3 HUX y 3 (8,1%) ¢ mioMepyaoKHUCTO3HOM
00JIE3HbIO KOHTpaJaTepaibHOW (MOYEUHBI W BHEMOUCYHBIA ¢eHorun y 3 nerei,
PEe3yJIBTaThl MOJICKYIIPHO-—TEHETUIECKOTO UCCIICIOBAHMS OTIMCAHBI B T1aBe 3.3).

Cpennuii Bo3pacT Ha MOMEHT TEPBOTO BBHISBJICHUS OJHOCTOPOHHUX IMOYEYHBIX
kuct npu Y3U cocrasuin 2,04+0,72 mecsaua. Y 37 nereit HedyHkumonupyromas MKIIT
JUArHOCTUpOBaHa B Bo3pacte 10 1 roma. Cpennuit Bo3pact 37 mMauMeHTOB HA MOMEHT
nuarHoctuku onHocropoHHed MKJIIT coorBercTBOBaN 3,89+0,59 mecsies.

V¥ 34 (91,9%) u3 37 nereit 0IHOCTOPOHHUE KUCTHI B TAPEHXHUME MMOYKH BBISIBICHBI
npu Y3U npenaransHo (Tabmuna 3.27), u3z Hux y 30 (88,2%) MKII npencrasinena
MHOXECTBECHHBIMH KHCTaMU pa3mMepoM oT 3 MM 10 3cM, v 4 (11,8%) — eqmHCTBEHHOM

JTOMUHUPYIOIIEN KUCTOU pazMepoM 2,8—4cm.

Tabnuua 3.27 — Bo3pacTt k Momenty auardoctuku MK/IIT y 37 nereit

Bo3spact BrIsiBrieHUs MOYE€YHBIX KUCT 110 Y3U / KonnuecTBo nmanueHTos,
JIUAarHOCTUKKU ofHOCcTOpoHHEH MK/IIT n
IPEHATaAJIbHO 34
B Bo3pacrte 10 1 romga 3
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Y 37 nereit ¢ ogHoctopoHHeil MKJIII mosydeHbl CTaTUCTUYECKH 3HAYMMbIE
pasnuuus 1o noiy, cpean Hux 29 (78,4%) mansunkoB U 8 (21,6%) neBouek (YpoBeHb
3HAYUMOCTH pazanuuii 99%).

B ycnoBusix mManoBoaus, AUarHOCTUpPOBAaHHOroO rmnocie 30 Henenu recranuw,
pazBuBanuch 3 nanuenta ¢ MK/II. IIpu poxaenuu y nereit ¢ MKJIIT He BBIsABICHBI
npusHaku curapoma [lorrep, OIII ntuarHocTUpoBaHO y 1 HOBOPOXKIEHHOTO.

Y 6 (16,2%) u3 37 nmauueHToB npeHatanbHO 1o Y3 u3MeHeHHs] B MapeHXuMe
MOYKH TPAKTOBAJIUCH OMMOOYHO KaK TUApOHEePpO3 MOUKH (2), eAMHUYHBIE KUCTHI TOYKU
(2), conurapHas kucta nouku (2), auarno3 MK/III BepuduiimpoBan y HOBOPOKIACHHBIX
U TPYAHBIX JIETEH.

N3 37, y 18 (48,6%) mamuenToB auarnHoctupoBana yieas, y 19 (51,4%) npasas
MKTI.

VY 37 nereit mo pesyasratam Y3U B MKII orcyrctByer UJIC, y 33 (89,2%)
oTcyTcTByeT KpoBOoTOK. Y 4 (10,8%) nmanmenTtoB npu Y3U B Bo3pacte 10 2 JeT MEKIY
kuctamu B MKII BbIsIBIIEHBI JOKaJIbHO €IMHUYHBIE YYAaCTKU IMAPEHXUMBI, UMEIOLIUE
PE3KO OCIIA0NICHHBIN XaOTUYHBIA KPOBOTOK.

ITo Y31 nocne poxaenus y 37 nereit mapenxuma MKII 3amemiena kucramu
JUaMETPOM OT 2—3MM 110 4cM. 3HAYMMOT0 U3MEHEHHUs pa3Mepa noueyHbix kuct B MKII
3a BpeMsl HaOIO/IEHUS HE MOJIY4EHO.

N3 37 cemeii B 12 (32,4%) aHaMHe3 OTATOIIIEH MO Tarojoruu moyek: B 7 (18,9%)
no kucrozam mouek, B 3 (8,1%) — aHoMamusMU pa3BUTHSA TIOYeK (arcHe3us,
TUIpOHEPPO3, yABOCHUE, runoruiazus), B 2 (5,4%) — XBII ¢ neraabHBIM HCXOIOM.

AptepuanbHas rtunepreHsus ycrtaHoBiena y 4 (10,8%) u3z 37 npereh c
onHoctoponnerr MK/III.

Kuctel B apyrux mnapeHXMMaro3Hbix opraHax u3 37 gereit ¢ MKIIT mo
pesynsratam Y3U Beissiensl y 1 (2,7%) B mmtoBuaHOM xenese, y 1 (2,7%) B aerkux
o pesynsraram KT.

37 maruentoB ¢ MK/III pa3nenens! Ha 2 TpynIbl CPaBHEHHUS.
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B 1 rpymmy Bxmouensr 8 (21,6%) w3 37 mereit ¢ omgHoctoponHern MKJII,
KOTOpPBIM paHee (B BO3pacTe MeEHee 2 JIeT) MpoBeleHa HeQpoypeTepIKTOMUS
MYJIBTUKUCTO3HOW ToYkd. Y 8§ meteil u3 1 rpynmsl ¢ MOMEHTa HepoypeTepIKTOMUU
npouuio Oonee 1,5 ner. Bospact gereét 1 rpynmsl coctaBun ot 4 go 12 ner.
[lokazaHnusiMu K TMPOBEJACHHOM paHee OAHOCTOPOHHEW HedpoypeTepIKTOMUU
HE(YHKIIMOHUPYIOLIEH MYIBTUKACTO3HOW TOYKK y 8 neredt u3 | Trpynmbl SIBUIHCH:
HEKOHTpoJHMpyemasi apTepuanbHas rtunepreHsus (3), comuanas ¢opma MK ¢
yBEIMYEHHEM 00beMa MYJIbTUKHUCTO3HOM IMOYKM W HAIMYUMEM XaOTUYHOTO KPOBOTOKA
(2), orcyrctBue pynkunn MKII (3).

Bo 2 rpynmy Briouensr 29 (78,4%) u3 37 neteii B Bo3pacte 4 Mecsna — 17 Jer,
KOTOPBIM Ha MOMEHT OOCJI€JOBaHUS HE MPOBOAMUIACH HE(PPOYPETEPIKTOMUS
HEe(PYHKIIMOHUPYIOIIEH MYJIBTUKUCTO3HOU MoUku. Y 29 nereit 2 rpynimbl pyHkius MKII
OTCYTCTBYET 0 pe3ynbraram Y3 ¢ OLleHKOI KpOBOTOKa, SKCKPETOPHOM yporpaduu,
JUHAMUYECKON HEPPOCHMHTUTpapUH.

Y 8 (21,6%) uz 37 nereit ¢ MKIII B Bo3pacte menee 6 ner mo Y3U
BU3YaJIM3UPOBaHbI ¢IMHUYHBIC Melkue (MeHee 10MM) kuctel B mapenxume KII (4 u3 1
TPYIIIEI Uy 4 U3 2 TPYIIIEI).

VYBenuuenne oObeMa KOHTpajaTepajbHOM TMOYKM 1o pe3ynbratam  Y3U
JMAarHOCTUPOBAHO y 3 u3 8 nereid U3 1 rpymnmsl Ipu poXaeHUH, Y 5 B Bo3pacTte 2 JIeT, U3
HUX y | ¢ MapeHXMMAaTO3HBIMHU KUCTAMU.

Y 2 u3 8 mereit ¢ MK/II u3 1 rpynmel B Bo3pacte S jieT U 6 JET OTMEUYEHBI
YMEHbIIEHUE 00beMa, TUIEPIXOreHHOCTh MApPEHXHUMBbI, IMPU3HAKK HEPPOCKIEepo3a,
NapeHXUMAaTo3Hble KHUCTbl (YHKIMOHUPYIOIIEH KOHTpajlaTepajbHOW IOYKU II0
pesynbratam Y 3.

Bo 2 rpymme (6e3 Hedpoyperepakromun MKII) ycraHOBICHO yBelIWYeHHE
oowsema KII o pesynbratam Y3U B 3,5% ciyuaeB y 29 nereii npu poxxknenud, B 45,5%

Ciy4daeB y 22 neTeu K 2 romam.
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Tabnuna 3.28 — O6veM (cMm3) koHTpasiaTepaibHOM ouku 1o Y3U y 29 nereit

c oqaoctoponneit MK/III (6e3 HedpoypeTepIKTOMUN)

Bo3spact Ob6mee O6bem KII (cm”) mo pesymbraram Y3U
MaIMEHTOB KOJIMYECTBO YBEJTHYCH B TIpe/ienax YMEHbIIIEH

MAIMEeHTOB HOPMaJTbHBIX

3HAYCHUU

npu 29 1 (3,5%) 9 (31%) 19 (65,5%)
POXICHUHT
1 ron 28 4 (14,3%) 9 (32,1%) 15 (53,6%)
2 roga 22 10 (45,5%) 5 (22,7%) 7 (31,8%)
5 ner 14 7 (50%) 4 (29%) 3 (21%)
10 ner 14 10 (71,4%) 2 (14,3%) 2 (14,3)
15 ner 4 4 (100%) 0 0
17 ner 2 2 (100%) 0 0

BrisiBieHbI BO3pPAaCTHBIC 0COOCHHOCTH HM3MEHEHHsA 00Bbema KOHTpaHaTCpaHBHOﬁ

nouku y 29 aereit ¢ MKJIIT u3 2 rpynmbl (Tabnuma 3.28).

K 10 rogam y 2 nmaruentoB o0beM KII ymeHbIieH (OTCYyTCTBYET KOMIIEHCATOpHAs

runeprpodusi KII), kpoBotok mo pesynsratam Y3U B KII ocnaGneH, BBISBICHBI

npu3HaKu HedpOCKIIepo3a.

Ycranosneno ymenbienre oobema MKII o pesynsraram Y3U (nHBOMIONMUS) K 2

rogam B 59,1% caydaes.

[Ipencrasnensl pe3ynbraThl olieHKH o0bemMa MKII (Tabnuna 3.29) y 29 nereit u3

2 rpynmsl.
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Tabnuua 3.29 — O0bem (cM3) MyabTUKHCTO3HOM Mouku 1o Y3U y 29 nereit

¢ oqaocroponHeit MKJIII (6e3 HedpoypeTepIKTOMUM )

Bo3spact Ob6miee 06bem MKII (cM®) o pesyisraram Y3U
NAIMEHTOB, JIET | KOJIUYECTBO YBETMYCH B TIpeIeIax YMEHBIIEH

MAIMEeHTOB, N HOPMaJTbHBIX

3HAYECHUN

npu poxaeHun | 29 19 (65,5%) 9 (31%) 1 (3,5%)
1 rox 28 15 (53,6%) 9 (32,1%) 4 (14,3%)
2 rona 22 4 (18,2%) 5 (22,7%) 13 (59,1%)
5 ner 14 1 (7%) 4 (29%) 9 (64%)
10 ner 14 0 0 14 (100%)
15 ner 4 0 0 4 (100%)
17 ner 2 0 0 2 (100%)

Y 37 namumentoB ¢ MK/l He ycraHOBiIeHBl NpU3HAKKM (UOpO3a MEYEHH U
CHUHIpOMa NOPTAJIbHOM T'MIEPTEH3UH.

VY 15 u3 37 naurentoB ¢ MK/IIT quarHoCTHpOBaHbI: MATOJIOTUS OpraHa 3peHus —
Kocornasue (2), TOpU30HTAIbHBIA HUCTarM (2), kojoOoma AUCKOB 3PUTENbHBIX HEPBOB
(2), xopuoperunut (1), mporpeccupyromas muonus (1), TUIEPMETPOIHS BBICOKOM
creiean (1), Spina bifida (2), BpokaeHHbie TOpokH cepana (2), TUNOILIA3HS
a.vertebralis (1), tyroyxoctb (2), aHOMamuu MOJOBBIX opraHoB (1), orcraBaHuWe B
IICUXO—MOTOPHOM Pa3BUTHH (3), AMCTONMS SUEEK PEIIeTYaTOW KOCTH U JBYCTOPOHHEE
CY>KE€HHE HOCOBBIX X00B (1).

N3 19 pereit ¢ npocroit MK/II mo pesynbratram Y3U OTCYTCTBYET MATOJIOTHUS
KII, u3 Hux y 7 OTMEUeH paBHOMEPHBIN KPOBOTOK, ¥ 12 KpoBOTOK ocyiabieH. Y 6 u3 19
nereit ¢ mpocror MK/IIT otaromien ceMeiHblil aHaMHE3 TT0 KUCTO3aM.

VY 18 (48,6%) u3 37 manueHToB 1o pe3yapraraM Y3U B Bo3pacte MeHee 6 neT

BhIsiBiIeHa narosiorus KII, xapaktep kotopoii npeacrasied B Tadnuie 3.30.
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Tabmuua 3.30 — Xapakrep maTosoruu KOHTpasaTepaabHON MOYKH Mo pesyasratam Y 3U

y 18 nereii ¢ onHOCTOpOHHEN HepyHKITMOHUpYoted MK

[Tatomorust  koHTpasiarepainbHOM | y 4 u3 8 manueHToB | y 14 u3 29 marueHToB
nouku no Y31 1 rpymbl 2 TPYTIIBI

ruapoHedpos, 0 5
ypereporuaponedpo3

My3bIPHO—MOYETOYHUKOBO— 0 3
JIOXaHOUHBIN pequIIOKC

D
D

MapCHXNMATO3HbIC KHUCThHI

U3 HUX, yepe3 6-12 Mecsien 3 —
nocie Heppakromun MKIIT

nucmiasus YJIC u merayperep

T'HUITOIIIAa3us

TUIICPIXOICHHOCTD ITaPCHXUMBI

NN OO
N| OO |

oOeHEHNE KPOBOTOKA B
KOPKOBOM CJIO€ ITAPEHXHUMBI

CTEHO3 IMOYEUYHOW apTePUn 1 —

C y4eToM Halu4usi MaTOJOTUU KOHTpaJaTepabHOW IMOYKH, APYTUX OPraHOB U
cuctem, n3 37 mamueHtoB ¢ omgHoctoponHedt MKJII y 19 (51,4%) ycranoBieHa
npoctas MKJII, y 18 (48,6%) ¢ ogaocroponnerr MK/II u matonoruet KIT w/unm c
AKCTpapeHAIbHBIMU AHOMAJIUSIMU — OCJIOKHEHHAS.

Y 3 nmereit ¢ ocnoxxknennot MKJIII, oTcyTcTBHEM KHCT B KOHTpasiaTepaibHOU
MOYKE IO pe3yapTaTaM MOJICKYISIPHO—TEHETHUYECKOTO HCCIIEOBAHUS TOATBEPKICHBI
cunapoMaibieie popmbl: CHARGE BcneacrBue myramuu rena CHD7 (npobGannm —
manbuuk 1 rox); Papillo—renal Becencreue mytanuu rena PAX2 (mpobana — neBoyka 17
aer); aenenuu 17012 ¢ mI0MepyIOKHCTO30M KOHTpaslaTepaibHOM (po0daH — AeBoYKa 7
MeCsIIIEB OIKcaHa B IiiaBe 3.3).

Kunnnuyeckoe HaOmwoneHue. MylIbTUKUCTO3HAs JUCIUIA3WAS NPABOM  ITOYKH.
CHARGE cunapom Bcnencteue myrtanuu rena CHD7 y manuenta ¢ enMHCTBEHHOMU

(GYHKIMOHUPYIOLIEH JIE€BOM MOYKOH.
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[Tpobann — manpuuk, 1 rox. IlpenaranbHo Ha cpoke rectauuu 23 HEOENu MpH
VY3U nuarHocTMpoBaHO MHOTOBOJIME, Y IUI0/Ia OOHAPYKEHbl MYJIBTUKHCTO3HAs IMpaBas
nmoyka, abCONIOTHO KOpPOTKas IynoBHHA. Pomuics goHomeHHbIM, uyepe3 10 yacos
ormeueHo Hapactanue JIH, 7 cyrok nposomwnrace HMBJI, 3arem pecnuparopHas
KHUCJIOPOJIHAS MoAAepkKa. M3—3a CI0KHOCTEN C JbIXaHUEM U KOPMJIEHUEM, ITPOBEACHBI
TPaxeoCTOMMS U yHKIITMOHHASI TACTPOCTOMHUS.

CemeiiHblli aHaMHE3 1O KHCTO3aM IIOYEK HE OTATOIIECH, MpoOaHja SBIsSETCS
€IMHCTBEHHBIM PEOCHKOM B CEMbE.

B Bo3pacte 5 mecsiieB ycraHoBieH knnandeckuii auarao3 « CHARGE cunapom»
HA OCHOBAHHUH XapaKTEpPHOTO (PEHOTHUIA C HAIMYKMEM OCHOBHBIX KPUTEPHUEB:

«C» JBYCTOpOHHSISI KOJOOOMa COCYAHCTON 0OONIOUKHM (XOPHOWICH) TIiasa,
K0JI00OMa JIMCKa 3pUTEIBHOIO HEPBA CIIEBA, Taro()TajibM, YCTAaHOBOYHBIN HUCTAIM;

«H» BpoxaeHHbIN TOPOK cepAla — NePEKT MEKIIPEACEPIHON EPETOPOIKH;

«A» IByCTOpOHHEE CY)KCHUE MEPEIHNUX OTAEIOB HOCOBBIX x0m0B, Coacha bullosa
CpeaHel HOCOBOM PAKOBUHBI C JUCTOIIUEN STYEEK PEIETYaTON KOCTH;

«R» opranudeckoe Mopa)k€HHWE TOJIOBHOTO MO3ra, OTCTABaHUE B (PU3UUYECKOM,
IICUXOMOTOPHOM, PEYEBOM pPA3BUTHH, MApE3 JIMILEBOIO HEpBa CIpaBa C aCUMMETpHUEN
JU1a, HapyIIEHUEM IJIOTaHUsl, CHUKEHHEM CIIyXa;

«G» MUKpPOTICHHC, KpUTITOPXU3M CITPaBa;

«E» nBycTOpOHHSIS HEMPOCEHCOPHAs TYTOyXOCTh 3—4 CTEeTeHH

HononautensapiMu kputepusimu CHARGE cunapoma y manueHTta SIBISUIUCH:
JIOKaJNbHBIA CTEHO3 JOJIEBOr0 OpOHXa W aTeleKTa3 HWKHEW JOJU MNpPaBOro JIETKOTO,
JapuHroMansnus 3 tuna (B MpoCBEeT TOPTaHKW OJHOBPEMEHHO 3ala/ialoT HarOPTaHHUK
Y YepIaJOBUIHBIC XPSIIA) CO CTPUIOPO3HBIM JIBIXQaHHEM, THUIICPMETPOIUS BBICOKOM
CTENEeHU, HEPYHKIIMOHUPYIOU[ash MYJIbTUKUCTO3HAs AUCIUIA3Us TIPABOM MOYKH, MaxoBast
rpeika. [Ipu MoneKkymsIpHO-TEHETUYECKOM HCCIICOBAHUH UACHTU(DHUIIMPOBAHA MyTaIUs
rena CHD7 ¢.469C>T (pArgl57*) kaptupoBanHoro Ha 8712.2 xpomMocome.

VY pebenka B Bo3pacte 1 roga MKII ymenbmiena B oObeme, KPOBOTOK B HEM
OTCYTCTBYeT (PYHKITMOHHPYIOIIAsi KOHTpajarepaibHas (JeBasi) MovYKa KOMIEHCATOPHO

runeprpoduposana 1o pesyiasraram Y3U, CK® crmkena (58 mu/mun/1.73m7).
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Kiaunuveckoe HaOaoneHue. MylbTUKUCTO3HASI JTUCIUIA3Usl MPaBOM MOYKU U
CTEeHO3 JieBOHM moveuyHoil aprepuu. Papillo—renal cunapome BeiencTBue myranuu resa
PAX2.

[Tpobang — neBouka, 17 ner. Ponunack JOHOIIEHHOM B CEMbE C OTSATOIICHHBIM
CEMEMHBIM aHAMHE30M I10 OTIOBCKON JUHUU (pucyHOK 3.17): y 6alymku — kojoboMa
JIACKa 3pUTEIIBHOTO HEpBa, TYyrOyXOCTb, B 38 JIET TEpPMHUHAIbHAS IMOYEHHAs
HEJOCTAaTOYHOCTh C JIETAJbHBIM HCXOJOM; Yy OTIIA — apTepHalibHas TUIEPTECH3US.
[Ipenaranbao pu Y3 naTonaoruu noyek rioja U MajsoBOAMS HE BBISBICHO.

B nmnepuone HOBOPOXKIEHHOCTH JAMArHOCTUPOBAHBI JBYCTOPOHHSAS KojoOoma
JIUCKOB 3pUTEIIbHBIX HEPBOB, XOPUOPETHUHUT; B BO3pacTe 3 JIET — XOPUOUAAIbHBII
AUOyNb0apHbId  AEPMOMJ CJ€BA, TOPU3OHTAIBHBIA HHCTarM, COJAPY>KECTBEHHOE
pacxojsuieecs Kocoma3ue U nporpeccupyronias Muomnus odoux mas. B Bo3pacre 5 ner
BIIEPBBIC BBISIBICHBI JICUKOUUTYpHUS, MPOTEUHYpHsi, remarypus, cHkeHue CKO
(63Mmu1/mMuH/ 1.73M2), HE(QYHKIIUOHUPYIOIAs MYJIBTUKUCTO3HAS JUCIUIA3Usl TPaBoOil
MOYKM N0 pe3ynbraram Y3, yMeHbIIEHHUE pa3MepOB KOHTpalarepaibHOW IOYKHU
(OTCyTCTBYET KOMIIEHCATOPHASI TUIIEPTPODUS).

JlmarHocThpoBaHa CTaOWJIbHAs TSOKENas PEHOBACKYISpHAas —apTepHalibHAs
TUIIEPTEH3Us] BCJICICTBUE CTEHO3a JIEBOW IOYEYHOM apTepUM M TUIIOIUIA3Us IPaBOU
MO03BOHOYHOI aptepuu. [larmenTke B 8 et mpoBeeHa MPaBOCTOPOHHSAS HE(QPIKTOMMUS,
MOP(OJIOTUYECKUE UCCIIEIOBAHUS TTOJTBEPANIA AaHOMAJILHOE CTPOCHHE MOUYETOUYHUKA U
apTepuu, UHBOJIOIUIO MOYKHU (pazMepsl 5*2.5%1.5cM) ¢ MyIBTUKUCTO3HOM JTUCTIA3HEH.
VY neBouku uAEHTU(PUIIMPOBAHA CIUIAMCUHT—MYTAIllus B TETEPO3UTOTHOM COCTOSIHUU
(mykneoruanas 3ameHa B 6 mHTpoHe IVS6-1G>C) renma PAX2, kapTHpOBaHHOTO Ha
10g24.31 xpomocoMe ¢ ayTOCOMHO—IOMHHAHTHBIM HacjeIOBaHWEM (aHAJOTUYHAS
MyTalusi oOHapy»KeHa y oTia u cudca).

Y mpobanga B 12 nmer koHcTarupoBaHa TepMmuHanbHas ctaaus XbII, B 13 mer
MpoBeJcHAa POACTBEHHAs (OT Marepu) TpaHCIUIAHTAlMS MOYKH, B 17 JeT QyHKIus
IIOYEUHOT0 TpaHcIuianTata coxpanna (CK® 92wmr/mun/1.73M%), kpoBotok mo Y3U

JTOCTATOYHEBIN.
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ol

11 PAX2 (chrl0: IVS6-1G>C, nntpoH 6)

111

q:: PAX2 (chr10: IVS6-1G>C, nHTpOH 6)
N

2

PAX2 (chr10: IVS6-1G>C, nHrpoH 6) 1

/!

Pucynox 3.17 — PopociioBHast ceMbH mpoOaHja — JIEBOYKH 17 JET ¢ CHUHAPOMOM

Papillo—renal BciencrBue myranuu reaa PAX2

Oco00eHHOCTBIO ciyvas OJTHOCTOPOHHEN He(pyHKIIMOHUPYIOIIEH
MYJBTUKUCTO3HOM  JUCIUIa3ued  MOYKku (C  MHBOJIOUMENM 1O  pe3yabTaTaM
MOP(OJOTUYECKOTO HUCCIEAOBAHUS TOCHE HE(PPIKTOMUM) SBISIETCS HAIUYUE Y
npobanna 17 ner aHomanuii a3 (ABYCTOPOHHSSL KOJIOOOMa IUCKOB 3PHUTEIbHBIX
HEPBOB, XOPUOUAAIBHBINA ANUOYIL0ApHBIA JEPMOU/] ClIeBa, XOPUOPETUHUT B pyOLIOBOM
CTaJNM, TOPU30OHTAIBHBIA HHCTArM, COJIPYKECTBEHHOE pacXolsdlleecs KOCOIIa3he M
nporpeccupyromas MHUONHUS O00MX TIJIa3), CTAaOMJIBHOH TSXKEION PEHOBACKYJISPHOMN
TUIEPTEH3UN BCIEACTBUE CTEHO3a apTepUM KOHTpajarepajbHON TMIOIIIa3UpOBaHHON
MIOYKH MPU ayTOCOMHO—JOMHHAHTHOM THUIIE HACJIEIOBaHUs IATOTEHHON MyTalluy B T€HE
PAX2 mo nuuuum otna, wucxon B TepMuHanbHyI0 craguio XbBII B 12 net, TpeOyromei
npoBenenue 31T MeTonoM Auanv3a U TpaHCIUIAaHTALMU TOYKU B 13 jeT. Y manueHTKu

(GYHKITMOHUPYIONTUN TTOYEUHBIN TPAHCIIAHTAT B TEUCHUE 4 JIET.
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Hamu ycraHoBieHbI OCOOCHHOCTH JUArHOCTHKH, TEUEHHUS, HWHBOJIOLUU
MYJIBTUKUCTO3HON MOYKH U KOMIIEHCATOPHOU THUNEepTPO(UN KOHTpaIaTepaabHON MOUKH.
Breienensl npocras u ocinoxkHeHHast, cuaapomanbHas MK/III. IIpoBeneno cpaBHeHne
KInHu4Yeckux ocobenHocteit MK/III cpenm rpynm MmanveHTOB, HMMEIOUUX W HE
uMeIoNX B anamHese Hedpakromuto MKIL.

B maBe 4 0cOOEHHOCTH MOYEYHOTO U BHEMOYEYHOTO (PEHOTUIIA U MOJIEKYISIPHO—
TeHeTHYECKUE OCOOEHHOCTH KHCTO3a mMouek y 3 gmeredt ¢ cuHapomanbHoit MKJIIIT
onucanbl B Tabmuie 4.1. B rmaBe 3.3 omumcansl 3 geredt ¢ ociaoxkHenHor MKJII u
ITIOMEPYJIOKUCTO30M E€IUHCTBEHHON (PYHKIMOHUPYIOIIEH KOHTpajarepaibHOM IOYKH,
U3 HUX Y 2 WACHTU(DHUIIMPOBAHBI: CHHIPOM JAENEIUN XpoMOcoMbl 17012 ¢ 3axBaTom reHa
HNF1b y neBouku 7 mecsues, mytarus rera HNF1b y mansamka 3 ner.

OnHOCTOPOHHSSI MYJABTHKUCTO3HAs JUCIUIA3Us MOYKM JUArHOCTHUpOBaHa W
onucana Hamu y 37 (12,3%) u3 300 nenpaTpuuecKux MaireHTOB C KUCTO3aMU MOYEK.

N3 37 pereit ¢ OXHOCTOPOHHEH HE(QYHKIMOHUPYIOUIEH MYIBTUKUCTO3HON
nucruiasuen mouku BeieneHsl: y 19 (51,4%) — npocras, y 18 (48,6%) — ocinokHEeHHa,
y 34 (91,9%) — uzonupoBanHas, y 3 (8,1%) — cunapomMainbHast GOpMBI.

B yueOHoM mocob6uum «MyNbBTUKHCTO3HAS JUCIUIA3Usi TOYKH Y  JCTei:
TEPMHUHOJIOTHA, KIacCU(PUKalUs, IUarHocThuka u JjedeHue» (2023) omyOiuMkoBaHa
pa3paOoTaHHas HAMU CUCTEMATUKa MYIbTUKUCTO3HOM JUCIIa3UU MTOYKU Y JIeTEH.

C yueToM pe3ynbTaToB UCCIEIOBaHMs, CHCTEMAaTHKa KIMHUKO — MOP(OIOrHUeCKIX
dopm omHoctoponHedr (ORPHA:97363) MynbTUKHCTO3HON JUCIUIA3MHM  ITOYKH
NEePEeCMOTPEHa M JOINOJIHEHA YacTOTOW €€ WHBOJIOLUMH, Pa3BUTUS KOMIIEHCATOPHOM

TUNEepTPOPUU U COCTOSSHUEM (DYHKLIMU KOHTpaJIaTepaIbHON TOYKH.
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HpCI[CTaBJIeHI)I mpocTtasds U OCJIOXHCHHAA KIMHHUKO — MOp(i)OJIOI’I/ILICCKI/IC q)OpMBI

OJHOCTOPOHHEM  MYJIBTHKHUCTO3HOM JAMCIJIA3UM TOYKM C  OICHKOM  (yHKUUU

KOHTpaJjaTepalbHON y 37 IeTe:

1)
2)

3)

4)

5)

6)

7)

oxHoctoponHsis (37),

npocras (19) — omHOCTOpPOHHSSI O€3 aHOMAJIMK Pa3BUTHS KOHTpaJlaTepaaIbHOU
MOYKH U MOYEBBIX IyTEH, MMOJIOBBIX OPTaHOB,

ocnoxHeHHas (18) — oAHOCTOPOHHSS ¢ aHOMAJIMSAMHU KOHTpaJaTepaabHON MOYKH
W/WJTH TIOJIOBBIX OPTaHOB WJIN JBYCTOPOHHSS C SKCTPApEHAIBHBIMU AaHOMAIIUSMU;
n3onupoBanHas (34),

cuHapoMaibHas (3);

tunuyHas (35) — mapeHxuMa MOJTHOCTBIO 3aMellleHa KUCTaMH, MEXy KOTOPBIMU
OTCYTCTBYET KPOBOTOK,

comumHas (2) — B JUCIDIACTUYHON IMAapeHXUME MEXKIYy MEJIKUMH KHCTaMu
MIPUCYTCTBYET PEAYLIUPOBAHHBII KPOBOTOK,

C MHBOJIIOIIMECH MYJIBTHKHCTO3HOM MmoukH (K 2 romaM y 13 u3 22) — yMeHBIIICHHE
pa3MepoB 10 MOJIHOTO cKkiepo3upoBanus, Potter 1B Tu,

0e3 WHBOJIIOIIUK MYJIBTUKHACTO3HOM mouku (k 2 rogam y 9 uz 22) Potter 1A Tu;

C pa3BUTHUEM KOMIIEHCATOPHOW THNEPTPOPHUU KOHTpajarepajbHON MOYku (K 2
rogam y 10 u3 22),

0e3 KOMIIEHCATOpPHOW THNEepTpOoPUU KOHTpajaTepanbHOl nmouku (K 2 romam y 12
u3 22);

10 (PyHKIIMH KOHTpadarepaabHOU MOYKH:

ocTpoe nmoBpexaeHue mouek (1),

XpoHUYECKass 0onie3Hb Modek ¢ HopMaibHOM CK® KoHTpasaTepalbHOW MOYKU

(23), co cumxennoit CK® kontpanarepanbHoit mouku (14).
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C y4eToMm ONMMCaHHBIX B OTEUECTBEHHOH U 3apyO0eKHOM JUTEepaType NaHHBIX U Ha
OCHOBE pE3ylbTaTOB COOCTBEHHOIO MCCIEIOBAaHUS IPEJICTABISIEM CHCTEMAaTHKY

HE(YHKIIMOHUPYIOLIEH MYJIBTUKACTO3HON AUCIIIIA3UM TIOYKH y feTeit (Tabmuna 3.31).

Tabnuma 3.31 — Cucremarvka HeQyHKUMOHUPYIOLIEH MYJIBTUKHUCTO3HOM ITUCIUIA3UU

IIOYKH y IETEN

Knunuko-mopdonornyeckue HeHOTUIIBI MYJIIBTUKUCTO3HOM AUCIIIIA3UU TOYKU
OJTHOCTOPOHHSIS

JIBY CTOPOHHSISI

CErMEHTapHasi — CETMEHT Y/IBOEHHOW MJIM MOJIKOBOOOPA3HOM MOYKH

MpoCTasi — OAHOCTOPOHHSISI 0€3 aHOMAJIUK Pa3BUTHS KOHTpaJarepajbHON MOYKU
Y MOYEBBIX ITYyTEH, ITOJIOBBIX OPTaHOB

OCJIO’)KHCHHAasA —  OAHOCTOPOHHSIAA C adHOMaJINsAMH ITOJIOBBIX OpraHoB,
KOHTpaJ'IaTepaJIBHOﬁ IIOYKK HJIN ABYCTOPOHHAA C OKCTpapCHAJIbHBIMHU
aHOMAJIUAMH

HN30JINPpOBaHHAA

CUHAPOMAJIbHAA

TUIIMYHAs — NApPEHXMMa IOJHOCTBIO 3aMEIIEHAa KHCTaMH, MEXIY KOTOPBIMHU
OTCYTCTBYET KPOBOTOK

ColMAHas — B JUCIUIACTUYHONM NAPEHXHME MEXIY MEIKHMMH KUCTaMU
MIPUCYTCTBYET PEAYLIUPOBAHHBIN KPOBOTOK

ruApoHeGpoTUYECKasi — BU3yAIM3UPYETCs] 3HAUUTENIbHOE PACIIUPEHUE JIOXaHKU

C HWHBOJIIONMEH MYJIbTUKHCTO3HOW mouku (Potter IIB Tum) — yMeHbIIeHHE
Pa3MEPOB J10 MTOJIHOTO CKJIEPO3UPOBAHUS,

0e3 MHBOJIOIUK MYJIBTUKUCTO3HOM mouku (Potter 1A tum)

C pa3BUTHEM KOMIIEHCATOPHON THNIEPTPOPUN KOHTpaJaTepaibHON OYKH

0€3 KOMIIEHCATOPHON THUNEPTPOPUN KOHTpaIaTepaIbHOU MOYKU

1o (pyHKIIUM KOHTpajaTepaibHON MOYKU:

OCTpPOE MOBPEXKIECHHE ITOYEK

XpOHUYECKass OOJEe3Hb TMOYEK C HOPMAJIBHOM CKOPOCTBbIO KIYOOUKOBOM
(¢uiabTpalMi  KOHTpajarepajbHOM  IMOYKH, CO CHIKEHHOM  CKOPOCTBIO
KJIYOOUYKOBOM (DUIIBTpAllMK KOHTPAJIATEPAIIBHON MTOYKH

NnentudunupoBanHble MyTalid TE€HOB NPU MYJIbTUKUCTO3HOM JHUCIUIA3HU
nouku: PAX2 (chr:10924.31), HNF1b (chr:17q12), CHD7 (chr:8q12.2), LHX1
(chr:17912), CDCsL (chr:6p21.1), USF2(chr:19q13.12), UPKS3A
(chr:22913.31), NPHP3(chr:3g22.1), TP63 (3g28), SALL1(chr:16g12.1)



https://www.omim.org/geneMap/10/478?start=-3&limit=10&highlight=478
https://www.omim.org/geneMap/17/451?start=-3&limit=10&highlight=451
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3.6 Pe3yabTarhbl OLIEHKH KJIMHU4Y€CKOro (DeHOTHUIIA U TEeHOTHIIA KUCTO3HOM 00/1e3HI

Mo4YeK Nnpu oppanHoOM TY0EpPO3HOM CKJIepo3e y aerei

M3 300 manpeHToB ¢ KrcTto3amu modek y 6 (2%) B Bospacte 1 — 14 ner (cpenumuii
BO3pacT /,5%2,4 ner) ycTaHOBJIEH AUArHo3 TyOEepO3HbIN CKIIEPO3.

Bce mnamuentsl (3 Manpuuka W 3 JI€BOYKM) HMENU KIMHUKO—TEHETUYECKH
BepU(UIIMPOBAHHBIM JMAarHO3 TYyOEpO3HBIM CKJIEpO3 BCIEACTBHE MYyTallMii B TEeHAX
TSC1(1) m TSC2 (5) Ha MOMEHT BBISIBIICHUS KHCTO3a Todek 1o Y3 B Bo3pacte 1 mecsiy
— 8 Jer.

CeMeliHbI aHaMHE3 KHUCTO3Y MOYEK OTSTOIIEH B 2 U3 6 CeMEH.

Ha MOMEHT yCcTaHOBKM naWarHo3a y MpoOaHga, OTCYTCTBOBAJIHM CBEICHHUS O
TyOEpO3HOM CKJIEpO3€ B ceMbe, B | ceMbe y Marepu mnpoOaHAa BBISBICHBI TSTHA
TUTIOTIUTMCHTAIIHAH.

B 5 u3 6 cemeit uaentudunmpoBana Myrtanus de Nnovo y mpobanaa, B 1 cembe
MOJITBEPKICHO HaclieoBaHue MyTaruu reHa 1SC2 mpoOaHAOM OT OTIA, UMEIOIIETO
KHCTY TIOYKH.

Y mammeHToB € KHUCTO30M IMOYEK MpU TyOEpO3HOM CKIIEpO3€ OTCYTCTBOBAJIH
MIPU3HAKN MaJIOBOUS MMPEHATATBHO U OCTPOE IMOBPEKACHHUE TIOYCK MTOCIEC POXKICHUS.

VY 6 manueHToB C TyOEpO3HBIM CKJIEPO30M JIMarHOCTHUPOBAHBI MHOXKECTBEHHBIC
MOYEYHbIE KUCTHI IIPU MIEPBOM BbIBICHUU 110 Y 3U:

muddys3Hbe y 5 manuenToB ¢ MytanusimMu reHa TSC2;

CyOKOpTHKaJlbHBIE — y JeBoukd 10 JeT ¢  IJIOMEpYJOKHCTO30M U
aHTHOMHUOJIUTIOMaMH TIpH TyOepO3HOM CKJIepo3e BelieAcTBUEe MyTaruu reHa 1SCL.

XapakTepucTHKa MTOYEYHOTO U BHETIOYEYHOTO ()eHOTHITa 6 TTAITUEHTOB C KHCTO30M

MOYeK MpHU TyOEpO3HOM CKJIepo3e Tpe/icTaBiIeHa B Tadbmuie 3.32.



Tabnuma 3.32 — XapakTepucTuka Mo4eqyHOro ¥ BHEMOYEUYHOTO (DEHOTHIA KHCTO3a MTOYEK
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pu TyOEpO3HOM CKJIepo3e y 6 MalreHTOB

[TpoGann, Bo3pact

[Toueunsiii penoTun

Buenoueunslit penotun

Mansunk, 1 rog
Kucroz modek mpu
TyOepO3HOM
CKJIEPO3¢
BCieacTBHe e Novo
MyTaIuu
TSC2.
XBII 0e3 cHmkeHus
CKo
(94mn/mun/1,73m°)

IcHa

[IpenaranbHO: 0e3
0COOCHHOCTEH.

CemeliHblld  aHaMHE3: Y
MaTrepu Ha KOXE€ ISITHA
TUIIONTUTMEHTAIINH.

C 2 mec — kuctol (1o 20-
22MM) 00€UX YBEIMYEHHBIX
B 00BbeMe mouek 1o Y3MU.

B Bospacre 1 rog: A no

100/60Mm.pT.CT.
JKuBor pe3ko yBelIMYEH B
o0Beme, 3a cyeT
He(pomeranuu.

I[Io Y31 u MPT: OOII

3HAYUTEITHHO YBEJTHYCH
(302cm3), KOHTYPBI
HEPOBHBIEC, OyrpucThie 3a
MHOXKECTBEHHBIX  KPYIHBIX

KUCT B TapeHxuMme (crpana
no 30mM, cneBa 10 34MM),
KM/I

HapyIlIeHa.

MTapEHXUMBI

C 2 MecH1eB — CyqopOKHBIN
CUHAPOM, TUIIEPTOHYC MBIIIII]
KOHEYHOCTEH, qacThie
Mopranus mmia3. OTcraBaHue
B pa3BuThM, K | romy He
MepeBOPAUUBACTCS, HE
CUIUT. 9XO-KT —
pabromMuoMa cepaia.
Cumnromarnueckas
dboxkanpHas (3aTbUIOYHAS)
AIUJIETICHS.

ITo MPT ronoBHoro mo3sra —
cyOsIeHAuMaIbHbIE
MHOXECTBCHHBIE Y3€IKH W
TUTaHTOKJIETOYHBIE
aCTPOIUTOMBI OOKOBBIX
KEITYI0UYKOB, KOPKOBBIE
TyOepBHl.
3pUTEJILHOTO HEpBa CIIpaBa.

'amaproma pucka

Pacxoasiieecs kocornasue.
['unonurMeHTUpOBaHHBIC
IISITHA Ha KOXKE.

IIo Y3U u MPT xucr B

MMAPEHXUME TCYCHHU,
TOJIKEITYI0YHOU KEJE3bl,
CEJIE3CHKH, M TOBUIHOMN

2KEJIC3bI HC BBISIBIICHO.

Manwumk, 2 roga

Kuctos "
AHTUOMHUOJIUITOMBI
IOYEK pu

TyOEepO3HOM

IIpenaranbHO: KUCTa JIEBOU
nouku 17mM, B Bo3pacte 1
MECSI] Al hi (o)
160/100mm.pT1.CcT., MO Y3U —
MHOXECTBEHHbIE KHUCTHI (10

CuMmrrromaTnueckas
MyNbTU(OKATbHAS
SIUJICTICHS, SITHUIICITHYCCKHUE
CITa3MBl.
9XO-KI'MHOKECTBEHHEBIE
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CKJIEpO3e
BciieacTBUE de NovOo

bi (S (3005051 reHa
TSC2.
XBIIC1 (CK®D

105M/mun/1,73m%)

20MM) 00eux YBEIMYEHHBIX
TTOYCK.
CemeliHbli aHaMHe3
OTATOILEH: Y Marepu W Js11
(M) KHUCTHI B ITOYKaX.

B 2 roma -

TUIIEPTEH3US 2

apTepuaibHas
CTEIECHHU.
JKuBoTr pe3ko yBenudeH B
3a
Hepomeranuu.
I[Io Y3U u MPT: OOII

o0beme, cyeT

3HAYUTEIHHO YBEJIMUEH
(643cm3), KOHTYPBI
HEpPOBHbIE, OyrpucTbie 3a
cuer y3JI0BaThIX
00pa3oBaHUM. KM/,
napeHXuMbl HapyiieHa. B

00erX II0YKax MHOXKECTBO

pabIOMHOMBEI B JICBOM
KEITyIOUKe.
Heiipoconorpadus B 1
MecsIl - «OOpYyOJIEHHOCThY
MEPETHNX POTOB  OOKOBBIX
KEITyT0YKOB MO3Ta.

Ilo MPT romoBHOrO mMo3ra —

TUTaHTOKJICTOYHBIC
aCTPOIUTOMBI OOKOBBIX
’KEITyTOYKOB, KOPKOBBIE
TyOoeppr 10  20MM ¢
pU3HaAKaMHU
KaJIbIIMHUPOBAHUSI.

FI/IHOHI/II‘MCHTI/IPOBaHHBIG

MITHA Ha KOXE, TIIsITHa
TUTIEPIIUTMEHTALU Y.
Pacxopsimieecss  Kocomiasue.
MHoKeCTBEHHBIE

KMCTO3HBIX U | raMapTOMBI CETYATKHU.
AHTUOJIUIIOMATO3HBIX ITo Y3U u MPT xucr B
oOpazoBanuil. B  mpaBoil | mapeHxume MEYCHH,
Mouke HauOosiee KpymHas | MOMKEITyI0UHON KeJIe3bl,
aHrmomMuoaunoma 21*15Mm | cene3eHkwH, IMTOBUIHOM
B HI)KHEM TIOJIIOCE, KHCTa | )KEJI€3bl HE BBISBIICHO.
47*39Mm B BEPXHEM
MOJIFOCE; B JICBOM IOYKE
KHUCTa B BEPXHEM MOJIIOCE
32*22MM, aHTHOMHOIHUIIOMA
17*11mm B CpPEIHUX
ornenax. HwmwkHHHA moimroc
MOYEK TMPHUKPBHIT KOCTIMHU
Taza.

JleBouka, 6 et [IpenaranbHO — oe3 | B TPYAHOM BO3pacre

Kucrto3nas 6oJie3Hb | MaTOJIOTHH. oOcJietoBaHa y HEBpoJiora 1o

€IMHCTBEHHOU CeMeiiHbIE ~ aHaMHE3  HE | TOBOAY CYZIOPOXXHOTIO

MpaBOM MOYKH | OTATOILCH. CUHJIpOMA. Ilo MPT

BCJIEICTBUE B 2,5 rona nuarHoctupoBaHa | TOJIOBHOIO MO3Ta:

He(dpoKTOMUN KapIMHOMa JIEBOM TOYKH, | CyOdTIeHANMATbHAS
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JIEBOM TOYKH TIO

MTOBOTY
IPO3PAYHOKIICTOUH
Ol KapIIMHOMBI TIpU
TyOepO3HOM
CKJIepo3e
BCiecTBrEe e NoVo
b1 (S0 (91115171 reHa
TSC2.

XBIIC2 (CKD

82vu/mun/1,73m°).

npoBezieHa HedprkToMus. B
4 roga oCTphIM MHETOHEPPUT
€IMHCTBEHHOH
BBISIBIICHBI 1O Y3U KHCTBI
(10-12MM) B  mapeHXHUME
YBEIIMYEHHOMW TMOYKH.
AJl B HOpMeE.
I[lo Y3U B
€AMHCTBEHHOW YBEJIMYEHHOU
(45¢cm3)
KHUCTBI

ITOYKH,

MMAPEHXUME
MPABOM  ITOYKH
MHO>KECTBEHHBIE
pazmMepom 10 15mm.
[Iporeunnypus,
TUTIOCTEHYPUA.

TUTaHTOKJICTOYHAS
acTpoIUTOMA.
MHOXeCTBECHHBIE
ramMapTOMBbl CETYATKH.
HorteBbie prbpomsl.
3anepxKa pa3BUTHSL.

JleBouka, 10 ner
['momepynokucTos u
AHTHOMHUOJIUTIOMBI
TOYCK pH
TyOepO3HOM
CKJIEPO3e
BCieacTBre de Novo

MYTaHI/II/I I'CHa
TSCL1.
XBIIC1 (CK®D

120mi/mun/1,73m°).

[IpenaranbHo — pabgomMuroma

cepaua.

CemeiliHBIMI  aHaAMHE3  HE
OTSITOIIECH.

A/l B HOpME.

Kuctsr (10Mm) B
YBEIIMYEHHBIX TMOYKaX MO

Y3U BBISABICHBI BIIEPBBIE B
BO3pacTe § JeT.

I[lo ¥Y3U u MPT - B
yBenuuyeHHbIX nouykax (OOII
200cm3)

KHCTBI

CYOKOpPTUKAJbHBIC
10-12Mmm,
AHTUOMMOJIUTIOMBI 2-5MM.

IIpn poxaennn no 9XO-KI'
—  pabmomuoma  cepAna.
3anepkKa pa3BUTHSA.
CrpykTypHas dboxanbHas
AIUJICTICUSI. TpeBoxHO-
dhobuyeckue paccTpoiicTna.
Ckonmos.

HorreBsie pruOpomsl.

Pacxopmsmieecsa kocomiasue.

Manpuuk, 12 net
Kucto3 51
QHTMOMHUOJIUTIOMBI
MOYEK npu
TyOepO3HOM
CKJIEPO3€

BcieacTeye de novo

OCJICIINU I'CHa
TSC2.
XBIIC1 (CK®D

[IpenaranbHO — 0e3

IIaTOJIOTHH. CemeliHnbli
aHaMHE3 HE OTATOILEH.

ITo Y3U B Bo3pacte 5 ner —
MHO>KECTBEHHbIE MEJIKUE
KUCThl U AHTHOMHUOJIMIIOMBI
00enX yBEJTNUYEHHBIX TTOYEK.
AJl B HOpMeE.

ITo ¥Y3U — yBenuuenune OOII

(305cm3), KMJI cHuxeHa,

C poxnenusi — pabIoOMHUOMBI
cepara, 3a7ep)kKKa pa3BUTHS,
¢ 3 Mecs1EB — SMUIPUCTYIIHIL:

dboxanpHas
ITo MPT -
cyOsreHIuMaNbHbIe Yy3Jbl B

CTPYKTypHas
AIUJICTICHUS.

paBoM OOKOBOM >KETyI0YKe,
MHO)KECTBCHHBIC

KOPTUKAJIbHbBIE u
CYOKOpTHKaJIbHBIE TyOEpHI B
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209mi/mus/1,73m°).

THIICPIXOICHHOCTD
KOPKOBOI'O CJI04, B
IMapCHXNUMC 00erX  MOoYeK
MHOXCCTBCHHBIC
TUIICPIXOI'CHHBIC

o0pa3oBaHusl HENPAaBUIBHON
W TOPaBWIBHOM  OKPYIIIOW
dbopmbl pazmepoM 2-29MM u
OKpYTJIbIE
aBacCKyJIsIpHbIE 00pa30BaHUS

(KUCTBI) MHOXXECTBEHHBIE J10
10-16Mmm.

THUITO3XOI'CHHBIC

MOy LIAPHUAX TOJIOBHOT'O
MO3ra.

B 2 roma — omneparuBHOE
JICUCHUE T10 MIOBOAY

00pa30BaHUsl MATKUX TKaHEH
u | X pebpa cnpasa. Arpodus
JTMCKOB 3PUTEITHHBIX HEPBOB
o0omx T7a3; pacxomsmeecs
KOCOIIa3ue U ramaproma
CeTYaTKH CIpaBa; ramMapToMa
XHa3Mbl/ TUTAHTOKJIETOUHAsS
acTpoITOMa TOJIOBHOTO
MO3ra, OTIEpPaTUBHOE JICUCHUE
(«raMma-HOXK»)
OCJIO)KHEHHOE OTCIJIOMKOM

CeT4YaTku ciesa, adaxwus,
aBUTPUSI, aMaBpO3 CIIEBA.

YuacTtku «IIarpEHEBOW
KOXH, TUIIONTUTMEHTHBIE
MATHA, OKOJIOHOT'TEBBIE
(bubpoMslI,
auna,  (GuOpoMBI  JECEH.

KorautusHbIE HApYyIIEHUS.

aHTHo(prOpPOMBI

JleBouka, 14 et
Kucro3z mnouexk npu
TyOepO3HOM
CKJIEpO3€e
Bcnencrsue
MyTaIuu reHa
TSC2.

XBIIC2 (CKD

88nmi/mun/1,73m°).

[IpenaranbpHO — 6e3

IaTOJIOTHUH. CeMenHbIA
aHaMHE3 HE OTATOIICH: Yy
OoTIa C  KHUCTOH

UACHTU(ULMPOBaHA

ITOYKH

myTarus B reae TSC2.
B Bospacte 6 ner BnepBbie
1o Y3 BBISIBIEHBI KUCTHI 10
12-16Mm B

YBCIIMYCHHBIX IMOYKaAX.

0benx

B Bospacte 14 ner o6wvem

MOYEK YBEJIMYEH,
MHO>KECTBEHHBIE KHUCTHl B
napeaxume g0 20mMM B

nuametrpe. AJl B HOpme.

Baytpuyrpo6no no Y3U —

pabmoMuoMa  cepama y
mwiona. Ilocne poxnenus —
OTCTABAHME B IIMP,
JIOPEYEBOM U PEUYEBOM
pPa3BUTHH.

C 1 roma — CymopoXHBIU
cuaapom. OOcrnenoBaHa y
HEBpOJIOTA.

B 14 nmer — crpykrypHas
dbokanbpHas AMUJIETICHS],

KOPKOBbIE TyO€phl TOJIOBHOTO
MO3ra, HOTTEBbIe (PUOPOMBI,
MHO>KECTBEHHBIE TaMapTOMBbI
CETYaTKHU.




195

PGSYHLTaTBI MOJICKYJIAPHO—TCHCTHYCCKOI'O  HCCICAOBAHUA 6 IHanucHTOB C

KHCTO30M IIOYEK MPU TYOEPO3HOM CKIIEpPO3€ ONUCaHbl B Tabiuue 3.33.

Tabmuua 3.33 — BapuanTel myTanuii B reHax 1SC1 u TSC2 y 6 ngeteit ¢ KUCTO30M MOYEK

IpU TYOEpPO3HOM CKIIEPO3€e

Hannun
e
XapakTeprucTUKa BApUAHTOB MyTaIlHii aHTHOM
Mamyent Ten ’ lf reHax TSé)l u TSC2 ’ HOJIUIIO
M
MTOYCK
[Tpobanyg — 16: ¢.138+1G>A, panee onmcaHHas —
MaJIbuUK TSC2 MaTOreHHAas!, B TETEPO3UTOTHOM COCTOSHUH, de
1 rox novo
[TpoGanm — 16:¢.5136_5141del6, B rerepo3uroTHom +
MaJTBuHK TSC2 cocrosiiuu, de novo (del TSC2)
2 roma
[TpoGanm — 16: ¢. 5138_5142del5, B rerepo3urorHom Kapuu-
JICBOYKA TSC2 cocrosiiuu, de novo (del TSC2) HOMa
6 ner
[TpoGanm — 9:135772990: NM_000368: exon21.: +
JIeBOYKA TSC1 c.2632 2633 insT:p.E878fs, panee He
10 mer ONMCaHHas MaTOT€HHAs1, B T€TEPO3UTOTHOM
cocTossHUH, de novo
[TpoGanm — 16: kpynHas genenus c. 5130_5141dell12, B +
MaJTBuHK TSC2 retepo3urotHoM cocrostuun de novo (del TSC2)
12 ner
[TpoGanm — 16: panee He onucannas €.1052A>G —
JIEBOYKA TSC2 (p.Lys351Arg), B reTepO3UIrOTHOM COCTOSTHHH
14 et

[Ipu TyOGepo3HOM cKiiepo3e y 6 MalMeHTOB OTCYTCTBOBAJIM KHUCThI B JPYTHX
MapeHXMMaTO3HbIX opraHax. IlpeacTaBieHbl OCOOGHHOCTH KHCTO3a TIOYEK IMpHU

TyOepO3HOM cKiiepo3e y 6 marueHToB 1o pesyiasraram Y 3U (tabmuma 3.34).
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Tabnuua 3.34 — OcoGeHHOCTH KMCTO3a MOYEK MPHU TYOEPO3HOM CKJIepo3e y 6 MalueHToB

o pe3ynsraram Y31

Bo3spact nepBoro BBISBICHHSI TOYEYHBIX KHCT
B Bo3pacte A0 | roxa | 3
B Bo3pacte 4 — 8 jer | 3
CHMMETPHYHOCTD TIEPBOTO BBISIBIICHHS KHUCT
OJTHOCTOPOHHHE (M3 HUX Y | MalyeHTa — eAMHCTBECHHAS 1TO0YKa) | 2
JByCTOpOHHUE | 4
VYBennueHue oobeMa ImoyeK 5
Pa3mep KuCT nmpy epBOM BBISBICHUN
10-20mmMm | 4
oonee 20MMm | 2
Hanyuure aHrnoMuonumnom / KapIimHOMBI TIOYKH 3/1

Hamu yctaHOBiI€Ha TeTEepOr€HHOCTh KJIMHUYECKOTO MOYEYHOro ()eHOTUNA MpHU
opanHom TyOepo3HOM ckiiepose 6 aeteit B Bozpacte 1 — 14 neT ¢ MyTauusiMd reHOB
TSC2 (5) m TSC1 (1): kuCTO3 MOYEK B COYCTAHWU C aHTHOMHUOJMIIOMaMHu (3), ¢
CIMHCTBEHHOW TOYKOW BCIEACTBHE HE(QPIKTOMUU KOHTpAJaTepajIbHOW IO TOBOIY
kapuuHoMbl (1); cyOkoprukaneabiME (1) w muddy3aeiMu nmapenxumaro3usiMu  (5)
KHCTaMH YBEIMYCHHBIX B 0oObeMe mouek. Ilodeunbie kucthl 10MM — Gosee 40mMm H
AHTMOMUOJIUIIOMBI 2 — 29MM 1ipu TyOepO3HOM cKiepo3e y 6 neTedl TuarHoCTHPOBAHBI
o pe3yipraram Y3U.

VY 5 nanuenToB ¢ qud @ y3HbIMUA MOYEYHBIMU KHCTaMU TMOATBEPIKICHBI MYTalluU B
rene TSC2, u3 Hux y 3 menenust ydyacTka xpomocoMbl 16p, y 1 mammentku 10 et c
CYOKOPTUKAJIbHBIMM KHCTaMHU YCTAHOBJIEH CYOKOPTHKAJIbHBIN IJIOMEPYIOKHUCTO3 U
aHTMOMHOJIMIIOMBI BeiecTBUE MyTanuu rena 1SC1.

Y 1 namnueHta OAHOCTOPOHHSISI KHUCTO3HAas MOYKa BBISBICHA IMPEHATANIbHO,
JIBYCTOPOHHUI XapaKTep MOATBEPKIEH B Bo3pacTe 1 Mecsil.

VY manueHTKH 6 JET KUCThl €AMHCTBEHHOW MOYKH THArHOCTUPOBaHBI 4yepe3 1,5
roja mociie HepIKTOMUHM KOHTpajarepalbHON MO MOBOAY KapUWHOMBI. [ KucTo3a
MOYCK IPHU TYOEPO3HOM CKIIEPO3€ XapaKTEePHO yBelndeHHe oO0bema mouek (6) v KHCTHI

6osnee 10MM mipu IEpBOM BBHISIBIICHUH B BO3pACcTe MEHEe 8 JIeT.
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ApTrepuasibHasi TUIIEPTEH3Hs BBISIBIICHA Y 2 TALMEHTOB B IpyAHOM Bo3pacte. Kuct
B JIpYTUX NapeHXUMAaTO3HBIX OpraHax y IalUEHTOB C TyOEpO3HBIM CKJIEPO30M HE
OTMEYECHO.

VY Bcex pnereld [0 BBIABICHUA MOYEUHBIX KuUCT 1o Y3W auarHocTUpoBaH
TyOEpO3HBI CKJIEPO3 C TUIMYHBIMU MPOSIBICHUAMU ((OKANIbHON 3aTBUIOYHOMN
SMUIICTICHEl M CYIOPOKHBIM  CHHIPOMOM,  KOPKOBBIMH  TyOepamu  H
CyOdNEeHIMMaIbHBIMU TUTAHTOKJIETOYHBIMUA aCTPOLIMTOMaMU OOKOBBIX JKEIYJOUKOB
rOJIOBHOTO MO3ra, pabJloMUOMAaMHU CEpJIlla, THIIONUIMEHTAIMEN U TUIIEPIUTrMEHTaeN
KOXHM, MHO>KECTBEHHBIMH TaMapTOMaMH CETYaTKH, KOCOTJIa3ueM, aHruopudpomMamu

nuna, GudbpoMaMu OKOJIOHOTTEBBIMHU U JCCHEBBIMH ).
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IJIABA 4
KJIMHUYECKHUA ®EHOTHUII U TEHOTHUI KUCTO3HBIX BOJIE3HEMR
MOYEK B CTPYKTYPE OP®AHHBIX HACJEJACTBEHHBIX CUHIPOMOB
[IPU MATOTEHHBIX MYTALMSIX B TEHAX 1 XPOMOCOMHOI1
MATOJIOTUU Y JETEM U NOJPOCTKOB

N3 300 marmentoB y 12 (4%) B Bo3pacte 4 mecsies — 171eT uneHTHGUINPOBAHBI
KHCTO3HbIE OO0JIE3HU TMOYEK B CTPYKType OpdaHHBIX HACJIEICTBEHHBIX CHHIPOMOB IPHU
MAaTOTCHHBIX MYTAIUAX B T€HAX ¥ XPOMOCOMHOM TMaTOJIOTHH.

Y 12 npoGaHI0B yCTaHOBJIEHA TE€TEPOTEHHOCTh MOYEYHOTO M BHEMOYEUYHOTO
dbenotunoB. [ereporeHHOCTh TOYEUHOTO deHoTuna y 12 nmeredt ¢ CHHIPOMAILHOM
¢dbopMoif HACIIEACTBEHHBIX KHMCTO3HBIX OOJNIE3HEH MOYEK OTIINYaeTCsl BapraOeIbHOCTHIO
pacroyIOKeHUsT W pa3Mepa IMOYEYHBIX KHUCT, O0beMa TMOYEK, COCTOSHHIO TMOYECYHOU
(GYHKITUW; KACTHI TICUCHU, THITOTIIA3HS TTOKETYTOYHONU KEJIe3bl, MaTOJIOTHs HEPBHOMN
CHUCTEMBI, OPTAaHOB 3PEHUS M CJIyXa, HOCOBBIX XOJOB W TOPTAaHW, KOCTHOW CHCTEMBI,
MOPOKH CEPJIIA U COCYIOB, MOJOBBIX OPTaHOB U MOYEBBIBOSIIMX MyTEH XapaKTEepHU3yeT
BHEMOYEYHBIN (PEHOTHII.

s 12 MalMEeHTOB CHHIPOMAJIbHBIC ~ KHCTO3HBIC  OOJIE3HH  IOYEK
JMAarHOCTUPOBaHbl, Yy 3 B CTPYKType OpdaHHbIX HACIEACTBEHHBIX CHHIPOMOB
BCJICICTBUE TIATOTCHHBIX MYTaIllMi B T€HAX:

(1) HepponodTrz—cBsazannblii cunapom Meckel-Gruber4 BcnenctBue MyTaruu

rera CEP290 y neBouku 4 MecsIieB;

(2) MynbTHKHCTO3HAS TUCTIIA3US paBoit TTOYKH. EnuncTBeHHAS
dbyukmonupytomas jgesas mouka npu CHARGE cunapome BcnencrBue
mytanuu rena CHD7 y mansunka B Bo3pacte 1 roaa;

(3) MyIBTUKHCTO3HAS AMCIUIA3MsI TPAaBOM MOYKH M CTEHO3 JICBOW IMOYCUHOM
aprepun npu Papillo—renal cunapome BcienctBue myranun reHa PAX2 y

neBouku 17 ner;
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CTPYKType Op(haHHBIX HACIEICTBEHHBIX CHHIPOMOB TPU XPOMOCOMHOM

I1aTOJIOT NN

1)

2)

3)

4)

5)

6)

7)

TJIOMEPYJIOKHUCTO3HAs 00JIE3Hb TTOUEK BCIIEICTBHE JIETCIIUU XpOMOCOMBI 17012
¢ 3axBaroM rera HNF1b (cunapom nenennu 17912) y neBoukwu 2,5 MecsIies;
MYJIBTUKUCTO3HASL JUCIUIa3usl JIEBOM HE(QYHKIMOHUPYIOIMIEH TOYKH H
IJIOMEPYIOKUCTO3 E€IMHCTBEHHOW (PYHKIIMOHHPYIOUIEH KOHTpajaTepalbHON
IOYKH BCICACTBHE Hejeiuu XpoMocoMbl 17012 ¢ 3axBarom rema HNF1b
(curmpom aeneruu 17q12) y 1eBoYKH 7 MECSIIEB;

IJIOMEPYIOKUCTO3HAsT OO0JIE3Hb TOYEK M KHCTO3 TEYCHH, TUIIOTUIA3Us JICBOU
MOYKHM BCJICACTBUE JeNelu XpoMocoMmbl 17012 ¢ 3axBatom reHa HNF1b
(cuampom genernuu 17012) y neBouku 4 jer;

He()pOHODTU3-CBA3aHHBIN cuHApoM Senior-Loken6é BcnencTBue Jeseiyu
120921 c 3axBarom rena CEP290 y neBouku 4 ner;

KHCTO3 IOYEK BeiencTBre de NOVO Jieennu KOPOTKOTO TUIeda XPOMOCOMBI 12
y MaJlbuuKa 7 JIeT;

TJIOMEPYTOKUCTO3HAsT OO0JIE3HD MOYECK W THIOILIA3HS TOMHKEITYI0IHON JKEIe3bI
BCJICNICTBUE jAeiielui XxpoMocoMbl 17012 c¢ 3axBarom rema HNF1b (cunapom
nenern 17012) y manbuunka 9 et

TJIOMEPYIOKUCTO3HAsT OOJIE3HD MOYECK MPU MO3aWYHOW TPUCOMHUHU XPOMOCOMBI

9 y neouku 10 ner;

y manuenta 17 ner uaeHTuUUIMpOBaHA TUTEHHAS MYTallUs W YCTAHOBJIEH JIUAarHO3

ITIOMCPYJIIOKHCTO3HAA 0O0JIe3HL IIOYEK BCJICOCTBUC FeTepOSHFOTHOﬁ MyTallkM TICHa

HNF1b

¢ ayTOCOMHO — JOMHHAHTHBIM THUIIOM HACJIICAOBAHHUA H MMaTOreHHOM

reMm3urotHot myrtanun reHa CLCNS ¢ X-—cHeniaeHHbIM penecCHBHBIM THUIIOM

HacleoBanus npu Oone3nu Dentl;

y TalnueHTKu 14 JeT yCcTaHOBJECH JMArHo3 KMCTo3a Todvek mpu cuHapome Beckwith —

Wiedemann Bcnencteue Hapymenus metwmposanus KvLQT (LIT1).

XapakTepucTUKa TMOYEUHOTO M BHEMOYEYHOTO (DEHOTUIA KHUCTO3HBIX OOJIE3HEH

MOYeK B CTPYKType Op(QaHHBIX HACIEICTBEHHBIX CHHIPOMOB TPU TATOTCHHBIX

MyTalMsIX B T€HaX U XpPOMOCOMHOM Maroyioruu y 12 aeteit npencranieHa B Tadnuie 4.1.
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Tabmuma 4.1 — XapakTepucTHKa TMOYEUYHOTO W BHEMOYEYHOTO (PEHOTHIMA KUCTO3HBIX

0oJse3Hel MoYeK B CTPYKType ophaHHbIX HACIEACTBEHHBIX CHHIPOMOB TP MATOTC€HHBIX

MyTalUsAX B T€HaX U XPOMOCOMHOM maroyioruu y 12 gereit

[Ipobann,
Jlnarao3s

BO3pacT

XapaKTepUCTUKA MyTallUH

[Toueunslit heHOTHUIT

Buenoueunslit heHOTHUTT

B F€HE

JleBouka*, NapeHXUMAaTO3HbIE duznueckoe  pa3BUTHE B
2,5Mecs1a MEJIKUE KHUCTBI | HOpME.  AHEMHsS  JIETKOI
['moMepynokucTo3Has YBEIIMYEHHBIX TI0YEK, | CTETICHHU.

00JIe3Hb noyek | npeumyiectBeHHO B | 9XO-KI': oTkpsiTOE
BCJICJICTBUE JENenun | KOPKOBOM CJI0€ | OBAJIIBHOE OKHO 3,5MM.
xpomocombel 17012 ¢ | mapeHXUMBI, KPOBOTOK | BpoXKI€HHBIN TaKpHUOLIUCTUT.
3axaroM TeHa HNF1Db | cHken. AJl B HopMe. | TUTIEPIIIMKEMUST OJHOKPATHO,
(cuapOM neneuuun | CKO o Y31 — arene3us XxBocta
17912). 63mir/mun/1,73M%. MO/IKEITYOYHOM KEJE3bl.
XBII (HopmanbHas CKD).

ORPHA:261265

17qg12del (1258684m.1.) ¢
3aXBaTOM 24 reHOB, B TOM
yucie rea HNF1b

JleBouka*, HepoHopTH3 [ToTTep dbenoTumn
4 mecsues MH(DAHTUIIBHBIH, (runomnazus nerkux, JAH3cr,
Hedponodptuz— OOIl (cm3) mo Y3U | auno Ilorrep, Banmbryc cror,
CBS3aHHBIN CHUHJIPOM | 3HAYUTEIILHO OIIII), 3aTbUIOYHOE
Meckel-Gruber4. YBEIMYCH, MHOXECTBO | MCHUHTOMHUEIIONIETIE, arIa3us
XBII, TepMuHaNbHas | iupdy3HbIX KUCT 1- | 12 mapsl pebep, runoruiasus

cragus. 3ITT:I1/I.

ORPHA:564

ren CEP290, 12¢921.32
KOMIayHI—
reTEPO3UTOTHAS MYTALUs

3mMm. AJl B HOpME.
Anemun Het. OIIII 6e3
BOCCTAHOBJICHUS
¢bynkuun. 31T (T110).

MO3KEUKa C aria3ueid 4eppsl.
[To Y3U opranoB OpromHOH
IMOJIOCTH 0€3 0COOEHHOCTEN.
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JleBouka®, 7mecsiieB
MynbsTUKHCTO3HAS
JUCIIIa3us JeBOM
He(DyHKIMOHUPYIOIIEH
MOYKH U TIIOMEPYJIOKHCTO3
€AUHCTBEHHOU
byHKIMOHUPYIOICH
KOHTpanarepaJbHON
TTOYKH BCJICJICTBUE
i (D (11217 XPOMOCOMBI
17912 ¢ 3axBaToM TeHa
HNF1b (cuHIpPOM
nenern 17912).

XBII (CK® cHuxeHa).

ORPHA:261265
17q12del
(~125868411.1.):36486450
-37745134 ¢ 3axBaToM
rega HNF1b

TUTIOCTEHYPUS,
A/l B HOpM™ME,
CK®D

20Mmu/mun/ 1 ,73M2,
aTbOyMUHYPHS,
Y31
YBEITMYCH

OOI1
3a  c4er

10

MPaBo ITOYKU

(acummeTtpusi  o0bema

MOYEK, neBas
YMEHBIIICHA),
TUIIEPIXOTCHHOCTD

3cT, KM/JT
OTCYTCTBYET, KPOBOTOK
pe3Kko CHUKCH,
aBaCKyJISIPHOE

KOPKOBOE BEIIECTBO C
KHCTaMHU 2-5MM);

neBast IIOYKa
aBacKyJIsIpHa, HE
UMeEeT BHYTPEHHEHN
U pepeHInpOBKH,
Mpe/CTaBlICHA
aBaCKyJISIPHBIMU
kuctamu  3—13 mm,
IIJI0XO0

muddepenuupyercs us3
OKPY>KaIOIINX TKAHEH.

B BO3pacte 7 MECsIEB,

OTCTaeT B  (PU3UUYECKOM
pa3BUTHH. AHEMHS JETKON

CTCIICHH.

Mampuuk™®, 1 ron
CHARGE cunapowm.
XBII, CK® cHmkeHa.

ORPHA:138
ren CHD7, 8912.2
c.469C>T (pArgl57*)

MYJIBTHKHACTO3HAS
JTACILIA3US MpaBoi
MOYKH,
(bYHKITMOHUPYIOIIAS

aeBag 1ouka. CK®

CIMHCTBCHHAasA

CHUKEHA
58m/mun/1.73M°

KOJIOOOMa XOPHOUJIEH, AUCKA
3pUTEJIBHOTO HEpBa, Mapes
JIULIEBOTO HEpBa,
naroranbm, HHUCTarMm,
TUIIEPMETPONIUS BBICOKOU
JMIIII, Coacha

CpeIHEH HOCOBOM

CTETICHH,
bullosa
PAaKOBUHBI C  JIUCTOIUEH
SAYECK PpEIIETYaTOl KOCTH,

CYKCHHUC TMCPCAHHUX OTACIIOB
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HOCOBBIX XOJIOB,
JApUHIOMAJALMA 3 THIMA,
OPraHUYECKOE  IOpaXKEHUE
TOJIOBHOTO MO3ra,
OTCTaBaHUE B pocre,
nedurmt Macchl,

MUKPOIIEHUC, KPUIITOPXU3M,
1axoBas JHUCTONMUS SHUYKA,
naxoBas rpbIKa,
HEUPOCEHCOPHAsI TYrOyXOCTh

3-4crerieHn

JleBouka®, 4 roga
['momepynokucTo3Has
00JIe3Hb TMOYEK M KHUCTO3
TICYCHH, TUTIOTIIA3HS
JIEBOM IIOYKHU BCJICICTBHE
i (D (S11217 XPOMOCOMBI
17912 ¢ 3axBarom TeHa
HNF1b (cuHIPOM
nenenuu 17912).

XBIIC2.

ORPHA:261265
17q12del
(18m1.H.):36099415—
36099432 ¢
rena HNF1b

3aXBaTOM

TUIIEPYPUKEMUS,
TUTIOCTCHYPHS,

CK®D

7 1ma/mun/ 1 ,73M2.
Y3U: OOIl
YMEHBIIIECH
(acummeTpusi  oObema

I10

IIOYEK, JeBas
YMEHBIIICHA,
THUIIEPIXOTEHHOCTh
MIAPEHXUMBI, CHUKEHA
KM,
MHOYECTBEHHBIE
ITOJIKATICYJIbHBIE
IIOYEYHBIE KHUCTBI:

cieBa g0 lcm, crpasa
no 1,5¢cMm, KpoBOTOK B
napeHXuMe 00eTHEH.

TUIIOMHCYJIUHEMHS,
no Y3U
EIMHUYHBIC

TUIIEPYPUKEMUS,
BBISIBJIICHBI

KHUCTBI IICYCHH,
HEOJHOPOIHOCTh CTPYKTYPBI

HOHX(@HYHOHHOﬁ KCIIC3HI.

JleBouka™, 4 roma
HedponodTus-cpszaHHbIM
cuaapoMm  Senior-Loken6
BCJIC/ICTBHE
12921 ¢ 3axBarom TeHa
CEP290.

XBIIC4.

ACICHNN

ORPHA:3156

HepoHopTH3
WH(paHTUILHBIN,

MOYKH YBEIUYCHBI B
o0beMe, MEJIKHE

nuddy3Hble KUCTBI 2-

SMM,
TUIIEP3XOT€HHOCTh
MMApEHXUMBI,  yTpara
KM/, CK®

MTOJIMKHCTO3 TICUYCHH,
KaBepHO3HAas
TpaHchopmarusi  BOPOTHOM
BCHBI, IPU3HAKU
MOPTOKABaJILHOTO
aHaCTOMO3a; OTCYTCTBHUEC
dbuxcanuu B3I/,

3aJICPKKa I[ICUXOMOTOPHOI'O

pa3BUTHA, FOpH3OHTaHBHBIﬁ
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CEP290
TOMO3WUTOTHAsI  JICIICIIUS
12021 c¢ 3axBaToM TeHa

CEP290

25mi/mun/1,73m°

HUCTarm, YaCTUYHAS
arpous AMCKA 3PUTEIBHOIO
HEpPBa; MPU3HAKU XOJAHTHUTA,
JTMarHOCTUPOBAHbI

ruaponedatus 5
KPAaHUOCTEHO3, BPOKICHHBIN

amaBpo3 Jlebepa

Manpumk, 7 JIeT
KucTo3 mouek BcieacTBue

de novo hI(S (1007071
KOPOTKOTO rieya
XPOMOCOMBI 12.

XBIIC3.

ORPHA:316244
46,XY,der(12)denovo.

FISH: der(12) de novo,
del(12)(p)ish12psubtel(8
M16/SP6X2),12gsubtel(V
IJyRM2196X2)del(12)(p)i
sh12(wepl2++)

rumnoIraasusa IIO4YCK C

poxaenus, auddys3HO
MEJIKHE (3-7MmMm)
KHCTBHI, CK®D

33mm/mun/1.73M°

JIMIIII,
(JrapuHTOMAIAINSA ),

MOPOK  TOpPTaHU
MUKPOIJIOCCHS,
MUKpPOTHATHsl,  CXOIALIEECs
KOcoIvIa3ue, KpHUBOILIES,
OTCTaBaHUE B (PU3HUYECKOM
(MUKpOCOMHSI, THUIOTPOPUS
II CTETICHH ) 151
IICUXOMOTOPHOM  Pa3BUTHH,

CUHAPOM paxuTa

Manpunk*, 9 met
[momepynokucTo3Has
00J1e3Hb RS U
TUIIOTIIA3HUs

TIOJIKEITYIOYHON  JKEJIE3BI

BCIICJICTBHC bi () (1071051
xpomocombl  17q12 ¢
3axpatom rTena HNF1b
(cuapOM hi (i (142078
17q12).

XBIICI.

ORPHA:261265

17912del (~1.6Mb) ¢
3aXBaTOM 27
reHoB:36486698—
38136480

TUIIOMNJIa3us Mmouek B 1
Mecs o Y3U,

CKD

107m/mun/1 ,73M2,

o Y31 — OOII amxe
HOpMBI (95¢cMm3), kucTa

B HWXKHEM TIOJIFOCE
MpaBoi TTOYKU
10*8mm, KPOBOTOK
CHUKEH.

[To MPT 2 kuctel B
IpaBou IOYKE
(CyOKOpTHKAIBLHO B
HIWKHEH 1/3 pasmepom
7*6MM U B cpenHewn
1/3 paszmepom 3mm),

pasmepsbl MOYeK

TUTIOMHCYJIUHEMUS,

runoMarasuemus, mo Y3 —

IIATOBUTHON
MPT -

T'HUITOIIIIa3us1 HOI[)KGJ'IYI[O‘-IHOﬁ

KHCTBI B

xKeese, 110

KCIIC3HI.
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¢ 3axBaroM reaa HNF1b

YMEHbIIEHBl  (00BeEM
neBoil 48cm3, mpaBoil
45¢cm3).

JHeBouka*, 10 mer

[ moMepynokucTo3Has
O0oJIe3Hb  MOYEK
MO3anYHOU
XPOMOCOMBEI 9.

XBIIC2.

ORPHA:99776
mos 47,
[4]/46,XX[46]
FISH:Tpucomus

XX,

XPOMOCOMBI 9

YPOBEHb
30%

pu
TPUCOMUH

+9

MO3aunu3Ma

nmo Y3U acummerpus

o0bema MIOYEK,
TUTIEPIXOTCHHOCTh
[IAPEHXUMBl  IIPAaBOU

YBEIIMYEHHOW  ITOYKH,
MHO>KECTBECHHBIC
MEJIKME KHCTBHI JIEBOM
YMEHBIICHHOW TOYKHU;
mo KT u MPT c
KOHTPacCTUPOBAHUEM
MOJIKATCYIbHBIE KUCThI
JICBOM MOYKHU.

CKd
110m1/mMun/1.73m°

MUKporiedanus,
HUHTEIJICKTYaTbHOE
HEZ0pa3BUTHE, CUHAPOM
JILIIT, aTOHUYCCKU-
aTakCU4ecKas dbopma,
3aJlep’)KKa  POCTa; IKTOIMUS
3paduka JICBOTO r1a3a,

BpOXACHHAA, pPACXOAAIICCCA
KOCOI1a3uc

conpyxecrBeHHoe, YA3H
CJIEBA; JIBYCTOPOHHSSI
CEHCOHEBpAJIbHAs

TYTOyXOCTh CJIEBa 2 CTEIICHH,
copaBa | creneHu; Tpyao-
MOSICHUYHBIN

JIEBOCTOPOHHUI CKOJINO3;
aHEBpPHU3Ma MEXKIIPEICEPIHON
IIEPErOPOJIKH,
BETBEH BOPOTHOW BEHBI

aCUMMETPUS

JleBouka, 14 et

Kucros MOYEK pu
cuaapome Beckwith —
Wiedemann  Bcienctsue
HapyIICHUS
metmupoBanus  KvLQT
(LI1TD).

XBIICI.

ORPHA:116

46,XX

HapYIICHUS
metunupoBanus  KvLQT
(LIT1)

TOJINYPHS,

MapeHXUMaTO3HbIC
MHOKECTBEHHEIC
KHCTBI o0enx
YBEIMYCHHBIX  TTOYEK,
mo KT mo 20*23mm,

Bosniak .

Cungpom Fraley ¢
00eHnX CTOPOH.
CKOD

127mn/mun/1.73m

C poxaeHus (Bropas U3

JIBOMHU): KpHUBOLLIES,
aCUMMETpHs Tuna C
TUIIOIUIA3UEN IIpaBou
TTOJIOBUHBI,
(penyuupyromias pe3ekuus B

aHaMHe3e), MaKpOTHATHUS,

MaKpOTJIOCCHSI

MyTIOYHAs rpbDKa
(omepupoBana);

(181cm),
CTpHH Ha KOXKe Tpyau, oenep,

12 map

BBICOKOPOCIIOCTD

ATOIMIT;
pedep,
TMIICPBACKYISIpU3alns

ansasus

CIJICHOMETaJIUS,
U TOBUIHOM JKEJIE3HI,
aprpanrus, kucra benkepa
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CrpaBa, AMCIUIa3Us MEHHCKA
KOJICHHOTO CYCTaBa, aHEMHUS,
HEUpOAHTHOTIATHS;
cxosIeecs
MOHOJIaTepaJIbHOE
KOCoIIa3ue, HUCTarMm

JleBouka*, 17 net MYJIBTUKUCTO3HAS JIBYCTOPOHHSIS KoJI000Ma

Papillo-renal  curapom. | mucriazus NpaBoOM | IUCKOB 3PUTEIHHBIX HEPBOB,

PenunuenT poncTBEHHOIO | MOYKH, COCTOSIHUE | XOPHOUIATIbHBIN

TpaHCIUIaHTaTa TMOYKK B | ociae HedpaKToMuu, | anulOyIb0apHbId  JEepPMOUT

CBSI3M C  HUCXOJIIOM B | CTEHO3 JIeBOM | clieBa,  XOPUOPETHUHHUT B

XBIICS (B 12 7er). | moyedHoM  apTepuH, | pyoIioBoit CTaJIuH,

OyHKIMS TpaHCIUIAHTATa | PCHOBACKYIISIPHAS TOPU30HTAIBHBIA  HHUCTArM,

COXpaHHa (CK® | apTepuanpHas COZIPY>KECTBEHHOE

92Mmi1/MuH/ 1.73M2). TUTICPTEH3US, pacxodiieecss KOcorasue u
POZCTBEHHAS MIPOTPECCUPYIOMIAs MHUOIHS

ORPHA:1475 TpaHCIJIAHTaIUs o0oux mia3, THUIOINIA3UUA

ren PAX2, 10924.31 nmouku B 13 ner MpaBou MTO3BOHOYHOM

IVS6-1G>C, apTepuu

reTepO3UTroTHAs

CIUIAaCUHI—MYTallHsI

B 6 UHTPOHE

Manpuuk®, 17 ner pEHANBHBIM  CUHAPOM | IMXOPAJAKH ©0€3 MpU3HAKOB

I'momepynokucro3Has daHKOHH, uHbEKIun u

00J1e3Hb NOYEK | METa0O0INYEeCKUI PEIUANBUPYIOIIAE  PBOTHI,

BCJIC/ICTBUE MYyTallMU TeHa | auao3, 1o  Y3U | BambrycHas nedopmarust u

HNF1lb y mammenta c|o0beM TmOYeK HIKE | IEPETIOM HIDKHHAX

00JIE3HbIO Dentl | HOpMBI, B mapeHXUME | KOHEYHOCTEH,

BCJICJICTBME MYyTaIlM T€HA | IPEUMYIIECTBEHHO HU3KOPOCJIOCTb,

CLCNS. KOPKOBOTO CJI0S 00€HX | MPOTrpecCUupyroIiee

XBIICA4. MOYEK PE3KO CHMXKEH | 0)KUPEHUE 4cr,
KPOBOTOK U | TUTIEPYpPUKEMHS,

ORPHA:93622 MHO>KECTBEHHbIE TUIEPUHCYIUHEMUS,

HOBBIH BapHUaHT | KUCThI, MaKCUMaJjbHasl | THTIOMarHUEMHUsI,

c.1646G>A crpaBa 2,4cM, CcleBa | THIIOTHPEO3, AHTHOTIATHS

(p.Ser549Asn)  mytarnmu | 2,6¢M. CeTYaTKy O0OMX TJIa3.

reHa HNF1b B | CKO

reTepPO3UTrOTHOM

27mir/mun/ 1 ,73M2,
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cocrostanu, B reHe CLCNS | runocrenypus,
HOBBIT BEPOSITHO | ypaTypHus.
MMaTOTCHHBIN BapuaHT | AJl B HOpMme.
c.941C>G (p.Ser314Trp),

reMM3UT0Ta, X—

CLEIJICHHBIN

pELIECCUBHBIN THIT
HaCIIe0BaHUs u

W3BECTHAs MaTOreHHAs

myTtanus P.Ser3l4leu B

xonoue 314

[Ipumeuyanuss k Ttabnuie: * MOYEUHBII W BHEMOYEUHBIM (EHOTHUII, PE3yNbTaTbl MOJIEKYISPHO-
TEHETUYECKOTO UCCIIEAOBAHMS OMMCAHBI TAK)KE B COOTBETCTBYIOIIMX pa3/ieiax IIaBbl 3

HayuHblii 1 NpakTUYECKUil MHTEpEC MNPEACTABISET KIMHUYECKOE HAOIIOJIICHHE
npobanna 17 geT ¢ NIOMEpYIOKUCTO3HOM O0JIE3HbIO MOYEK BCJIEICTBUE MyTallMM IreHa
HNF1b y manmenTa ¢ 6one3nnsto Dentl BciencrBue myramuu reHa CLCNS (nurennas
myTtanusi) ¢ XbIIC4 (CK® 27mn/mun/ 1,73M2), pEeHaNBHBIM CUHAPOMOM DaHKOHU B
ne0roTe ¢ TpyaHOro Bo3pacta, ¢ 10 JeT ¢ mporpecCupyrommm oKUpeHueM 4 CTETeHU C
TUIIEPUHCYJINHEMHUEN, TUIIEPYPUKEMHAEN U B 15 JIeT ¢ BHEepBbIE UArHOCTUPOBAHHBIMU
no Y3M MHOXECTBEHHBIMHU KHCTaMU (MakKCUMallbHbI pasmep 10 2,4 — 2,6cMm)
NapEeHXHUMBbI TI0YEK, Y KOTOPOTO MIACHTU(UIIMPOBAHBI HOBBIC BapuaHThl reHa HNF1b
(c.1646G>A; p.Ser549Asn) c ayTOCOMHO—IOMHWHAHTHBIM THUIIOM HAacCJICIOBAaHUS B
rerepo3urotioM cocrossuud, reHa CLCNS (c.941C>G; p.Ser314Trp) ¢ X—CIICTIJICHHBIH
PELECCUBHBINA TN HACJIEAOBAHUS B T€MU3UTOTHOM COCTOSIHHM. B KadecTBe ciyyallHBIX
HAXOJIOK Yy MAllMEeHTa BBISBICHO I€TEPO3UTOTHOE HOCUTEIBCTBO MAaTOT€HHBIX/BEPOSTHO
MaTOT€HHBIX BAPUAHTOB C ayTOCOMHO-PEIECCUBHBIM TUIIOM HacjenoBaHus: reHa STRC
(p.Val724fs), oTBeTcTBEeHHOTO 3a HEHWPOCEHCOPHYI Tyroyxoctb u rerHa PAH
(p.Arg408Trp), OTBETCTBEHHOTO 3a (DEHUIIKETOHYPHIO.

VY marmuentku 10 JeT mpu MO3aMYHOW TPUCOMHUHM XpOMOCOMbI 9 (ORPHA:99776)
JMarHoCTUpOBaH TOYEYHBIA (DEHOTHUIT CHUHAPOMATHHONW TJIOMEPYIOKHUCTO3HOW O0JIe3HU
MOYEK U TeTepOreHHBIN BHenovyeuHbld peHotun ¢ nopaxenueM [{THC, ckenera, cepama

U COCylOB, a3, Tyroyxoctbto. Myrtamnuu B reHe CEP290 BeisiBnensr y 3 marnueHToB
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(meBoukn 4 MecdAleB W JAE€BOYKM 4 JIET) € pa3IUYHBIM BHEMOYEYHBIM (PEHOTUIIOM
nHpaHTHILHOTO HepoHODTH3A B CTPYKTYpe HePpoHODTU3 — CBSI3aHHBIX CHHIPOMOB
(cunapomanbHbIi HePpoHOPTU3, HH(DAHTUIIbHAS KIIMHUYECKas (opMa).

IIpencraBinsgser HaydyHbli M TNPAKTUYECKUMM HMHTEPEC KIMHUYECKUN Cily4yau
nanueHTKH 14 et ¢ KUCTo30M Imouek mpu cuuapome Beckwith — Wiedemann,
POXKJIEHHOW BTOPOM W3 JABOMHHU MOCJE MPUMEHEHHS TPOTPAMMBI 3KCTPAKOPIIOPAIBHOTO
ortonorBopenusi. Cunppom Beckwith — Wiedemann moaTeepieH MOJCKYISAPHO —
TeHETHYECKUM METOJIOM IpoOaHay B Bo3pacTe 3 JieT, y cubca (AU3UroTHOro OJu3Hena —
MaJIburKa) MpobaHaa B Bo3pacTe 14 jieT KIIMHWYeCKne Kputepun cuaapoMa Beckwith —
Wiedemann oTcyTCTBYIOT, HATOJOTHH MTOYCK HE BBISBIICHO.

Knunnyeckoe naOmionenne Manwuuka 7 Jyer ¢ XBIIC3 mpu kucroze moyek
BeiieacTBre de NOVO Jennenuy KOPOTKOTO Iieda XpOMOCOMBI 12 BBI3bIBaCT KIMHUYCCKUI
untepec. [Ipobana, Manpuuk 7 J€T MOCTYNWI B KIMHUKY HE(QPOJIOTUU B BO3pacte 2
Mec. MaMa npenbsBisiia skajao0bl Ha HU3KKME NMPUOAaBKU B Macce Tela, 0€COKONWCTBO,
a4y, OTCYTCTBHE CaMOCTOSTENIBHOTO COCaHMs, OECIOKONCTBO BO CHE, CPBITMBAHUS
nocjae Kaxaoro kopmieHus. M3 aHaMHe3a HW3BECTHO, YTO OEPEMEHHOCTh Marepu
nporekajsia Ha (OHE MAJIOBOIUSA, OCTPOW PECHUPATOpPHOW BUPYCHOW WH(DEKIUH,
3aJIEp)KKU BHYTPUYTPOOHOTO pa3BuUTHs moaa ¢ 32-i Hemenu. Poasl 3, myTtem kecapesa
ceyeHus Ha 41 Henerne, MEKOHUN B OKOJIOIUIOAHBIX BoAax. Macca nipu poxkaenuu 2300 r,
mHa Tena 49 cm, 7/8 6amioB no mkane Anrap. Kuctel B moukax u Apyrux opraHax
MpEHaTAIbHO U Cpa3y MOCJE POXKIICHUS HE BBIABICHBI. Y poauTeneil mpobanma u cuocon
KHCTO3HBIX TOYEK, KUCT B TIEUYCHH, MOKEITYIOUHOU XKeje3e, Cele3eHKe, IMUTOBUIHOM
JKeJese 1o pesynbrataM Y 3U He BBISIBICHO.

B cBs3u ¢ oTcyTcTBHEM MPUOABOK B Macce Tejia peOCHOK NEPEBEICH B OT/IECTICHUE
natojioruu HoBopoxaeHHbIX. [To qanHbiM DXO-KI' BbIsiBIIeH nedeKT MEKIIpeacepaAHOM
MEPErOpOJIKK, IO PEHTIEHOTpaMME KOCTEW uepena — JaKyHapHBI OCTEONopo3.
BuyTpuyTtpoOHble MHDEKIIUU HE TOATBEPKICHBI.

Ha 24-it neHp XW3HM OTMEUYEHA KJIMHUKA TNHEIOHEe(PpUTA: TIOBBIIMICHUE
TeMreparypsl Tena 10 ¢edpunbHbiXx 1udp, OecmokoicTBo, yckopenue COD,

jaeiikouuTo3, HelTpodune3, mnoseimienne CPb, neiikouutypusi, Oakrepuypus.
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HuaraoctupoBano OIIIl — cHwkenune movacoBoro muype3a (menee 0,5 mur/kr/4),
CKOpOCTH KIIyOoukoBo# (rutbrpanuu (11,6 mMi/MuH), MOBBIIIIEHUE YPOBHS KpeaTMHHHA
(0,171 wmmomp/m), ™oueBwHBl (21,8 w™Monb/m), THnepkamuemus (6,0 MMOIB/M),
runepdocdaremus (2,69 MMoIb/11), METAOOTUYECKUH AIUI03).

[Ipu Y3U Bnepsbie B Bo3pacTe 1 MeC BBISIBIEHBI MHOKECTBEHHBIE MEJIKUE KUCTHI
(cpaBa 1o 3,5 MM; ciueBa A0 2 MM B JMamMeTpe) B IMApEHXHME O0eHx
TUIOIUIa3UPOBAaHHBIX ToueK. Boccranopnenus: ¢yHkiuu noyek y pedenka ¢ OIIII ne
JIOCTUTHYTO.

B cBs3u C BBIIBIEHHEM Yy peOEHKAa BPOKIECHHOIO IOpPOKAa pa3BUTHUS cepaLa
(medexT MeXNpeAcepIHON MEePeropoaKu), BPOKIESHHOTO IMOPOKAa PA3BUTUS TOPTAHU
(JlapuHromassIus), MHUKPOTIIOCCUM, MUKPOTHATUU, OTCTaBaHUsA B (HU3NUECKOM
(Mukpocomusi, runorpocus Il creneHn) M NCUXOMOTOPHOM PA3BUTHH, MBIIICYHON
TUIIOTOHUM, CXOJAIIETOCs KOCOIa3usi, KPUBOIIEH, MPHU3HAKOB paxuTa MNpodaHm u
poauTeny OO0CHEeNOBaHbl B TOPOJCKOM JIMATHOCTUYECKOM (MEIUKO-T€HETUYECKOM)
nentpe (Cankr-IlerepOypr).

VY peOeHka BbIsIBIEHA CTPYKTYypHas MEPECTPOiKa KOPOTKOIO IUIe4a XPOMOCOMBI
12, Bo3uumkiras de novo. Kapuoru anoMansHbIA Myxckoi: 46,XY,der(12)de novo.

[Ipu mnpoBeaeHnr MoOJEKYIApHO-IUTOreHeTH4Yeckoro wucciuenoBanust (FISH)
YTOYHEH XapakTep CTPYKTYpPHOM aHOMaJIMM, TOJATBEPXKIECHA HHTEPCTUIMATIbLHAS
Jieserysl B KOPOTKOM 1uiede XpoMocombl 12. [1o pe3ynbrary MUTOreHETHIeCKOTO METO/1a
(FISH): del(12)(p)ish12psubtel(8M16/ SP6X2),12qsubtel(VI1JyRM2196X2)del(12)(p)
ish12(wepl2++). [lo mpencraBieHHOMY 3aKIIOYEHUIO TE€HETHKA ILMTOTCHETUYECKOU
71a00paToOpuu  TOPOJACKOTO  JMArHOCTUYECKOTO  (MEIUKO—TEHETHYECKOro) ILEHTpa,
abeppaHTHast XxpoMocoMa 12 coCTOMT U3 Marepuana, CenuPUIHOro xpomocome 12, u
COJEPKUT MO OJHOM KOIMUHU MOCIE0BATEIbHOCTEH, TOMOJIOTMYHBIX COOTBETCTBYIOIIUM
o0nacTsaM: cyOTeTOMEepHO# 00JIacTH KOPOTKOTO Iieda XpOMOCOMBI 12 (Jokain30BaHa B
cyOTeoMepHOM 00JIacTH KOPOTKOTO Ijieda XpOMOCOMBI 12), cyOTenoMepHoi obiacTu
JUTMHHOTO TIJIeYa XPOMOCOMBI 12 (JIokanu3oBaHa B CyOTEIIOMEPHOW OOJACTH JJIMHHOTO

JIe4a XpOMOCOMBI 12) U COAEPKUT HHTEPCTUIUATIBHYIO JIEJICLIHI0 B KOPOTKOM ILJI€UeE.
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K 2 rogam macca tena pebenka cocrasmsier 7400 1, poct 76 cM. ApTepuanbHOe
nasieHue 80/45—-85/50 mm prt. ct. CoXpaHsItOTCSl MOBBILIEHUE KPEeaTUHIUHA U MOYEBUHBI
KPOBHU, CHIDKCHHE CKOPOCTH KITyOOUKOBOHW (DruIbTpariiy, aHeMwusl JIETKOW CTEIEeHU
TSOKECTH, MPOTEHHYPHs, THUIEepIapartupeo3. B moceBe Moun 3HaUMMON OaKTEpHypUHU
HeT. [1o pesynsratam Y3U mouek odbem nouek cocrasuin 9,3 cm3 (mpaBasi) u 3,9 cm3
(JieBasi), B mapeHXUMe 00euX MOYEK MHOKECTBEHHBIE KUCTHI 10 S—7 MM B JUaMETpE.

B Ttabmune 4.2 mnpeacTaBieHbl KIWHUKO-JIA0OPATOPHBIE XapaKTEPUCTUKU Y

Manpurka A. (2016 r.p.) B Bo3pacte 2 JIeT U 7 JIeT.

Tabnumna 4.2 — XapakTepucTHKa TMOYEYHOTO M BHEMOYEUHOTo (eHortuna, (GyHKIuUs

ITOYEK ITPH AEJEUN KOPOTKOTO IIeYa XpOMOCOMBI 12 y manpuuka 7 et

XapakTepucTrka [Tokazarenu Hopma

241Hs 2roma 7 net
dusnyeckoe runiorpodust 2ct|  BOH 3cr Bb3H 2 cr,
pa3BUTHE HU3ZKOPOCTIOCT

b (83cMm)

AptepuanbHOe 65/45 85/50 96/58 80/40-94/62
JaBJICHUE, (J1abunbHas)
MM.PT.CT.
DyHKIUSA TOYEK OIIIT XBII C3 XBIIC3

[To pe3ynpTaTaM aHalin3a KpOBU
I'emornoOuH, 1/ 98 101 100 110-120
OPpUTPOLUTHI, 2,7 4,73 4.56
*10%/n
PetukynouuTsl, %o 16 3 3 1-8
Kene3zo, MKMOJIB/T1 6,2 1,7 8,2 7,1-179
pH kpoBu 7,242 7,36 7,35 7,37-7,45
pCO,, MM.PT.CT 31 32,9 33 32-45
pO2, MM.pT.CT 72 58,4 84 83-108

BE, mMmons/n -21,0 -5,1 -7 -2,3+2,3
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HCO;3", MMOIIB/T1 11,3 18,8 19 24-28

Kpearunus, 0,171 0,094 0,102 0,027 — 0,062

MMOJIB/J1

MoueBHHa, 21.8 17,60 20,5 1,8-6,0

MMOJIB/TI

CK® (Schwartz), 11,6 39,3 39,5 2-8uenenp:

MJI/MHAH 66+25;
2-127er:

133+27

Kanwuii, MMonb/n 6,0 4.6 4.2 3,5-5,3

Hatpuii, MmMomib/n 135 138 136 136-146

Kanpruii, MMOJIB/JI 2,0 2,33 2,41 2,25-2,75

dochop, MMOIB/T 2,69 1,83 1,85 1,3-2,3

[TaparupeongHbII - 195,1 190 12 —95

TOPMOH, TIT/MJT

AKTHBHBI pPEHHH, - 43,1 45 3,3-31,71

/M1

ITo pe3ynpraTam aHanvMsa MOYHU

[Iporeunypus, 0,15 0,11 0,24 OTpHULAT

r/cyT

['mroko3ypus, 2,8 OTpHUIIaT OTpHUIIaT oTpHUIlaT

MMOJIB/J1

['ematypus OTpHIIaT + OTpHIIaT OTpHIIaT

ITo pesynbratam Y3U

Pa3mMepsl nmouek
YMEHbUIEHBI

S(RD)=6,12cm

V(RD)=9,3cm’

V(RD)=8,4cm’

S(RS)=5,0cm’

V(RS)=3,9cm’

V(RS)=1,7cm’

[loueuHbie KUCTBI

Pasmep, mm

muddy3HO B TapeHXUMeE, TBYCTOPOHHUE

2-3,5

S-7

4-8

Brenoueunblie
KUCTEI

HET

HECT

HECT
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B nanHOM KIMHWYECKOM HAOMIONCHWHM MBI TIPEICTABHIN CITydaildl KUCTO3a 00emX
MOYEeK B COYETAHHMM C BPOXKJICHHBIM TOPOKOM pa3BUTHUS cepaua (aedext
MEXIIPEICEpAHON  MEPEropoAKr), BPOXKACHHBIM IOPOKOM  Ppa3BUTUSA  TOpPTaHU
(JTapyHrOMaJsIIMe), MUKPOTIIOCCHEH, MHKPOTHATHEH, OTCTaBaHHWEM B (U3UYECKOM
(MmukpocomMusi,  OenmkoBodHepreTnueckas  HemoctarouHocts Il cremenun) wu
MICUXOMOTOPHOM Pa3BUTHH, MBIIIEYHOW THUIOTOHUEH, CXOIAIIUMCS KOCOTIJIa3ueM,
KpUBOIIIEEH, NpPU3HAKAMHM paxWTa B BO3pacTe 2 JET TMpU MOATBEPKICHHOU
XPOMOCOMHOM MyTaIluu — JIEJEIIUN KOPOTKOTO Mjieda XpOMOCOMBI 12,

Hamu mpencTaBiieHO KJIMHUYECKOE HAONIONEHUE KHUCTO3a MOYEK B COUYETAHHH C
BPOXKJICHHBIMH TIOPOKaMU pa3BUTHUSL CepAlla, TOPTAaHU, JUIEBBIM JTUCMOPPUIMOM,
OTCTaBaHUEM B (U3MYECKOM U IMCHUXOMOTOPHOM pPa3BUTHHU, KPUBOIIIEEH, MBIIICUHON
THIIOTOHHEW B CTPYKTYpE PEIKOTO XPOMOCOMHOIO HapyllIeHUs, BO3HHKIIEro de Novo,
WHTEPCTUIMATBHON JEIEeIIMH KOPOTKOTO IIeda XpOMOCOMBI 12.

B HameM KIMHUYECKOM HAONIOIEHWHU, COMIACHO KPUTEPUAM KIilacCH(PUKALUU
OIlIl, y pebeHka B HEOHATAJIbHOM IEPHOAE PA3BUIOCh OCTPOE MOBPEKICHHUE IMOYEK.
PenanpubiMu npuunnamu pasutusa OINII sBuiMch KMCTO3 00€MX TMIIOIIA3UPOBAHHBIX
MOYEK, OCTpbIA NuenoHePputr. OCOOEHHOCThIO KHCTO3a MOYEK y JAHHOIO IMAlMEeHTa
ABJISIFOTCS ~ OTPULATEIIBbHBIM  CEMEWHBIM  aHaMHE3, OTCYTCTBME  BHEMOYEYHOIO
pPacnoJiOKEHUsI KHUCT, MEJIKHUE KHCTbl B MOYKax IO BCEH MapeHXWME B COUYETAHUH C
yMEHBIIIEHHEM o0beMa O00euX MOoYeK (a He C YyBEIWYEHHUEM KakK MpU ayTOCOMHO-
pELeCCUBHOM MOJIMKUCTO3€ MOYEK) IPU CPAaBHEHUH C HOpMaMH 00beMa MoYeK.

Y mamuenTa ¢ XpoMocoMmHOM Mytamnmen (dell2p), codetaHHbIM JedeKTOM
MEXKIIPEICEPAHON MEPETOPOJIKH, JIAPUHTOMAIIAIUECH, MUKPOITIOCCUEH, MUKPOTHATHUEH,
KPUBOIIIEEH, MBIIIEYHON THIIOTOHUEH U KUCTO30M OOEUX THUIOIJIA3MPOBAHHBIX TMOYEK
koHcTatupoBaH ucxoy OIIII B XBIT C3 k 2 romam 6e3 mporpeccupoBaHus K Bo3pacTy 7
net. Koncratuposan ucxoa OIIII B XBIIC3 (noBklieHNE KpeaTHHUHA KPOBU, CHUKEHHE
CK® mno pacuernoit ¢opmyne Schwartz, mnodeyHblii KaHaAIBIEBBIA alUAo3,
TUIEpIapaTupeos3, JaOuibHas apTepuajbHasi TUIEPTEH3Us, aHEMHUs, OTCTaBaHHE B

pOCTE U pa3BUTHH.
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[Marmentka 17 net ¢ Papillo—renal cunnpomom BeenctBue myramun rena PAX2
SBIISIETCS  PEUMIUEHTOM TIOYEYHOTO TpaHCIUIAaHTaTa B CBSI3M C HCXOJAOM B
TEPMHUHAJIBHYIO TIOYEYHYIO HEAOCTaTOYHOCTh B Bo3pacte 12 1eT, mnpoBeneHa
POACTBEHHAs TpaHCIIAaHTalMsl B Bo3pacte 13  7er, ¢QyHKIUS POACTBEHHOTO
TpaHCIUIaHTaTa COXpaHHa K 17 romam.

Cpenu 12 neteit ¢ opdhaHHBIMU HACIEACTBEHHBIMH CHHAPOMAaMH TIPH MATOTEHHBIX
MYTallUSIX B T€HAX M XPOMOCOMHOMW IaTOJIOTHH JIETAIbHBIM MCXOA KOHCTAaTHPOBAH Yy
nanueHTKn 4 MecsaneB ¢ HedppoHodTH3-cBs3aHHBIM cuHApoMoM Meckel-Gruberd
Bcaencteue myrtanuu rena CEP290.

Knuandeckuii (eHOTHIT KHCTO3a B CTPYKType Op(haHHBIX HACIIEICTBEHHBIX
CHHJIPOMOB BCJIEJCTBME MYTalldii B T€HaX M XPOMOCOMHOM marosnorun y 12 neren
xapakrepu3oBaiicss BapuadenpHocThio: CEP290 npu cunppome Meckel-Gruberd (1),
CHD7 npu cunapome CHARGE (1), PAX2 npu cunapome Papillo—renal (1), nenerust
17912 ¢ 3axBatom rema HNF1b mpu curnpome nemenmu 170912 (4), nenenus 12021 ¢
3axBaroM rena CEP290 npu cunapome Senior-Loken6 (1), de novo aernerust KOpOTKOTo
rieya XxpoMocomsl 12 (1), Mo3anuHas TpucoMust XxpomocoMbl 9 (1), qureHHast MyTanus
CLCNS5 u HNF1b npu 60mne3nu Dentl (1), mapymenne metrmupoBaaus KvLQT / LIT1

npu curapome Beckwith — Wiedemann (1).
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ITABA §
PE3YJIBTATBI UCCJIEJOBAHUA MOYEYHON ®YHKIIUU U
BBI)KUBAEMOCTH 11O METOAY KAPLAN-MEIER (1958) Y AETEH C
HACJIIEACTBEHHBIMU KUCTO3HbIMHU BOJIE3HAMM INIOYEK

5.1 Ioyeunasi GpyHKIMSI H BBIKABaeMOCTh 1o Metoay Kaplan—Meier (1958)
y JAeTeii IPH MOJTUKHCTO3HO 00JIe3HU NMOYEK ¢ AyTOCOMHO—IOMHHAHTHBIM

THIIOM HacCJICI0OBaAaHHUA

Crparudukanus tsoxectu XbII (tabnuna 5.1) nposenena y 190 nereit ¢ AJIIIBIT

B Bo3pacTte Oojiee 2 net (cpeanuii Bo3pact 14,2+3,7 ner).

Tabnuna 5.1 — Crpatudukarnus XbIIy 190 nereii ¢ AJIIBII B Bo3pacTe Oosnee 2 et

Cragusa XBII, (CK® mun/mun/1 ,73M2) naneHTsl ¢ AJIITBIT
n %

C1 (>90) 175 92

C2 (60 — 89) 9 5

C3 (30-59) 4 2

C4 (15 -29) 1 0,5

C5 (<15) 1 0,5

Bcero 190 100

N3 200 nauuentoB ¢ AJITIIBIT B 92% cnyuyaeB ormeuena XBIIC1 ¢ HopmanbHOI
CK®. V 35 u3z 190 nereit B Bo3pacTte Oojee 2 JIET NMArHOCTUPOBAHO OYEHb paHHEE
nadano AJITIBIL. TlpoBenena crparudukarus tsxectu XbII (Tabnuia 5.2) B Bo3pacte
oonee 2 ner (cpemHuit Bo3pact 7,4+4,1 nmer) 35 nmersaM ¢ O4YeHb PAaHHUM HadajIoM

AJITIBII.
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C1 (n=175)

C2 (n=9)

C3 (n=4)
®C4 (n=1)

mCS5 (n=1)

92 %

Pucynok 5.1 — Crparudukanus tsokectu XbIT y 190 nereit B Bo3pacte Gosee 2 et ¢

AJIITBIT

N3 10 nereii B Bo3pacte Menee 2 ner ¢ AIIBII y 9 koncrarupoBana XBII c
HopMasibHOM CK®, y 1 ¢ ouenp panHuM HayanoMm AJIIIBII mmarmoctuposano OIIII

(HEeIoCTaTOYHOCTh) B CTPYKType cuHapoma [lorrep ¢ poxknenus.

Tabmuna 5.2 — Crparudukauusa tsokectd XbII y 35 nereit ¢ oyeHb paHHUM HayaioM

AJIIBII B Bo3pacTe Oonee 2 et

Cramus XbBII, MalMEHTHI ¢ 0O4eHb paHHUM HadaiaoMm AJITIBIIT
(CK® m/mun/1,73m%) n %

C1 (>90) 28 80

C2 (60 —89) 4 11,4

C3 (30-59) 3 8,6

C4 (15-29) 0 0

C5 (<15) 0 0

Bcero 35 100
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Cpenu 35 nereit ¢ ouenb panuuM HadanoM A/JIITBIT B 80% cioyuyaeB ycraHoBieHa
XBII ¢ HopmansHOU CK®, B 20% — mporpeccupoBanue XBII B C2-3 B BO3pacrte
7,4+4,1 nert. IlpoBenen ananus nporpeccupoBanus XbII y meteit B Bo3pacTte Gomee 2
aer ¢ AT BcnencrBue myrtanuii reHa PKD1 (36) m PKD2 (6). Crpatudukarus
Tsokect XBII y 42 nereit B Bo3pacte 6omnee 2 ner ¢ AJIIIBII BciaeacTBue myramuu

renoB PKD1 u PKD2 npencrasnens! B Tabnure 5.3.

Tabnuna 5.3 — Crparudukanus tspkectu XbBII B Bo3zpacTe Gomnee 2 ner y 36 gereil ¢
AIIBIT BenenctBue mytanuu resa PKD1 u 'y 6 ¢ AJIIBII BcienctBue MyTanuu reHa
PKD2

nareHTsl ¢ AJIIIBIT- nareHTol ¢ AJIIIBIT-
Cragus XbII, PKD1 PKD2
(CK® mi/mun/1,73m%) n % n %
C1 (>90) 29 80,6 6 100
C2 (60 — 89) 5 13,8 0 —
C3 (30-59) 2 5,6 0 —
C4 (15-29) 0 — 0 —
C5 (<15) 0 - 0 —
Bcero 36 100 6 100

N3 200 nereit koncTatupoBaHo 2 (1%) neTanbHbIX UCXO/IA: B BO3pAcTe 2 MECSILIEB
npu AJITIBIT ¢ OIIII B cTpykrype cunapoma [lorrep (1), B Bo3pacte 17 ser ucxon B
TePMUHAJIBHYIO TMMOYeUHYI0 HemoctarodHocTh npu AJITIBIT u rmomepymonedputroM ¢
OCI'C.

BepositHOCTh TIOUEUHO# BhIKHBaeMocTh 1o Meroay E. Kaplan — P. Meier y 200

neauarpuyeckux nanuentoB ¢ AJITIBII npeacrasnens! Ha pucyHKe 5.2.
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Pucynok 5.2 — BeposiTHOCTB mOUe4HO# BebkHBaeMocTh 1o MeTony E. Kaplan — P. Meier

(1958) y 200 nereti u moapoctkoB ¢ AJITIBIT

BeposaTHOCTh MOYeuHON BBDKMBAEMOCTH l1-—eTHe#, S—nernert, 10—metnei, 15—
netHet m 17-nerneit y aereit ¢ AJIIIBIT cocraBmma 99,5%, 99,5% , 99,5%, 99,5%,

99%, COOTBETCTBEHHO.

5.2 IToueunasi pyHKIHS, IOYEYHAS] BBIKHBAEMOCTD 110 METOLY
Kaplan—Meier (1958) y nereii npu opdpaHHO#i MOJMKHCTO3HOI 00J1€3HI

IMOY€EK ¢ aYTOCOMHO—PEUHECCCUBHBIM THUIIOM HACJ/ICI0BAHUS

VY 6 u3 33 pereii ¢ APIIBII guarnoctupoano OIIII, u3 HUX y 5 ¢ Kiaccuueckomn
APIIBIT u [TorTep—heHoTunomM — rnovyeyHass HeJOCTaTOUHOCTh MEPCUCTUPYIOIIas Oosee
4 wuenenp ¢ poxiaenus. Y mnanueHTkn ¢ gerckod APIIBIT B Bo3pacte 13 ner
yctanoBieno OIIII na ¢one BupycHoil undexunu ¢ nporpeccupoanuem XbII B C4 k

14 rogam.
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Crparudukanus craauii XbII (tabnuua 5.4) npoBenena y 28 nereil ¢ AeTCKOM

APIIBII B Bo3pacte 6omee 2 net (cpeanuit Bo3pact 8,3+4,9 ner).

Tabmuua 5.4 — Crparuduxanus XbI1 y 28 nereit ¢ APIIBII B Bo3pacte 6onee 2 et

Crazms XBII, (CK® mi/mun/1,73m°) nanueHTsl ¢ APIIBIIT
n %
C1 (>90) 3 10,7
C2 (60 — 89) 12 42,86
C3 (30-59) 8 28,57
C4 (15-29) 4 14,3
C5 (<15) 1 3,57
Bcero 28 100

N3 28 nereir ¢ APIIBII B 10,7% cinygaeB muarHoctupoBano XbBIIC1 ¢
HopMaiibHOMt CK®, B 89,3% B BO3pacte 7,245,4 neT KOHCTaTUPOBAHO

nporpeccupoBanue B XbII C2-5.

3.6%

10.7% C1 (n=3)

C2 (n=12)

C3 (n=8)

m C4 (n=4)

u CS (n=1)

28.6% 42.9 %

Pucynok 5.3 — Crparudukanus tsokectu XbII 'y 28 nereit ¢ APIIBII B Bo3pacTe Oosnee

2 1eTr
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[IpeHaranbHO pa3BUBaIuUCh B YyCIOBUSX ManoBonausi, He umenu  OIIIl B
HEOHaTaJbHOM M TpyaHoM nepuopax 11 u3 13 nereit ¢ nerckoit APIIBII ¢ ¢pubpozom
nedyeHu u nporpeccupoanremM B XbIIC3—5 B Bozpacte Ooee 2 jer.

VY 5 (15%) u3 33 nereii ¢ APIIBII koHCTaTHpOBaH JIETAIBHBIA UCXOJ B TPYJHOM
Bo3pacTte. Bce manueHThl ¢ JeTadbHbIM HcxogoMm uMmenu kinaccuueckyto APIIBIT c
cungpomoM Ilorrep mpu poxaenun, nepcuctupoanueM OIIIl (HemocTarodyHOCTH),
UCXOJIOM B TEPMHUHAIBHYIO TMOYEYHYIO HemocTarodHocth B 1,5 — 3 mecsana (4), B
Bo3pacte 12 mecsies (1).

Y 5 nperen c¢ neranbHbIM ucxonoM npu knaccmueckor APIIBII  nmarnos
MOATBEPKICH IO PE3YyJIbTaTaM ayTOICHH; HE BBISIBIEHO BHEMOUYEYHOTO PACIIOIOKEHUS
KHUCT 1o pesyabTataMm aytorncuu. Y 28 nereit ¢ nerckoit APIIBII ¢ ¢pubpo3om neuenu B
HEOHATaJIbHOM U TpyaHOM Iepuogax orcyrctBoBaio OIIII u neranbHbIe HCXOOBI.

[Ipencrasnena crparudukanus XbII y 16 nereit ¢ APIIBII BcienctBue myrtanmii

rena PKHD1 B Bo3pacte 6oee 2 net (Tabnuia 5.5).

Tabmuua 5.5 — Crparudukanuss XbIl y 16 nereir ¢ gerckoit APIIBII BcnenctBue

myTtanuu rena PKHD1 B Bo3pacte 6omee 2 net

Cragusa XbII, [TammenTs! ¢ nerckoit APIIBII Bciiencreue
(CK® mu/mun/1,73m°%) myTaruu rena PKHD1
n %

C1 (>90) 3 18,75

C2 (60 — 89) 6 37,5

C3 (30 —-59) 5 31,25

C4 (15-29) 2 12,5

C5 (<15) - -

BCETO 16 100

BepositHOoCTh MoueuHOl BbDKMBaeMocTH 1o Metoay E. Kaplan — P. Meier y 33

neauarpuyeckux nanueHToB ¢ opdannont APIIBII mpencrasnens! Ha pucyHke 5.4.
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Pucynok 5.4 — BeposTHOCTB TOUe4HO# BebKkHBaeMocTh 1o MeTony E. Kaplan — P. Meier

(1958) y 33 neteii ¢ APTIBII

OTMeueH HeOMarompusTHBIA MPOTHO3 MOYEYHOW BBDKMBAEMOCTH y 33 mereit ¢
APIIBIL.

BepoaTHOCTh MOYeUHOM BBDKMBAEMOCTH l-yeTHelt, S—netHeut, 10-netnei, 15—
netHe m 17-netnert y nereit ¢ APIIBII cocraBuna 85%, 85%, 82%, 82%, 79%,
COOTBETCTBEHHO.

[IpoBeneHo cpaBHEHUE BEPOATHOCTU MMOUYCYHON BHIKUBAEMOCTH 1-ieTHel, 5—
netnedt, 10—netHeit, 15-netHeit u 17-netHeit mo metony E. Kaplan — P. Meier (1958) y
200 nereii ¢ AAIIBIT u y 33 geteit ¢ APIIBII (pucyHok 5.5), ycraHOBIIEHBI

AOCTOBCPHLBIC pa3JINYHAA.
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==&==Bep 0ATHOCTb NOYeYHOH BLLKHBAeMOCTH ¥V 200 qereii ¢ AMIIBIT
e Bep 0STHOCTD MOUedHOMH BELKHBAeMOCTH V 33 geTedi ¢ APIIBII
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. LWl
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ITep o HAOMOJeHHS, JTeT

Pucynok 5.5 — BepositHOCTB TIOUe4HO# BebKkHBaeMocTh 1o MeTony E. Kaplan — P. Meier

(1958) y 33 nereti ¢ APIIBIT u 200 neteii ¢ A/{IIBIT

[Tpu APIIBII BepoATHOCTH MTOUEYHOM BBIKUBAEMOCTH 1-neTHel, 5—netneit, 10—
aetHei, 15-nmetHeit u 17-nerneit mo meroay E. Kaplan — P. Meier B Bo3pacte 1o 17 net

ke, uem ripu AJ{ITBIT (p<0,05).
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5.3 loueunas pyHkuus u BeizKUBaeMocTh o meroxy Kaplan—Meier (1958)

y Aeteid ¢ oppaHHOM INIOMEPYJI0KHUCTO3HOM 00/1€3HBIO MOYEK

BrisiBnenst ocodbennoctu nporpeccupoBanust XbIl y 12 nereit ¢ I'KBII, u3 Hux B
Bo3pacte MeHee 2 jet (4), B Bo3pacte Oonee 2 et (8).

Y 3 u3 4 pereil B Bo3pacte MeHee 2 jeT orMeueHo cHkeHne CK®, u3 Hux y
nareHTkn S5 mecsieB ¢ [KBIT BeaenctBue mytamumu rena HNF1b u cunapomom
[Torrep ¢ OIINI npu poxnenun npoogunack 3IIT TepMHHANBPHON NOYEHYHOU
HEN0CTAaTOYHOCTH. Y manueHTku 2,5Mecsues ¢ I'KbII BcneacTeue nenennn XpoMoCoMbl
17012 ¢ 3axBarom rena HNF1b — Hopmansroe 3uauenne CK® (63mn/mun/1,73m°).

[IpoBenena crparupukamus XbII  (tabmuma 5.6) y 8 gereil ¢
IJIOMEPYJIOKUCTO3HOM OO0JIe3HBI0 TOYeK B Bo3pacte Oomee 2 jer (8,0+£2,271er1);

xoHcTtarupoBaHa XbII ¢ Hopmanehoit CK® (1), mporpeccuposanue XbII B C2 (6), B C4
(1).

Tabmuna 5.6 — Crparudukanus Tspkectu XbBII y 8 nmereit B Bo3pacte Oomee 2 jet ¢

IJIOMEPYIOKUCTO3HOM OO0JIE3HBIO MTOYEK

Cragus XbII, [TammenTs! ¢ ' KBII
(CKdD BCJICICTBUE BCJICICTBUE pu MalMuEeHT
mur/mun/ 1 ,73M2) MyTalllH eI MO3au4yHOHN 16 net
rena HNF1b | xpomocomsr 1712 ¢ |  Tpucomuu
3aXBaTOM I'€Ha XpPOMOCOMBI 9
HNF1b
C1 (>90) 0 1 0 0
C2 (60 — 89) 3 1 1 1
C3 (30 -59) 0 0 0 0
C4 (15-29) 1* 0 0 0
C5 (<15) 0 0 0 0
BCETO 4 2 1 1

[Tpumeuanue k Tabnuie: * XBIIC4 y nanrenta ¢ 6one3nsio Dentl (aureHHast myTarus)
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VY 8 nmereli ¢ IOMEpYITOKHUCTO3HOW OOJIE3HBIO MOYEK B BO3pacte Oomee 2 JeT
npencTtaBieHa crparupukanusa Tskectd XbII, u3 Hux y 4 uaeHTMIUUPOBaHBI
mytaruu B reae HNF1Db, y 2 — nenenms xpomocomsr 17912 ¢ 3axBatom rena HNF1b, y
| manMeHTKHM Mo3am4Has TpucoMusi xpomocombl 9. ¥V manumenra 16 smer ¢ XBIIC2
uACHTU(UKALMS T€HOTUIA HE NpoBoAWIach. JleTampHble MCXOABl CPEIU MALMEHTOB C

I'KBII 3a neproa HaOMOAEHUS OTCYTCTBOBAJIH.
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Pucynok 5.6 — BeposiTHOCTB TOUeuHO# BebkHBaeMocTh 1o meTony E. Kaplan — P. Meier

(1958) y 12 manueHTOB ¢ TIIOMEPYJIOKHCTO3HOM 00JIe3HBIO TIOYEK

JUJ1st OLIEHKH BEpOSITHOCTH MOYEYHOM BbhhKMBaeMocTH o Merony E. Kaplan —
P. Meier y 12 neteit ¢ 'KBII mocTtpoeHa kpuBas MO4euHON BBIKUBAEMOCTH (PUCYHOK
5.6). BepostHOCTh MoveuHol BebkHBaeMocTH 1—nerHert mpu ['KBII cocrabmma 91,7% B
CBsi3U ¢ TeM, uTo y 1 u3 12 HoBopoxIeHHbIX auarHoctupoBano OIIII ¢ ucxomom B

TCPMUHAJIBHYIO ITOYCUHYIO HCJOCTATOYHOCTD K 5 MEcCiaOaM.
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BepoaTHOCTh MO4YeUHON BBDKMBAEMOCTH o—JieTHEH, 10—neTHel, 15—netneit u 17—

netHeit y nanueHToB ¢ I'KBII coctaBuia 91,7%.

5.4 lloueunas pyHkuus U BeIKUBaeMocTh o meroxy Kaplan—Meier (1958)

y Aerei ¢ oppaHHbIM HeppoHOPTUZOM

N3 13 nmamuentoB ¢ HeppoHOodTH3OM, Yy 3 1deTell B Bo3pacTe MeEHee 2 JIeT
koHcTarupoBaHa XbBII co cHuwxeHHot CK®, w©W3 HHX Yy HOBOPOXICHHOU
nuarHoctupoBad cuHjapoM Ilorrep, OIIlI, nauara 3IIT (mepuTroHEanbHBIM AHAIH3),
JTMarHocTupoBaHa TepMuHaibHas cranus XbBII u nmeranpHbIll Hcxon B Bo3pacte 4,5
MecsieB. Y npobanga ¢ MH(GAHTUIBHBIM HEQPOHOPTU30M BCIEACTBUE MYTALMHU IeHa
CEP290 ycranosieno cumkerne CK® 1o 58mm/mun/1,73M° B Bo3pacte 6 MECAIeB, Y
npobanja ¢ uHGMAHTUIBHBIM HedpoHOpTHU3OM BeaeactBue myrtamuu reHa INVS —
camxerne CK® no 46miu/mun/ 1,73M2 B BO3pacTe 9 MecsIIeB.

[IpoBenena crparudukanus XbII B Bo3pacte Oonee 2 ner (cpeaHuil Bo3pact

10,19£1,94 ner) y 10 u3 13 neteit ¢ HedpoHopTH3OM (Tabmuia 5.7).

Tabnuna 5.7 — Crpatudukanus tspkectr XbI1y 10 nereii B Bo3pacte 6onee 2 net

¢ He(ppoHoTH3OM

Crazust XBII, (CK® m/mun/1,73m°) MaIMEHThI ¢ HePpOoHODTU3OM, N

C1 (>90) 0
C2 (60 — 89) 1
C3 (30-59) 4
C4 (15-29) 2
C5 (<15) 3

BCETO 10
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Y 9 u3 10 pgereit ¢ HedpoHodTH3OM B BO3pacTte Oonee 2 JET OTMEUEHO
nporpeccupoBanne XbII B C3—-5 B Bo3pacte 7,41+1,83 ner.

V¥V 3 mnamuentok B Bo3pacte 12—13 ner (12,5+0,35net) nauwara 3IIT metomom
reMoauain3a B cBs3u ¢ nporpeccupoBanreM B XbBIICS, u3 Hux y 2 ¢ nmocnemyromen
TpaHCIUTaHTaIlMel MOoYKWU: B Bo3pacTe 12 ner (TpymHas) U B Bo3pacte 13 et
(poncTBeHHas1), COOTBETCTBEHHO. B Bo3pacte 17 5er y 2 pelUNHEHTOB MOYEUHOTO
TpaHCIUTaHTaTa peuuauBa HeppoHOPTHU3a B KaTaMHe3e 5 JieT U 4 JIeT He OTMEYEHO;
JMAarHOCTHUPOBAaHA XPOHHMYECKAash TpaHCIUIaHTAllMOHHAas Hedpomnatusi ¢ JuchyHKUIUEH
TPYITHOTO  PETpaHCIUIAaHTaTa, COXpaHHas (YHKIHUS  POACTBEHHOTO IOYEYHOTO

TpaHCIlIaHTaTra, COOTBCCTBCHHO.
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PucyHok 5.7 — BeposITHOCTb 1TO4€YHON BBIXKMUBAEMOCTH 10 METOLY

E. Kaplan — P. Meier (1958) y 13 nanueHToB ¢ HeppoHODTHIOM
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OtMmedeH HeOIaronpusiTHHIA MPOTHO3 MOYEYHOW BBEDKHMBAEMOCTH JJIS MAIMECHTOB
¢ HeppoHOPTH30M B Bo3pacTe OT 15 jeT. BeposATHOCTh MOYEYHON BBIKHBAeMOCTH 1—
netHeu, Oo-uyerHe, 10-nmerneit, 15-netHeit wu 17-neTHeld y MAIMEHTOB C

HeppoHopTuzom cocraBuna 92%, 92%, 92%, 77%, 77%, cooTBETCTBEHHO (PUCYHOK
5.7).

5.5 Iloyeunasn ¢pyHknus U BbIKHBaeMocTh o Metoxy Kaplan—Meier (1958)
y JAeTeil ¢ OAHOCTOPOHHEH HePYHKIMOHUPYIOIIEeH MYJIbTUKUCTO3HOM

JAUCILIA3Hed MOYKH

[Toueuynas pyHkuMs U BbDKUBaeMOCTh onieHeHa y 37nereit ¢ MK/II, u3 Hux 34 ¢
U30JIMPOBAaHHOM (HOpMOit 1 3 ¢ CHHIpOMaTbHON (CHHIPOM JENIeUd XpoMocoMbl 17012
¢ 3axBaroM reHa HNF1b, CHARGE BcnencrBue myranuu rena CHD7, Papillo—renal
BCJICJICTBUE MyTaluu reHa PAX2).

y 37 JeTe 1Mo  pe3ynbraTaM  HUCCIENOBAaHHSA  IOATBEPXKIEHA
He(YHKIIMOHUPYIOIash MYJbTUKUCTO3HASA TOYKA, MoYeuHas (YHKIHS OCYIIECTBISETCS
(YHKIMOHUPYIOLIEH KOHTpaJlaTepaIbHOM MOYKOM, KoTopas B 48,6% ciydaeB nMeeT

natosoruto (ocioxuenHas MKJIIT).

Tabmumna 5.8 — Crparudukamus XbIl y 21 manmenta B Bo3pacTe Oojee 2 JeT ¢

OJIHOCTOPOHHEN MYJIBTUKUCTO3HOM JUCIIA3UEH TTOYKH

Crazust XBIT, (CK® v/mun/1,73m%) MALMEHTHI C %
onnoctoponnern MK/IIT B
BO3pacTe OoJsee 2 et

C1 (>90) 9 42,9
C2 (60— 89) 6 28,6
C3 (30— 59) 5 23,8
C4 (15— 29) 0 0

C5 (<15) 1 47

BCETO 21 100
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Crpatudukanust Tsokectu XbII (tabmuma 5.8) mpoeaena y 21 mammenta ¢
MKJII B Bo3pacte Oonee 2 net (cpemuuit Bo3pact 7,72+0,45met), uz Hux y 9 (42,9%)
ormeueHa XBIIC1 (c nopmansHOit CKD).

VY 12 (57,1%) u3 21 namnuenta B Bo3pacte Oosiee 2 JET MpH OJHOCTOPOHHEH
Heyukimonupyromeid MKJIII gyHkius koHTpanarepaabHON MOYKH COOTBETCTBOBAJIA
XBIIC2 (6), XBIIC3 (5), XBIIC5 (1). He BbIsIBICHO 3HAUUMBIX pa3dyuid B
crparudukanuu craguii XbII B 2 rpynmax nereit ¢ MKJIII mocie npoBeneHHOM paHee
Hedpoyperepakromun u 6e3 Hee (p>0,05).

N3 37 nereit (16 B Bo3pacte meHee 2 neT, 21 B Bo3pacte Ooinee 2 ner) ¢ MK/III,
umenu HopManbHyto CK® 23 (62,2%), u3 Hux 14 B Bo3pacte MeHee 2 JeT, 9 B Bo3pacte
oonee 2 net; cumwxkenue CK® 14 (37,8%), u3 Hux 2 B Bo3pacTte MeHee 2 jeT, 12 B
BO3pacTe OoJee 2 JieT.

Hetn (14) co cumxennem CK® umenu ocnokuennyro MK/III ¢ maronorueit

KOHTPAJIATEPAIbHOM MTOYKH.
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Pucynok 5.8 — BeposiTHOCTB TIOUe4HO# BebKkHBaeMoctu 1o metony E. Kaplan — P. Meier

(1958) y 37 neteit ¢ 0HOCTOPOHHEH MYJIBTHKUCTO3HOM JUCILIA3UEH MOYKH
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BeposTHOCTh BBDKMBAEMOCTH KOHTPAJIATEPAILHOM MOYKH l-neTHeil, S—ieTHel,
10-nerneit y 37 mamueHTOB C OJHOpPOCTOpoHHEW HedyHkiuoHupyromein MK
cocrasuia 100% (pucyHoxk 5.8).

Onnoit marmentke ¢ ucxogoM B XBIIC5 npum cunapome Papillo—renal
(MynbTHKUCTO3HAS TUCTIIA3Hs MIPABOI TOYKH, COCTOSTHHE MOCIE HEPPIKTOMHUHU; CTEHO3
JICBOM TOYEYHOW apTepH, PEHOBACKYJISIpHAS apTepHalibHAas THUIECPTCH3HS) MPOBEICHA
TpaHCIUIAaHTAllMsl TOYKKM B Bo3pacte 13 jer, penuanBa KHUCTO3HOW OOJIe3HH B
TpaHCIUIAaHTaTe B KaTaMHe3€e 3a 4 roja He BbIABICHO. BeposSTHOCTh BBDKMBAEMOCTH
KOHTPANIarepalbHOW  MOYKH 15-nmethest 'y  pmerer ¢ OJTHOCTOPOHHEN
Hedynkunonupyromeinr MKJIT cocrasuina 97,3%.

OtcyTCcTBOBANM JIETalIbHBIE UCXOABI Y 37 aerer ¢ ogHoctoponnert MK/III.

5.6 Iloueunas pyHKIUsA ¥ BbIKHBaeMocTh 1o MeToxy Kaplan—-Meier (1958)

y eTeil ¢ KUCTO3HOM 00/1e3HbIO M04YeK NMPU OpPaHHOM TYOEPO3HOM CKJIepo3e

VY 1 u3 6 gereit ¢ TyOEpO3HBIM CKIIEPO30M B BO3pacte | rojga IMarHOCTHUPOBAaHA
XBII ¢ Hopmanbsroit CK® (94mm/mun/1,73M%). V 5 nereit B Bo3pacte 2 — 14 mer
(cpennuit Bo3pacT 8,8+2,41lnmer) C KHUCTO30M TMOYEK NpU TyOEpPO3HOM CKIIEpO3e
npoBenieHa cTparuukanus tskectu XbITL

VY nmereil ¢ KUCTO30M MOYEK IMPHU TyOEPO3HOM CKIIepo3e B Bo3pacte Oojee 2 JieT
(tabnuma 5.9) cocrosaue moueyHou ¢ynkiuu coorBercTBoBasio XBIIC1 (3), XBIIC2
(2).

N3 5 mereit ¢ TyOepo3HBIM CKIIEpO30M B Bo3pacTe Ooisee 2 net, Tpoe ¢ XBIIC1
MMEJIM KHUCTO3 TMOYeK B COYETAaHWU C AaHTHOMHOJWNoOMaMu (M3 HUX y 1 -
IJIOMEPYJIOKUCTO3 U aHTUMHUOIUNOMBI TIouek), oguH ¢ XBIIC2 kucto3 eamHCTBEHHOM
MIOYKH BCJIEICTBUE HEPPIKTOMUM KOHTpaIaTepaIbHOM MO MOBOLY MPO3PAYHOKICTOYHOM
KapUMHOMBI. Y MalMEHTKH C KUCTO30M IMoYeK (0e3 aHTHOMHOJIUIIOM) MPU TyOepO3HOM

ckiiepo3e nuarHoctuoBana XbIIC2 B Bo3pacte 14 ner.
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Tabnuua 5.9 — Crparuduxanus tsxecta XbII y 5 geteit B Bo3pacte Oomnee 2 et

C KMCTO30M IOYEK IIpU TyOEepO3HOM CKiIepo3e

MAIMEHTHI C KHCTO30M TTOYEK MpHU
Crazust XBII, (CK® v/mun/1,73m%) TyOEpPO3HOM CKJIEpO3€ B BO3PACTE
Oosee 2 et
C1 (>90) 3
C2 (60 —89) 2
C3(30-159) 0
C4 (15-29) 0
C5 (<15) 0
BCETO 5

BepostHoCTh TIOUE€UHOM BbDKMBaeMOCTH l-jetHei, S—netHel, 10—neTHedt u 14
JIETHEW y TMAaIlMeHTOB C KHUCTO3HOM OOJE3HBIO MOYEK MpU TyOEpO3HOM CKIIEPO3€

cocraBmia 100% (pucynok 5.9).
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Pucynok 5.9 — BeposiTHOCTB TIOUe4HO# BebKHBaeMocTu 1o metony E. Kaplan — P. Meier

(1958) y 6 mereit ¢ KMCTO3HOM 0OJIE3HBIO TIOYEK MTPH TYOSPO3HOM CKIIEPO3€
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5.7 Iloyeuynasi pyHKOus ¥ BbEKHBaemMocTh o Mmetoxy Kaplan—Meier (1958)
y AeTeii ¢ oppaHHBLIMH HACJIEACTBEHHHIMH CHHIPOMAMH NPH MATOr€HHOI

MyTallui B r€cHax nu XpOMOCOMHOﬁ nmaToJaormm

N3 12 nereit B Bo3pacte OT 2,5MecsreB 10 17 JeT ¢ KUCTO3HOW O0JIE3HBIO TOYEK
npu opdaHHBIX HACIEJICTBEHHBIX CHHJIPOMAX BCIEACTBUE MATOTCHHBIX MYyTallud B
reHaxX U XpOMOCOMHOM MMAaTOJOTMKM Ha MOMEHT HMccienoBaHusi 8 — B Bo3pacte Oosee 2
neT, 4 — B Bo3pacTe MeHee 2 JIET.

VY 4 nereit B Bo3pacte meHee 2 siet nuarnoctrupoBado XbII, u3 Hux:

y npobanja (1eBouka) 2,5mMecsiieB u npodanaa (1eBouka) 7 MECAIEB C CUHIPOM
nenmenu  xpomocombl 17012 ¢ 3axBarom rema HNF1b, ¢ nopmanphHoit CKO
(63mi/Mun/1,73M°) 1 co cHmkerHOit CK® (20M1/Mun/1,73M%), COOTBETCTBEHHO;

y mnpobanma (meBouka) 4 wmecsaneB ¢ cuHapomom Meckel-Gruberd  —
tepmuHanbHas ctaaus XbII B ucxone OIIII (B HeoHaTalbHOM MEPUOJIE), C JIETAIBHBIM
HCXOJIOM B Bo3pacte 4,5MecHIIeB;

y npobanna (mManpuuk) ¢ cuaapoMom CHARGE — XBII co camxennem CK®D
(58mur/mun/1.73m°) B Bo3pacre 1 roza.

Y 8 u3 12 nauMeHTOB ¢ KHUCTO3HOW OO0NE€3HbIO TOYeK Mpu Op¢aHHBIX
HACJICICTBEHHBIX CHHAPOMAaxX BCIEACTBHE TATOTCHHBIX MYyTallMii B TEHAX U
XPOMOCOMHOM TaToJ0Oruu B Bo3pacte Oosiee 2 neT (cpemnuii Bospact 10,25+2,0 ser)
nposeneHa crparudukanys tsokectd XbII (tabmuma 5.10).

W3 8 neteii B Bo3pacte Oonee 2 et npoban (neBouka) ¢ cunapom Papillo—renal
SBJIIETCSI PELUUIIMEHTOM POJCTBEHHOIO TpaHCIUIaHTaTa mo4yku (¢ 13 neT) B cBs3u C
ucxoaoM B XBIICS (B 12 neT) ¢ coxpanHOM (pyHKIMENH TpaHCIUIaHTaTa B Bo3pacte 17

JCT.
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Tabmuna 5.10 — Crparudukamus Tspkectu XbII y 8 nmereit ¢ opdanHbIMU
HACJICJICTBEHHBIMU CHHAPOMAMHU MPHU MATOT€HHBIX MYyTAIMsIX B T'€HAaX U XPOMOCOMHOMN

MaTOJIOTMH B BO3pacTe Oojee 2 et

MAIUEHTHI C OpPaHHBIMU HACIIEACTBEHHBIMU
Cragus XBII, CUHIpOMaMU
(CKD IIpY ITaTOI€HHBIX IIPU XPOMOCOMHOM Bcero
MJI/MUH/ 1»73MZ) MyTalusax B TeHax [1aTOJIOTUH
C1 (>90) 1* 1 2
C2 (60 —89) 0 2 2
C3 (30-59) 0 1 1
C4 (15-29) 1** 1 2
C5 (<15) 1 0 1
BCETO 3 5 8

[Mpumeuanue k tabmuie: * XBIIC1 y nanuentku ¢ cuaapome Beckwith — Wiedemann scnencrtsue
napymenus meruiaupoanus KvLQT (LIT1), ** XBIIC4 y mamuenrta ¢ 6onesupto Dentl (qurennas
MyTaIusl)

JIJist OLIEHKW BEpOSITHOCTH TOYEYHOU BbDKMBaeMmocTu mo meroay E. Kaplan — P.
Meier y 12 manueHTOB ¢ KUCTO3HOM OO0JIE3HBIO MOUEK MpU OpGaHHBIX HACIEICTBEHHBIX
CHHJIpOMAXx MPH MATOTEHHBIX MYTaIMSAX B T€HAX U XPOMOCOMHOM MAaTOJIOTUH MOCTPOCHA
KpUBasi TOYEYHOMN BBIKUBAEMOCTH.

BepostHocTh mouyeuHOUM BbDKUBaeMOCTU 1-neTHel, S5—netHeit, 10-neTHen y
JIeTeld C KUCTO3HOW OOJIE3HBIO IMOYEK MpH Op(aHHBIX HACICACTBEHHBIX CHHAPOMAaX
BCJICJICTBHE TMATOTEHHBIX MYTallUid B T€HaX M XPOMOCOMHOM MaTOJIOTUMU COCTaBuUIa
91,6%, BepoOATHOCTH IOUCYHON BBDKMBacMOCTH 15-metHert u 17-netnern 83,3%

(pucyHok 5.10).
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Pucynox 5.10 — BeposiTHOCTh TIOueuHOM BbIXkHBaeMocTu 1o Merony E. Kaplan — P.
Meier (1958) y 12 nereit ¢ KHUCTO3HOW OOJE3HBIO TMMOYEK MpH Op(AHHBIX
HACJICJICTBEHHBIX ~CHHApPOMAax BCJEACTBUE TATOTEHHBIX MyTallMii B TeHaX U

XPOMOCOMHOW MaTOJIOTUH

M3 300 manMeHTOB ¢ HACJIEACTBEHHBIMU KHCTO3HBIMU OOJIE3HSIMH IOYEK, 38 — B
BO3pacTe MeHee 2 JeT, 262 — B Bo3pacTe Oosee 2 jeT, u3 Hux 254 — 6e3 accouuauu ¢
opaHHBIMU HACJEACTBEHHBIMH CHUHJpOMaMHu, 8 - MPU acColMalMuu ¢ OpQaHHBIMU
HACJIEJICTBEHHBIMU CUHAPOMAaMH.

IIpoBeneno cpaBHenue Tskectu XbII y 262 nereit ¢ HacleICTBEHHBIMHU
KHCTO3HBIMU OOJIE3HSAMH TTOUYEK B Bo3pacTe Oosee 2 nieT B 2 rpymnmax: B 1 rpymme — 6e3
aCCOIMAIINU C HACICACTBCHHBIMH cUHApOoMaMu (254), Bo 2 rpyIiie — MNPy acCOLUAIUH C

op(aHHBIMH HACJICACTBEHHBIMU CHHpOMaMU (8) Mpu MaTOTeHHBIX MyTAIlUAX B TCHAX U
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XpOMOCOMHOM naroyioruu (Tabdmwmma 5.11).
Pacnipenenenne mnarmuentoB no TsbkecTd XbBII B 2 cpaBHHMBaeMmbIxX rpymnmax o

2
KPUTEPHIO )~ C BEPOSTHOCTBIO 99,9% paznuuHoe.

Tabmuna 5.11 — Crparudukanus Tsxectn XbII y 262 nmanueHToB B Bo3pacte Oosee 2
JeT ¢ KHCTO3HBIMH OOJIE3HSIMH TIOYEK TIPW  accoluanuud ¢ ophaHHBIMU
HACJICJICTBCHHBIMU CHHAPOMAMH MPHU MATOTEHHBIX MYTAIMsIX B T€HAX U XPOMOCOMHOMN

ITaTOJIOTUH U 0€3 acconuanmnu C Op(baHHLIMI/I HaCJICACTBCHHBIMU CHUHAPOMAMMU.

Cranns XBII, MMAIMEHTHI ¢ KUCTO3HBIMHU OO0JIE3HIMHU Bcero
(CKD MOYEK B Bo3pacTe Oosee 2 JieT
mi/mun/1,73m%) | 1 rpymma 2 rpynma n %
0€3 accolMaly ¢ | TPy acCOIUALUM C
ophaHHBIMU ophanHbIMU
HACIICCTBEHHBIM | HACJIEACTBEHHBIMH
Y CUHJIpOMaMu CHUHJIpOMaMu
C1 (>90) 190 (74,8%) 2 192 73,3
C2 (60 — 89) 33 (12,9%) 2 35 13,4
C3 (30-59) 20 (7,9%) 1 21 8
C4 (15-29) 6 (2,4%) 2 8 3
C5 (<15) 5 (2%) 1 6 2,3
BCETO 254 (100%) 8 262 100

[IpoBenena oreHka BEpOSITHOCTH TTOYEUHOM BbhIkMBaeMocTu 1o metoay E. Kaplan
— P. Meier y 300 mereit u moapOCTKOB MPU HACJIEICTBEHHBIX KHCTO3HBIX OOJIE3HIX
NoYeK, U3 HUX y 288 C¢ KUCTO3HOU O0JIe3HBIO MOYeK Oe3 accouuanuu ¢ opdhaHHbBIMU
HACJIEJICTBEHHBIMU CUHAPOMaMHU M y 12 ¢ KUCTO3HOH 00J€3HBIO MOYEK C Op(haHHBIMU
HACJIEICTBEHHBIMUA CHHAPOMAaMH U 3a00J1€BaHUSIMU NIPU NATOTCHHBIX MyTalUsAX B T€HAX
Y XpOMOCOMHOM NaToNoruu (pucyHok 5.11).

BeposTHOCTh MoOueyHON BBIKHMBAaEeMOCTH l-jeTHed, S—netHen, 10-nernei, 15—
JeTHeH, 17-neTHell y neTeil mpu HACIEACTBEHHBIX KHUCTO3HBIX OOJE3HSX MOoYeKk Oe3

accoruanuy ¢ opdhaHHBIMH HACJIEICTBEHHBIMU CHHIApoMamMu coctaBuia 98,3%, 97,9%,

97,9%, 96,9%, 96,5%, B cpaBHenun c 91,6%, 91,6%, 91,6%, 83,3%, 83,3%,
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COOTBETCTBEHHO y JeTed C KHUCTO3HOM OOJe3HbI0 TMOYeK Npu  OpdaHHBIX
HACJIEJICTBEHHBIX CHHIpPOMAax M 3a00JIEBaHUAX NPU MATOT€HHBIX MYTAlUsAX B I€HAX U

XPOMOCOMHOM TaToyioru (pucyHok 5.11).
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Pucynok 5.11 — BepostHocTh modeuHO# BbDKHBaeMocTH 1o metony E. Kaplan — P.
Meier (1958) y 12 nereii ¢ KHCTO3HOH OOJIE3HBIO MTOYCK TPU aCCOIMANNAU C Op(PaHHBIMU
HACJICICTBEHHBIMU CHUHIpOMaMu M y 288 nmeTeil ¢ KUCTO3HOM OOJE3HbIO MOYeK 0e3

accomuanuvy C HACJICACTBCHHBIMH CHMHIAPOMAaMH

YcTaHOBIEHO, YTO Yy JAETEed C HACJIEACTBEHHBIMM KHCTO3aMHU IIOYEK: MpHU
aCCOIMAIIUM C HACJIEICTBEHHBIMU CUHAPOMAMH BEPOSITHOCTh MTOYEUHON BBIKUBAEMOCTH
15-nerneit u 17-yeTHell HWXKE, 4YeM IMpPU KHUCTO3aX TMOYEeK Oe3 accoluanuud ¢

HaclecTBeHHbIME cuuapoMamiu (P<0,05).
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IJIABA 6
NPEIUKTUBHOCTH U IEPCOHAJIN3UPOBAHHBIN IMOJIXO/I K
BEAEHUIO ITAIIMEHTOB C HACJIEACTBEHHBIMU KUCTO3HbBIMHA
BOJIE3HAMM ITOYEK B IETCKOM BO3PACTE

B nensax obecrnieueHuss MHAMBUIYAIBHOTO TOAX0/A, B TOM YHCIIE JO TOSBICHUS
KIIMHUYECKUX CHUMIITOMOB, BEICHHE MAIMEHTOB JETCKOrO0 BO3pacTa C KUCTO3HOM
00JIe3HBIO MTOYEK HEOOXOAMMO OCYIICCTBIATh HA OCHOBE IIPUHIIUIIOB MeIUIIMHBI 411/4P
[238]. JI.C.HamazoBoii—bapanoBoii u coaBropamu B 2020 romy BHeApeHa B MPAKTUKY
OTEUECTBEHHOM Tnieauarpun KoHuenuuss «711 — mnenuarpum», OCHOBaHHAas Ha
MYJIBTHIMCHUIUIMHAPHOM BEICHUHM JIETEH ¢ pa3IMyHOM naronorueit [46].

B o370l m1aBe HamMu OOCYXJAOTCS MEPCOHATU3UPOBAHHOCTh MEIULIMHBI,
YKa3bIBAIOMICH Ha BBIOOpP JIEUCOHBIX BO3JICUCTBUNA C Y4YE€TOM HWHIWBHIYaJbHBIX
TEHETUYECKUX OCOOCHHOCTEH y KOHKPETHOIO MaIlMEeHTa C HACIEACTBEHHBIM KHUCTO30M
MOYEK W MPEIUKTUBHOCTb, HAMPABICHHYI0 HAa MNPO(PUIAKTHYECKUE MEPOIPHUATHUS 0
MaHH(ecTalui  TEPBBIX MPOSBISHUM W OOCCIICUMBAIONICH  IPOTHO3MPOBAHHE
0COOEHHOCTEHN COCTOSHUSA 310POBbs B OyAyLIEM.

Hamm omnmcanbel 0COOEHHOCTHM KIMHHYECKOTO ITOYEYHOIO M BHEMOYEYHOIO
dbeHoTHNa ¢ pe3ylbTaTaMyd MOJIEKYISIPHO-TEHETHYECKOTO UCCIenoBaHus y 87 aerei ¢
HACJIEJICTBEHHBIMU KUCTO3HBIMHU OOJIE3HSMH TOUYEK, U3 HUX y 75 ¢ U30JIMPOBAHHBIM, Y
12 ¢ cuHIpOMaTbHBIM HACIEACTBEHHBIM KUCTO3HBIMH OOJIC3HIMU TTOYCK.

[Tepconanu3upoBaHHBIN MOAXOJ K BEICHUIO 87 NETEed C HACIEICTBEHHBIMHU
KHCTO3HBIMH OOJIC3HAMH TI04YeK (IMMOJMKUCTO3HOM OOJIE3HH TMOYEK C ayTOCOMHO—
JIOMUHAHTHBIM THUIIOM HACJIEIOBaHUS, TMOJTUKACTO3HON OOJIE3HU MOYEK C ayTOCOMHO—
pPELIECCUBHBIM  THUIIOM  HACJICIOBaHUs, TJIOMEPYJIOKHCTO3HOM  OOJIE3HM  TOYEK,
HepoHOPTH3E, OMHOCTOPOHHEH MYIHTUKUCTO3HOW TUCIIIA3WW TOYKU, KUCTO3E MOYEK
npu TyOepo3HOW ckiepo3e u Tpu Op(DAHHBIX HACIEACTBEHHBIX CHHJIPOMAX)

OCHOBBIBAJICSI Ha WHIWBHUAYaJIbHOW BapuaOEIbHOCTH TE€HETUYECKUX OCOOEHHOCTEH,
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uAeHTUGUKANY TATOTCHHBIX BapUAHTOB MYyTalldd TEHOB WA XPOMOCOMHOMN
MaTOJIOTHH; KIIMHUYECKOTO MOYEYHOTO u BHEIIOYEYHOTO (beHoTHUNOoB;
nporpeccupoBanus XpoHudeckoi 6one3nu nmoyek ot Cl (¢ HopmanbHoit CK®) no C2—
5; BBIOOpPE KOHCEPBATUBHOW KOPPEKIIUHM HAPYIICHHBIX TOMEOCTATUYCCKUX (DYHKITHMA
MOYEK WJIM 3aMECTUTEIHbHONW MOYEUHOM Tepamuy METOJOM JHalii3a, TPAHCIJIAHTAIluu
nouku npu XBIT C4, CS.

C y4yeToM TPOBENECHHOTO HCCIEAOBAHUS OCOOEHHOCTEH  KIMHUYECKOTO
MOYEYHOTO U BHEMOYEYHOTo (PEHOTUIa ¢ Yy4eToM TIOJYYEHHBIX pe3yJbTaTOB
MOJIEKYJIIPHO — TeHeTH4YecKkuX uccienoBanuii y 87 u3z 300 neteit ¢ HacieICTBEHHBIMU
KUCTO3HBIMU  OOJI€3HSIMU TOYEK OOOCHOBAHO NPOrHO3UPOBAHHE OCOOEHHOCTEM
COCTOSIHUSL 3JI0POBBSl B OyAylIeM Yy JAeTel U MOJAPOCTKOB C MOJUKUCTO3HOU OOJIE3HBIO
MOYeK ¢ ayTOCOMHO—JIOMMHAHTHBIM W € ayTOCOMHO—PELECCUBHBIM  THUIIOM
HACJIEIOBaHUSI, C TJIOMEPYJOKHUCTO3HOM OOJE3HbIO MOYeK, ¢ HeGpoHOPTU3OM, MpHU
OJIHOCTOPOHHEH MYJIbTUKUCTO3HON JHUCIUIA3UMd TOYKHU, C KHCTO30M TMOYEK MpHU
TyOEepO3HOH CKIIepO3e, C KUCTO30M MOYEK MpU Op(haHHBIX HACIEICTBEHHBIX CUHIPOMAX

(Tabmuma 6.1).

Tabnuma 6.1 — IlepcoHanu3MpOBaHHBIN TMOAXOM K BEACHUIO JIeTed W TOJPOCTKOB C

HaCJICACTBECHHBIMHU KHMCTO3HBIMU OO0JIC3HSIMH MOYEK

IlepcoHaIM3MPOBAHHBIA TMOAXO0A K BEICHUIO JeTed U NOJAPOCTKOB C
NMOJUKHUCTO3HOM 00/IE3HBI0 MOYEK € AYyTOCOMHO—IOMHMHAHTHBIM THUIIOM
HACJIeIOBAHNS ¥ MPOTHO3MPOBAHNE O0COOEHHOCTEll COCTOSIHMS 310POBbS B

oyaymem

-IpU  OTATOLIEHHOM ceMmeiiHoM aHamue3e mno AJIIIBII, TunuyHom wumu
aTUIIMYHOM IE€PBOM BBISIBIICHHH MMOYEYHBIX KUCT MO pe3yapTaram Y 3U modek B
BO3pacTe 10 18 MecsieB TpakToBaTh Kak «OY€Hb PAHHEE HA4Yajao», B BO3pacCTe
Oosee 18 MecsIieB TpaKTOBaTh KaK «paHHEE HAuaio»

-HaOIONeHne TmeauaTrpa, Hedposora C KOHTPOJIEM TMOY€YHOW (PYHKITUH
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(kpeatnauH KpoBH ¢ pacueToM CK® mo dopmymne Schwartz, aneOymunypuwu,
MIPOTCUHYPUH )

-lIOKa3aHO  MPOBEACHUE  MOJICKYJIAPHO-TEHETUYECKOTO  MCCIICOBAHUS
(mnentudukarnus mytanuii teHoB PKD1, PKD2), ocobenno y mereii ¢ oueHb
panHuM  HadajioMm  AJIIIBII  gns  onTuMu3anMu  JUArHOCTUKH |
MEPCOHATU3UPOBAHHOTO MOJX0/1a K BEJICHUIO

-OlIeHKa 00111er0 00beMa nouek mo Y31

-KOHTPOJIb apTepUaNIbHOTO JAaBjicHUs (OCOOCHHO y JeTed C O4YeHb pPaHHUM
Hagasiom AJIITBIT)

-BBISIBJICHHE BHENoOueyHoro pacnonoxkenus kuct no Y3U/MPT/KT nedenu,
MOJIPKEITYJOYHOM KeJie3bl, IUTOBUIHOM JKeJe3bl, CEJIE3€HKH, SMUHUKOB/THYEK
-npu nporpeccupoBanun XbII or Cl (¢ HopmambHou CK®) po C2-5
OCYILIECTBIICHHE  BbIOOpAa  KOHCEPBATUBHOM  KOPPEKIIMHM  HAPYIICHHBIX
romeoctatnueckux ¢GyHkuuii mnouek, 31T metomom nuanuza. IlogroroBka
MamyeHTa K Tpadcmiantanyuu nouku npu XbII C4, C5

-TIPOTHO3UPOBAHNE OCOOCHHOCTEM COCTOSIHHUS 3JI0POBbS B OYyIyIeM y JACTEH C
AJIIIBII ocHOBaHO Ha OILIEHKE KJIMHMYECKOIO MOYEYHOrO M BHEMOYEYHOIO
(EHOTUIIOB M TEHOTHUMA, (YHKIMH TIOYEK, HCCIASAOBAHUS BEPOSITHOCTH
MOYECUYHOM BBDKHUBAeMOCTH l1-JneTHeM, S—nernei, 10-metneit, 15—nernei, 17—

netHeit mo meroay Kaplan—Meier (1958)

IlepcoHau3MpPOBAHHBIA MOAXO0A K BeICHUIO JeTedl M NOAPOCTKOB C
MOJIMKUCTO3HON 00JIE3HBI0 IMOYEK € ayTOCOMHO—PELEeCCUBHBIM THIIOM

HacCJeA0BaHUA U NMPOrHO3UPOBaAHUE 0CO0EHHOCTEeH COCTOSIHUA 310pOBbLA B

oyaymem

-cOop cemeilHoro aHamHe3a ¢ aHaiau3oM Y3M moyek W TEYeHH Yy
POICTBEHHUKOB B 3 MOKOJIEHUAX

-TUIIEPIXOTE€HHOCTD c yTPpaToil/CHIKCHUEM KOPKOBO-MO3TOBOM
muhepeHIUPOBKY MapeHXUMbl 3HAYUTENIBHO YBEJIMYEHHBIX [OYEK IIpH

poxaeHnu TpedyeT koHTposs ¥Y3U nmouek v neyeHu
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-IPY BBISIBJICHUW KHUCT B 00EMX YBEJIMYEHHBIX MOYKax y mioma mo Y3U u
aHTUJIpaMHUOHA WJIHA  TNPOTPECCUPOBAHMM  PEHAJIBHOTO  MaJOBOAMS -
PONOPA3PENICHUE MATEPU U BBIXAKUBAHUE HOBOPOXKAEHHOTO B MEPUHATAIBHOM
LIEHTPE BBICOKOTO YPOBHS OKa3aHUS CHEHUAIW3UPOBAHHON MEIUIIMHCKOU
MOMOIIM PEaHWMAIIMOHHOM, XUpyprudeckoi; obocHoBanue nposenaeHust 11T
JMAJIN30M Y HOBOPOXKIEeHHbIX ¢ Kinaccuueckoil APIIBII u cunnpomom IlotTep ¢
OIIII, JIH c y4eToM BBICOKOTO PHCKa JIETAJbHOTO MCXOAa B HEOHATaJIbHOM
1(50)4 (Vi (S

-IpU  MAJOBOJAMM C YBEJIMYEHHBIMH I[IOYKAMU C THUIEPIXOTCHHOCTHIO
MapEHXUMBI /U CHIKCHHUEM, yTparou KOPKOBO—MO3TOBOM
T pepeHIUpPOBKH MAPEHXUMBl 00€MX TMOoYek/ MEIKUMH JUPPy3HBIMU
MMOYEUYHbIMU KUCTAMU W TUIIOIUIA3WEW JIETKUX y TIUI0JA, MPOBOAUTH Y
HOBOPOXKJIEHHOTO OIICHKY MOYE€YHOM (DYHKIIMU 10 HapacTaHHWIO KpeaTHHHHA
KPOBH U CHUKEHHS ITIOYaCOBOIO IWype3a I onTuMu3anuu auarnoctuku OII
Y OIIPEEIICHUS MOKAa3aHUM K IIEPUTOHCATILHOMY JTHUAIIN3Y

-1I0 KJIMHUYECKOMY I[IOYEYHOMY M BHEMOUYEYHOMY (DEHOTHUNY YCTAHOBUTH
KJIACCUYECKYIO WU AETCKYI0 ¢ pubpo3oM neuenn APIIBII

-II0Ka3aHOo MIPOBEJCHUE MOJIEKYJIAPHO-TEHETUYECKOTO HCCIICIOBAHUS
(upentudukanus myrtarui rena PKHD1) anst ontumuzanuu JuarHOCTUKU U
MEPCOHAIM3UPOBAHHOTO MOIX0/1a K BEACHUIO

-MEXIUCIUIUIMHAPDHOS  BEJICHHWE, HaOMIONeHHWEe TeAauarpa, Hedposora,
racTPO’HTEPOJIOTa, COCYAUCTOTO XUpypra

-KOHTpOJIb MoveyHor ¢yHKimu (kpeatuHuH KpoBu, CK® mno dopmyne

Schwartz, anbOyMHUHYpHS, MPOTEUHYPHSI) TUTSL YCTaHOBJICHUS
nporpeccupoBanust XbII

-KOHTPOJIb ~ apTEepPUabHOTO  JABJIEHUS,  OPUTPOLMUTOB,  TIEeMOIIOOWHA,
TPOMOOIIUTOB

-OIleHKa 0011ero oobremMa mmouek mo Y3U exeroqHo

-Y3U nedeHu U KEeTYHBIX MPOTOKOB €KErOAHO, C OMPENCIICHUEM MOKa3aHUN K
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nposenennto OIJIC, smacrorpapumm m MPT/KT mnedenn, KOHCyIbTaIus
COCYAMCTOTO XHpypra s ONpPEACICHUs TMOKa3aHWui K JIMTUPOBAHUIO
¢die603KTa3Uil MUIIEBOA U KEITYIKA

-nipu aerckoit APIIBII ¢ pubpo3om neueHn oreHka neueHOYHOU (QyHKITUH

-npu nporpeccupoBanun XbII or Cl (c nopmambHoit CK®) no C2-5
OCYIIICCTBIICHUE  BBIOOpa  KOHCEPBATUBHOW  KOPPEKIMH  HAPYIICHHBIX
roMeOCTaTUUYEeCKUX (YHKIHMM MOYEK WM 3aMECTUTEIBHON MOYEUHOU Tepamuu
METOJIOM Jualn3a, TpancruianTauu nouku npu XbIT C4, C5
-IIPOTHO3UPOBAHNE OCOOCHHOCTEH COCTOSHUS 3/I0POBhsS B OyIyIIeM y JeTei ¢
APIIBII ocHOBaHO Ha OIEHKE KJIMHHYECKOIO IMOYCYHOIO M BHEIIOYCUHOTO
(GEHOTHIOB W TEHOTHMa, (YHKIMH TIOYEK, HWCCICAOBAHUS BEPOSTHOCTH
IOYEYHON BBDKHMBaeMOCTH |—jetHed, S—iertneit, 10-nernen, 15-merneit, 17—

netHed mo meroxy Kaplan—Meier (1958)

IlepcoHanu3MpoBaHHBIA MOAX0J K BeJeHHI0 JeTell U MOAPOCTKOB C
INIOMEPYJIOKUCTO3HOI 00/1€3HBI0 N0YEeK M POrHO3MPOBaHNE 0COOEHHOCTEil

COCTOSIHMSI 310POBbSI B OynyuieM

-cOOp ceMeHHOro aHaMHe3a C aHajau3oM pe3ynbratoB Y3UM mouek y
POJICTBEHHUKOB B 3 TIOKOJICHUSIX IO KUCTO3Y MOYEK M caxapHOMY AuabeTy
-HaJIM4YMEe KOPTHKAJbHBIX KHCT, aCHMMETPHUsSI XapaKTepa KHUCTO3a U pa3MepoB
MOYEK, AaBACKYJISIPHBIA KOPKOBBIA CJIOM TAPEHXUMBI, OJHOCTOPOHHSS
MYJIBTUKUCTO3HAs auciuia3ud no ¥Y3U

-MIOKa3aHO TMPOBEJICHUE TEHETHUYECKOTO UCCcieAoBaHus (MISHTUPUKALIMIS
mytaiuii rena HNF1b wnmm nmemenmu xpomocomsl 17012 € 3axBaroM reHa
HNF1b) nns ontumusanmmu TMarHOCTHKY ITIOMEPYIOKACTO3HOM 0OJIC3HU TOYEK
Y IEPCOHAITM3UPOBAHHOTO BEJIEHUS C YUETOM I'€HETUYECKUX 0COOCHHOCTEN

- HaOronieHre neauarpa, Hedposora

-KOHTPOJIb apTEPUATILHOTO JIaBJICHUS

-olIeHKa 00111er0 00BheMa nouek (cM3) o Y3U exeronHo

-KOHTPOJIb Mo4eyHor ¢GyHKMu (kpeatuHuH KpoBu, CK® mno dopmyne
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Schwartz, aneOymuHypus, TIPOTEUHYPHS)

-KOHTPOJIb B MOU€ CYyTOUHOM HKCKPELMU MarHusi U ypaToB

-Y3U nomxenynouHoun xemnesbl ¢ oreHkoi pasmepos no Y3U uimm MPT/KT,

0 MOKA3aHUsIM — KOHCYJIbTAIUS YHIOKPHUHOJIOTa

-npu nporpeccupoBanun XbII or Cl (c nopmambHoit CK®) no C2-5
OCYIIECTBJICHHE  BbIOOpa  KOHCEpBAaTUBHOM  KOPPEKLUMH  HAPYIICHHBIX
romeoctatuueckux  ¢yHkuuid mouek wiam 3T  wmetogom  nuanusa,
TpaHcIuiantauu nouku mnpu XbIT C4, C5

-IPOTHO3UPOBAHUE OCOOCHHOCTEH COCTOSHUS 370POBbs B OyAyIIeM Yy JeTeil ¢
ITIOMEPYJIIOKMCTO30M IOYEK OCHOBAHO HA OLICHKE KIMHHYECKOIO IOYEYHOIO U
BHETMOYEYHOT0 (PEHOTUNOB, TEHOTHNA, (QYHKIUM T[IOYEK, UCCIEIOBaAHUS
BEPOATHOCTH MOYEYHOM BBDKMBAEMOCTH | —neTHen, 5 — nmetHen, 10 — neTHei,

15 — netneii, 17 — netneii o meroxy Kaplan—Meier (1958)

IlepcoHau3MpOBaHHBIA MOAXO0X K BeICHUIO JeTeil M NOAPOCTKOB ¢
HePpPOHOPTH30M U NMPOTrHO3UPOBAHME O0COOEHHOCTEN COCTOSIHUS 310POBbSI

B Oynyuiem

-cOOp ceMeHHOro aHaMHe3a C aHajau3oM pe3ynbratoB Y3M mouek y
POJACTBEHHUKOB B 3 TIOKOJICHUSIX IO KUCTO3Y MTOYEK

-YCTaHOBUTH MH(PAHTHIIbHYIO, IOBEHWIbHYIO, MO3/IHIOK0 dhopMmy HedhpoHOPTH3A
10 BO3pacTy MaHU(ECTALNH KIMHUYECKUX CUMITOMOB, BBISIBICHHS MOYEYHBIX
KuCT, oOmero oobema mnoyek mno Y3U, mnporpeccupoBanusi XbII no
TEPMUHAJIBHOMN CTa N

-paHHUE KIMHUYECKUE CHUMIITOMbI He(dpoHO(PTH3a: aHEMHs, OTCTaBaHUE B
pocCTe, MONNYPHUS U TUIIOCTEHYPUS, TOTUAUIICUS

-MalUEeHTy C €AUHUYHBIMA OJTHOCTOPOHHUMU MOYEUYHBIMU KUCTaMU U aHEMUEH
W/WIM  OTCTaBaHMEM B POCTE, TMOJUYpUEH, TONUIUICUEH, SHYpe3oM,
TUIIOCTEHYpHUEH MOKa3aH KOHTPOJb nmouedHod ¢ynkuuu u Y3U nouek 1 pa3 B
roji, Ipu YMEHbIICHUH 00beMa MOYEK B IMHAMUKE W/UIU CHUXKEHUU TIOYEHYHON

dbyHkiuu HeoOxoaumo mpoBeneHrne MPT modek (MCKIIOUWTH JBYCTOPOHHUI
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KHCTO3 IMOYEK)

-MI0KAa3aHO TPOBEACHUE TE€HETUYECKOTO HCCIEAOBAaHUS ISl HICHTUPUKAIUU
MyTalUi T€HOB U AU XPOMOCOM

-BBIABJICHUE Yy TAlUeHTa ¢ HePpOoHO(THU30M BHEMOYEYHOTO (PeHoTHma
(maromorusi 1mia3, pexe — MOpPOKM cepaua u cocynoB, [[HC, ckenera,
BPOXJICHHBI  (¢uOpO3  MEUYeHH, TYroyxocTtb) TpeOyeT  MpoBeAcHHE
TEHETHUUYECKOTO UCCIEI0OBaHus JUIsl BepuUpUKauuu HEePpOHODTU3—CBI3aHHBIX
CUHAPOMOB ¥ 0OOCHOBBIBACT MEKIUCIUILITMHAPHBIN MOJIXO]1 BEJICHUS

-IpY UJICHTU(DHUKAITIN MyTaIliil TEHOB WJIM XPOMOCOMHOMW IMATOJIOTHH y JEeTen
MOKa3aH KOHTPOJIb movyeuHoit pynkuuu, Y3U ¢ onpenenenrem odiiero oobema
RS

-npu mnporpeccupoBanun XbII or Cl (¢ HopmambHou CK®) po C2-5
OCYIIECTBJICHUE  BBHIOOpa  KOHCEPBATUBHOM  KOPPEKIMH  HapyIICHHBIX
rOMEOCTaTUYECKUX (PYHKIMI MOYEK WM 3aMECTUTEIbHOM MOYEYHOW Teparnuu
METOJIOM Juain3a, TpancmianTauu nouku npu XbII C4, C5
-IPOTHO3UPOBAHNE OCOOCHHOCTEW COCTOSHUS 3/I0pPOBbsl B OyIyIllleM Yy JeTei ¢
HePpOHOPTU30M OCHOBAHO HA OLIEHKE KIMHUYECKOTIO MOYEYHOTo (DEHOTHUIIOB U
reHOTUNa, (QYHKIMM TIOYeK, HCCIEAOBAHUS  BEPOSITHOCTH  TMOYECYHOU
BBIKMBAEMOCTH 1 —nieTHel, 5 — netHel, 10 — netHeit, 15 — netneit, 17 — netHei

no metoxy Kaplan—Meier (1958)

IlepcoHaMU3MPOBAHHBIA TMOAX0A K BEICHUI0 JeTeH M MOAPOCTKOB C
OJHOCTOPOHHEH He(PYHKIMOHHPYKOUIEH MYJbTHKHCTO3HOM JUCILIA3HEN

MOYKH ¥ MPOTHO3MPOBAHHE 0COOEHHOCTEH COCTOSIHHSI 310POBbS B OyIylIeM

-cOOp ceMelHOro aHaMHe3a, aHau3 pe3yabTatoB Y3U nmoyek y poJCcTBEHHHUKOB
B 3 MOKOJIEHUSIX

-OMHOCTOPOHHIOK ~HE(PYHKITMOHHUPYIONIYI0 MYJIBTHKHACTO3HYIO JIUCILIA3HIO
MOYKH BBISBIISIIOT Yallle B peHaraibHoM nepuoze (94,1%) umu B Bo3pacte A0 1
roma (100%)

-[I0OKa3aHO IIPOBCACHUC MOJICKYJIIPHO-TCHCTUYCCKOT'O HCCICOA0BaHUA
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(umentudukamus mytanwi reHo PAX2, HNF1b, CHD7, LHX1, CDCS5L,
USF2, UPK3A, NPHP3, TP63, SALL1)

-C BO3pacToM peOcHKa HePYHKIMOHUPYIOMAasi MYJIBTHKUCTO3HAS —TIO0YKa
MOJIBEPraeTcsl MHBOJMIOLMU  (YMEHBLIEHUIO B O00bEME) 10 MOJHOIO
CKJIEPO3UPOBAHUS B JIETCKOM BO3pacTe, YTO OOOCHOBBIBAET KOHTPOJIb 00BEMa
MYJBTUKUCTO3HOM MOYKHU U KOHTpanarepaibHoi 1o Y31

-OTCYTCTBUE (YHKIMU MYIBTUKUCTO3HOM IMOYKH HE CIEAYeT paccMaTpuBaTh
MOKa3aHUeM K HE(PIKTOMHHU

-MOKa3aHus K He(PIKTOMUN HEDYHKIIMOHUPYIOMIEH MYJIBTUKHCTO3HON MOYKH:
pedpakrepHas K MpOBOAUMON AHTUTUNEPTCH3UBHON TEpanuu apTepHasibHAs
TUIIEPTEH3US, MAJIMTHU3ALMS, 3HAYUTEIbHOE yBenudeHue Y 3M-MeTpuyeckoro
00beEMa B JUHAMUKE

-MoHUTOp Y3U U PyHKIIMU KOHTpaIaTepaIbHOM MOYKU B JUHAMUKE

-IIpU OTCYTCTBUM KOMIIEHCATOPHOW TUNEPTPO(UM KOHTpaaTepaibHON MOUYKHU
UCKJIIOYATh €€ MaToJIOTUIO

-YCTaHOBUTH KJIIMHUKO—MOP(}OIOrH4YeCKre (bopMbI OJTHOCTOPOHHEMN
HEe(PYHKIIMOHUPYIOIIEH MYJIBTUKUCTO3HON AUCIIIIA3UHU TTOUKHU

-npu nporpeccupoBanun XbII or Cl (c wopmambHoit CK®) no C2-5
OCYILIECTBJICHUE  BbIOOpa  KOHCEPBATUBHOM  KOPPEKIUM  HAPYIICHHBIX
roMeocTaTuueckux (yHKkumii KoHTpanarepanbHol mouku, 3IIT wmeTtogom
vanv3a; IUIAaHUPOBaHWE TPAHCIUIAHTAIMM  KOHTpalarepallbHOW  IMOYKHU
nanueHty ¢ XbII C4, C5

-IPOTHO3UPOBAHUE OCOOCHHOCTEN COCTOSHUS 370POBbsl B OyAylLIeM Yy JeTeil ¢
OJTHOCTOPOHHEH  HEQYHKIIMOHUPYIOMIEH  MYJIBTUKHCTO3HOM  JUCILIa3uei
OCHOBAaHO Ha OIICHKE COCTOSIHUSI W (PYHKIIMM  KOHTpajaTepaibHOM
(GYHKITMOHUPYIOMIEH TIOYKH, WCCIICOBAaHUS BEPOSTHOCTH BBDKHUBAEMOCTH
KOHTpAJIATepAJIbHON MOYku 1-netHeut, S—netneut, 10—netnen, 15—nernent, 17—

netHed mo meroay Kaplan—Meier (1958)
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IlepcoHanu3MpPOBaHHBIA MOAXO0A K BeIeHHI0O JeTedl M NOAPOCTKOB C
KHCTO3HOM  00JIe3HBI0O TOYEeK TMPH  TYOEpO3HOM  CKJepo3e |

NMPOrHO3MPOBaHHUE 0COOEHHOCTEH COCTOSIHUS 3I0POBbSI B OyIyliemM

-cOOp CceMEeHHOro aHaMHe3a C aHajau3oM pe3ynbratoB Y3M mnouek y
POJICTBEHHHUKOB B 3 TIOKOJICHUSIX [0 KUCTO3Y MOYEK, TYOEPO3HOMY CKIIEPO3y
-npoBeaeHue Y3U mouek w/mmm MPT/KT nns  BBISIBICHUS TTOYEYHOTO
¢enotuna (yBenumueHue oObemMa IMOYEK, CYOKOpTHKaiIbHBbIE Wi Tupdy3HBIE
KHUCThl, aHTMOMHUOJIMIIOMBI, KaplMHOMA) MpU MaHU(]ecTaluu BHEMNOYEYHOTO
¢denotuna Ty0epo3HOTrO CKIepo3a

-C yY4ETOM XapakTepa BHEMOUYEYHOIro (eHoTuna TyOepO3HOIro CKiepo3a ¢
(boKanbHOM 3aTHIJIOYHOM SIUJIETICUEH, CYTOPOKHBIM CHHIAPOMOM, KOPKOBBIMU
TyOepaMH M CyO3NEHAMMAIbHBIMA TUTAHTOKJIETOYHBIMA ACTPOLIUTOMAMHM
OOKOBBIX  JKEIyJAOYKOB TOJOBHOIO  MO3ra, pabJoMuUOMaMH  Cep.ua,
MHO>KECTBEHHBIMH I'aMapTOMaMH CETYATKH, KOCOTJIa3ueM, TMIONUTMEHTaluen
W TUNEpIUTMEHTauMed KoXH, aHruopuOpomamu Juna, QuOpomamu
OKOJIOHOTTEBBIMU M JECHEBBIMH OOOCHOBAaHO MEXJIHCUUIUIMHAPHOE BEICHHE
NalyMeHTa C Yy4yacTHEM Ieauarpa, HEeBPOJora/snuiaenToiiora, Hedpoiora,
odTanbMosora, KapAauoJora, AepMarosora

-[I0Ka3aHO MPOBEACHUE MOJEKYIIPHO-TEHETUYECKOTO HCCIAEAOBAHUS IS
uaeHtuukammu mytanuii reaoB 1SC1 u TSC2

-npu nporpeccupoBanun XbII or Cl (c wopmambHoit CK®) no C2-5
OCYUIECTBJIEHUE  BBIOOpA  KOHCEPBAaTUBHOM  KOPPEKIMH  HAPYLIECHHBIX
roMmeocrarnueckux (yHkmnuit mouek, 3I1T MeromoM auanusa, TpaHCIUIAHTAITUN
nouku nipu XbIT C4, C5

-IPOTHO3UPOBAHNE OCOOCHHOCTEW COCTOSTHUS 3/I0pOBbsl B OyIyllleM Yy JeTe ¢
KHCTO30M IIOYEK TMpU TyOEpO3HOM CKJIEpO3€ OCHOBAaHO Ha OIICHKE
KJIIMHAYECKOTO TOYEYHOrO0 M BHEMOYEYHOro (heHOTHNa, TeHOoTuna, (QpyHKuuu
MOYEK, MCCIICIOBAHUS BEPOATHOCTH MOYEYHOW BBDKMBAEMOCTH |—yeTHeu, S5—

netHert, 10—netHei, 15—-netHet, 1 7—nerHeit mo metony Kaplan—Meier (1958)
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IlepcoHanu3MpPOBaHHBIA MOAXO0A K BeIeHHI0O JeTedl M NOAPOCTKOB C
KHMCTO3HO# 00/1€3HbIO IOYEK NPH OPPAHHBIX HACJEACTBEHHBIX CHHAPOMAX

U MPOrHO3MPOBaHUE 0COOEHHOCTEH COCTOSIHHS 310POBbS B OyayleM

-cOOp CceMEeHHOro aHaMHe3a C aHajau3oM pe3ynbratoB Y3M mnouek y
POICTBEHHUKOB B 3 IMOKOJIEHUSAX IO KACTO3Y MTOYEK

-npoBeaeHue Y3U mouek w/mmm MPT/KT nns  BbIIBICHUS TTOYEYHOTO
denotumna (muddy3HBIE TIOYEYHBIE KHUCTBI, CYOKOPTHKAJIbHBIC KHUCTHI,
OJTHOCTOPOHHSISI HE(DYHKIIMOHUPYIOIAs MYJIbTUKUCTO3HAS TUCIIIa3Us IOYKH )

-C Y4eTOM XapakTepa BHemouewHoro ¢eHorumna ¢ nopaxkenuem [{HC, cepama u
COCYIOB, CKeJIeTa, OpraHa 3peHus M CIyXa; NOPOKHM TOpTaHHU, IMOJIOBBIX
OpraHOB, TUIIOIJIA3UEN TMOKETYAOYHOM KeJe3bl, KHUCTaMH B IICUYCHHU,
IIMTOBUIHOM JKeJie3€, MUKPOIIIOCCUEN U MAKpOIIIOCCUEH, 3aIEPKKON pocTa U
pa3BUTHS 00OOCHOBAHO MEXKIUCIUIUIMHAPHOE BEICHHUE MallMeHTa C y4acTHEM
neauarpa, HEBPOJIOTa, Hedporora, odTanbpmorora, KapJIMoJiora,
OTOJIAPUHTOJIOra/CYypAOJOra, TacTPOIHTEPOJIOra, 3HAOKPUHOJIOra, YpOJora,
oproneaa

-MIOKa3aHO TMPOBEJCHUE TE€HETUYECKOTO HCCIENOBAHUS I WICHTU(DUKALIMI
MYTAalM{ T€HOB WJIM XPOMOCOMHOM NaTOJIOTUH

-npu nporpeccupoBanun XbII or Cl (¢ wopmamphHoit CK®) mo C2-5
OCYILIECTBJICHUE  BbIOOpa  KOHCEPBATUBHOM  KOPPEKIMHW  HAPYLICHHBIX
roMmeocrarnueckux (yHkmnui mouek, 31T MeromoM auanusa, TpaHCIUIAHTAITUN
nouku nipu XbII C4, C5

-IIPOTHO3UPOBAHNE OCOOCHHOCTEHM COCTOSHUS 3/I0pPOBbsl B OyIyIIeM Yy JeTei ¢
KHCTO30M TMOYeK Mpu OphaHHOM HACIEACTBEHHOM CHHIPOME OCHOBAaHO Ha
OIICHKE KJIMHUYECKOrO IMOYEYHOIO0 W BHEMOUEYHOTO (HEHOTHUIIa, TEHOTHIA,
(GYHKIIMU TIOYEK, WCCIICOBAHUS BEPOSTHOCTU IMOYEYHOW BBDKUBAEMOCTH |—

netHen, S—netHed, 10—netneit, 15-metneit, 17-nerHeit mo merony Kaplan—

Meier (1958)
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[IpuHIIUTT TIPEAUKTUBHOCTA MEIUIIMHBI, OOCCIEYMBAIONIEH MPOTHO3UPOBAHKE
OCOOEHHOCTEH COCTOSIHUS 3/I0pOBbsi B OyayllleM, peaju30BaH IO pe3ylibTaram
MOJICKYJIIPHO — TEHETHYECKOTO UCCIEeNOBaHWA U (PEHOTHUIIa KHUCTO3a TOYEK,
JTUHAMAYECKOTO KOHTPOJISl YBEIIMUEHHUS 00111eTr0o 00beMa IoUeK.

Ipu AJAIIBII y naumeHToB 1eTCKOr0 BO3PACTA IPOTrHO3UPYETCS:

—HENpepbIBHBII pocT obmiero odbema mouek 1o pesynsraraMm Y3U B 59%
cirydaeB (Ta0Omuipl 3.3, 3.4);

—yBesnnueHue oobeMa nmouyek B 38,1% manueHToB IMarHOCTUPYETCS B BO3PACTE 110
1 rona;

—pEHAIbHOE MAJIOBOJME OTMEUYEHO IpeHataibHO Yy 5,5% momoB ¢ AJIIIBII,
HaJIMYUEe PEHAJIBLHOro MajoBoaus Beimie (27,5%) y mereld ¢ odeHb paHHHM Ha4YaJioM
AIIBIT,

—aprepuanbHasa runeprensus npu AJIIIBIT quarnoctupyercs B 26% ciiydyaes, u3
HUX B Bo3pacTe 10 15 et B 48%, B Bo3pacte 16 set u 6osee B 52% ciyyaes;

—xpoHudeckas Oone3np mouek Cl koHcTatMpoBaHa B 92% cioydaeB 'y
NeMaTpUYeCKUX MaIMeHTOB B Bo3pacTe Oosee 2 JieT.

IIpu APIIBII y nanueHTOB A€TCKOI0 BO3PacTa NMPOrHO3UPYeTCH:

—3HAYUTENIbHOE YBEJIMUECHHE 00beMa MoUeK ¢ pokaeHus (Tabnuna 3.14);

— PEHAIbHOE MAJIOBOJME BCTpevaeTcs nmpeHaranbHo y 51,5% nnonos ¢ APIIBII;

—aprepuanbHasa runeprensus npu APIIBIT auarnoctupyercs B 60,6% ciyuaes,
13 HUX Y BCEX B Bo3pacte Ao 15 1er;

—xponudeckas Oone3np modek Cl xoncrarmpoBana B 10,7% cmydaeB y
NeMaTPUIECKUX TAIMeHTOB B Bo3pacTe Ooiee 2 net, B 89,3% mporpeccupoanue XbII
no C2-5;

—y  BC€X TMAalMEHTOB  JHArHOCTUPYIOT  WU3MEHEHHMS  TMEUECHH  W/WIH
BHYTPHUIIEYEHOUHBIX JKEITYHBIX MTPOTOKOB B JIETCKOM Bo3pacte, u3 Hux B 60,7% ciiyyaes
C pa3BUTHEM CHUHJpPOMa TMOPTAIBHOW TUIEPTEH3UHW B Bo3pacTe 10 6 JIeT U PUCKOM

MUOICBOAHO — JKCIIYAOYHBIX KpOBOTG‘-ICHHfI;
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IIpu ryI0OMepyJIOKUCTO3HOM 00JIe3HH MO4YeK y MNALMEHTOB JIeTCKOro BO3pPacTa
MPOTrHO3UPYETCS:

—TeTEepPOreHHOCTh MOYeYHOro eHoTuna no Y3M—merpudyeckomy o0bemMy MOUYEK
(yBenmnueHue o0euX, YMEHBIIEHHWE OJAHOCTOPOHHEE B CBA3M C HMHBOJIOLHMEH
MYJIBTUKUCTO3HOM TOYKM, KOMIIEHCATOpHAasi THUMNEpTpOoPusi KOHTpalaTepasibHOMH,
YBEJIMYECHHUE, YMEHBIICHUE KOHTPAJIATEPAIIbHOM MOYKA HUMEIOLIEH NaTOJOrUI0), IO
XapakTepy KHUCTO3a (IBYCTOPOHHUN CYOKOPTHUKAJIbHBIA KHUCTO3, HEPYHKIIMOHUPYIOIIAs
MYJIBTUKUCTO3HAS JUCIUIA3Us MTOUYKH M CYOKOPTUKAIBHBIM KUCTO3 KOHTpalarepaIbHOM).
IIpu HeppoHOPTH3E Y MIALMEHTOB 1ETCKOI0 BO3PACTA NMPOTrHO3UPYETCH:

—HavyaJlbHbIE TPOSBICHUS B BHJAE AaHEMUH, TOJUYPUH, MOJHIMUIICHUH,
TUTIOCTCHYPUU;

—BapuabEIbHOCTh MOYEUHOT0 (PeHoTuIa no o0bemy noyek (mpu MHGaHTUIBLHOM
dbopme — yBesMYEH, IPU IOBEHWIBHON — HE YBEJIMYEH) NPU OTCYTCTBUHU 3HAYUTEIHLHOTO
pocta kuct o Y3U;

—BapuabEIbHOCTh BHEMOYEYHOro (eHoTHUna (C TMOpakKeHUEM Iva3, CKeJeTa,
cepana, [IHC, oprana ciyxa);

—BU3yaIU3alus ABYCTOPOHHUX TU(D(PY3HBIX MOYEUHBIX KHUCT OJHOBPEMEHHO C
nporpeccupoBannemM XbII (Ha momenT ycranoBku pauarnoza XBIIC2-5 y Bcex
MaIfUEeHTOB).

IIpu onHocTOpOHHEH He(PYHKUUMOHUPYIOLIEH MYJIbTUKMCTO3HOM AUCILIAZUU MOYKHU
y HAIMEHTOB IeTCKOI0 BO3PAacTa NMPOTrHO3UPYETCH:

—BU3yaJIU3alys MYJIBTUKUCTO3HOW MOYKU MPEHATAIbHO B OOJILIIMHCTBE CIy4YacB
(91,9%);

—BapuabeIbHOCTh MOYEYHOTO (peHoTuna U (YHKUMUU KOHTpajarepajbHOU MOYKH
IIpU OAHOCTOPOHHEN HePyHKIMoHupyromeit MK/IT;

—MHBOJIONUS (YMEHbIIEHHE 00beMa) He(PYHKIHMOHUPYIOMIEH MYJIBTUKHUCTO3HOM
MOYKHU;

—XBII ¢ HopmanbHoii CK® B 42,9% ciywyaeB nipu ogHocroponneit MK/III B
JETCKOM BO3paCTE;

—HaJIM4YKUEC I1aTOJOInn KOHTpaHaTCpaHBHOﬁ INIOYKH B CJIydac€ IpPOrpeCCUpOBaHUA
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XbII y manmenTa nerckoro Bo3pacta ¢ ogHocroponnern MK/III.
IIpu TyOepo3HOM cKiepo3e Y MANMEHTOB AETCKOI0 BO3pacTa ¢ KHCTO30M IO4YeK
NMPOrHO3UPYETC:

—TE€TePOTEHHOCTh KJIMHUYECKOTO TOYEYHOTO (PEHOTHIA: KHUCTO3 B COUETAHUU C
aHTHOMHUOJIUIIOMAMHU, KapIIMHOMOM; MoYe4HbIe KUCThI AU(dy3HbIE, CYOKOPTUKAIbHBIE;
— yBeJM4YeHUue oO0beMa KHUCTO3HBIX IMOYEK MpU TyOEpO3HOM CKJIIEpO3€ IMpU NEPBOM
BBISIBIICHUU B BO3PACTE MEHEE § JIET;

— pa3Mep MoveyHbIX KucT 6osee 10-30mm;

—OTCYTCTBUE BHEIIOUYEUHBIX KHUCT.

IIpu cu”apomajbHOW ¢opMe KHCTO3a MOYEK Y MNANUEHTOB € BPOKIACHHOU
naroJiorve (MOPoOKaMu M AHOMAJIMSIAMHU, CHUKeHHMeM (PYHKIUM) APYrUX OPraHoOB
NMPOTrHO3UPYETCH:

—IIUpPOKasi BapuabeNbHOCTh KIMHUYECKOro modyeyHoro (auddys3Hbie MOoYeuHbIe
KHUCThI, CYOKOPTHUKAJIbHBIE KUCTHI TMPHU IJIOMEPYIOKHUCTO3€ IOYEK, MYJIBTUKUCTO3HAS
JUCIUIa3us TOYKH) M BHenodeyHouHoro ¢enotuna ¢ nopaxenwem [IHC, cepama u
COCYIIOB, CKeJIeTa, OpraHa 3pEHUs] W CiIyXa; NOPOKHA TOPTAaHH, MOJIOBBIX OPTaHOB,
TUIOIUIA3UEN TTOKEITYIOYHOM JKEJIe3bl, KUCTAMU B TI€YCHH, UIUTOBUIHOMN KeEJe3e,
MHKPOITIOCCUEN U MAKPOITIOCCUEH, 3aAEPKKOM POCTA U PA3BUTHS,

—BEPOATHOCTh MOYE€YHOM BbKMBaemMocTu 91,6% B Bo3pacte 10 10 Jer.

[Iporno3upoBaHue COCTOSIHUS 3A0POBBS B OyAyIleM y JeTel ¢ HACIeACTBEHHBIMHU
KHCTO3HBIMU OOJIE3HSIMH TIOYEK OMPEEISIETCS UCCIETOBAHUEM BEPOSTHOCTH MOYCUHON
BbDKMBaeMocTu l-nerHeit, S—nerneit, 10-nmernent, 15-netnent, 17—neTHel Mo METOLY
Kaplan — Meier (1958).

OO0cyx1aTh NMPUBEACHHBIC TaHHBIE O MPEIUKTUBHOCTU U MEPCOHATU3UPOBAHHOM
MOJIXOJIe TIPYU HACJICICTBEHHBIX KMUCTO3HBIX 0O0JIE3HAX MOYEK Yy JAETeH TPYAHO, TaK KaK B
MEUATPUYECKON JINTEpaType HaM HE BCTPETUIOCH PE3yIbTaTOB aHAJIOTHYHBIX
UCCIIEIOBAaHUMN.

BeposTHOCTh MoOueyHON BBIKHMBAaEeMOCTH l—jeTHed, S—netHen, 10-nerHei, 15—

JIeTHEH y 1eTell ¢ HaCleICTBEHHBIMU KUCTO3HBIMHU O0JIE3HAMH ToYek (Tabmiuma 6.2).
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Tabmuma 6.2 — BeposTHOCTh MOYeYHON BbDKHBaeMocTd 1o metomy Kaplan — Meier

(1958) y 300 nmereii ¢ HacIEACTBEHHBIMHM KHCTO3aMHU IIOYCK

Kucros Mo4eK | BeposATHOCTh MOYEUHOW BBDKMBAEMOCTH IO METOMY
(komuyecTBO ACTEH, N) Kaplan—Meier (1958)
1- 5- 10— 15— 17—
JCTHSIS | IETHSAS | JICTHSISL | JICTHSAS | JICTHSIS
AJITIBIT (200) 99,5% 99,5% 99,5% 99,5% 99,0%
APIIBIT (33) 85% 85% 82% 82% 79%
['KBIT (12%) 91,7% 91,7% 91,7% 91,7% 91,7%
Hedponodrus (13) 92% 92% 92% 77% 7%
MKJIIT (37%) 100% 100% 100% 97,3% 97,3
TyGepo3usiii ckiepos (6) | 100% 100% 100% - -
KBII npu opdhanabIX 91,6%, 91,6%, 91,6%, 83,3% 83,3%
HACJICJICTBCHHBIX
CHUHJIPOMaX BCIICJICTBHE
MAaTOTeHHBIX MyTAIlUH B
reHax 1 XpOMOCOMHOM
narojoruu (12)
KBII 6e3 accommarnmu ¢ 98,3% 97,9% 97,9% 96,9% 96,5%
ophaHHBIMU
HACJICJICTBCHHBIMHU
curapoMamu (288)

[Mpumeuanmne k Tabmuie: 2 manyeHTa ¢ OJHOCTOPOHHEH He()YHKIIMOHHUPYIOMEH MYIBTHKUCTO3HON
TUCIUIa3Hed U KHUCTO30M KOHTpalaTepalbHON MOYKH UMEIOT ()EHOTHUIT TIIOMEPYIOKHUCTO3HON O0NIe3HI
MOYEK

HGI[I/IanH‘-ICCKHM MmanucHTaM C HACJICACTBCHHBIMU KHCTO3aMM IIOYCK IIPpHU
HaIWn4Yuy BHCIIOYCYHBIX HpOS[BJ'ICHI/II\/’I ITOKa3aH MC)K)IHCLIHHJIPIH&pHBIfI nmoaxon K

BEJICHUIO JIeTel meauarpoM, HePposorom, ypojoroMm, TracTPOIHTEPOJIOTOM,

0(TaTbMOJIOTOM,  OTOJIAPUHTOJIOTOM  (CYpJOJIOTOM), HEBPOJOIOM, KapAHOJIOTOM,

HAOKPHUHOJIOTOM, COCYIUCTBIM XHUPYPrOM.
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ITABA 7
OBCYKJIEHMUE PE3YJ/IbTATOB

7.1. O6cyxkaeHue pe3yibTaTOB, OJY4YeHHbIX B IiaBe 3. Pe3yabTarsl
HCCJIeI0BAHUS KIMHUYECKOT0 (DeHOTUIIA M TEHOTHIIA HACJIEACTBEHHBIX KHCTO3HBIX

0oJ1e3Hel MOYeK y JIeTeil M MOAPOCTKOB

MpbI nipeficTaBiIId pe3yJIbTaThl UCCIIECIOBAHUS MAllMEHTOB ¢ KUCTO3aMU IMOYEK 3a
nepuos ¢ 2009 o 2024 roawt B kiaunHuke CIIOI'TIMY. Hamu BoisiBiieHa BapraOeIbHOCTD
KJIIMHUYECKOTO (PEHOTHIA HACJIEICTBEHHBIX KUCTO3HBIX Oosie3Hel mouek y 300 mereit:
AJIIBII, APIIBII, rOMepy/lIOKHUCTO3HOM  Ooyie3HH  MoYek, HehpoHODTH3E,
OJTHOCTOPOHHEH  HEDYHKIIMOHUPYIOIICH  MYJIBTUKMCTO3HOM  NHMCIUIA3UM  TOYKH,
TyOEpO3HOM CKJIEpO3€ M HACIEIACTBEHHBIX CHHIPOMAX C KHCTO3aMH IOYEK, KOTopas
00yCIIOBJICHa 0COOCHHOCTSIMH BapUAHTOB MyTaIliii TCHOB U XpOMOCOMHOM TaTOJIOTHH.

VY 300 gereil ¢ HAcIEICTBEHHBIMUA KHCTO3aMH IOYEK BBISIBICHO MpeoliajaHue
NOJMKUCTO3HOU Oone3nu mouek — 233 (77,7%), ¢ ayTOCOMHO—IOMHHAHTHBIM THIIOM
HacienoBanus — 200 (66,7%) u ¢ ayTOCOMHO—PEIICCCUBHBIM THUIIOM HaceI0BaHUS — 33
(11%); npyrue H30JMPOBAHHBIC M CHHIAPOMAJbHBIC KHUCTO3bI MOYEK (OIHOCTOPOHHSIS
He(DYHKIIMOHUPYIOIIAsT ~ MYJIBTUKHCTO3HAsl ~ JUCIUIA3Usl  MOYKW,  HedpoHOPTH3,
TJIOMEPYTOKMCTO3HAs OOJIE3Hh TMOUYCK, KHCTO3bl MOYECK MPU TyOEPO3HOM CKIIEpO3e U
JPYTUX HACJCICTBCHHBIX OOJIA3HAX M CHHAPOMAX, MPU XPOMOCOMHOM MaToj0ruu) — 67
(22,3%).

OOcyxnarh MOMyYEHHBIE PEe3ylIbTaThl TPYAHO, TAK KAK HaM BCTPETHIIACH TOJBKO
omxHa myonukarus S. Grli¢ ¢ coaBT. (2024) OgHOLIEHTPOBOTO UCCIEAOBAHUS CTPYKTYPhI
KHCTO3a TOYCK y JAeTedl B XopBaTWH, B KOTOPOM Mpeodiazana MYITbTHUKHUCTO3HAS
nucriazusi mouku 'y 50% w3 112 pgereit ¢ kucrozamu noyek. B ucciemoBaHumn
MPOBEACHO MOJIEKYJISIPHO — F'€HETHUYECKOe uccienoBanue y 17,9% nanueHToB, U3 HUX B

75% nuarHo3 MOATBEPIKIACH UACHTU(PHUIIMPOBAHHBIMU MyTaIlMsSIMU B TeHax [275].
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B mexnynaponnoi knaccudukanuu oonesneit (MKB) X mepecmotpa, ATIBII
umeer mudp Q61.2 ¢ HazBanuem «IlOJUKMCTO3 TOUYKH, B3POCIHBIA THID», OJHAKO B
KIIMHAYECKOH TIpakTuke. B oTedecTBeHHON 1 3apyOeKHOH MeANaTpUUIECKOM JTUTepaType
BBEJCHA TEPMHHOJIOTHS «O4eHb paHHee Hauyanmo» AJIIIBII y nmereit ¢ BbIsBIICHHUEM
MOYEYHBIX KHCT B Bo3pacTe MeHee 18 MecsueB, «panHee Havano» AJIIBII c
BBISIBJICHHEM ITOYSUHBIX KHUCT B Bo3pacte Oonee 18 mecsmes [80, 103].

Hamu auarHoctupoBaHoO oueHb paHHee Hayaio (B Bo3pacrte 10 18 mecsies) y 40
(20%) u3 200 nereit B Bo3pacte oT 1 mecsama g0 17 aet 11 mecsaues ¢ AJIIIBII o Y3U,
y 160 (80%) pannee Hayano — B Bo3pacte Oosnee 18 mecsues. [1o n1aHHBIM UTEpaTyphl
«oueHb paHee Hadajo/Vvery early onset» AJIIIBIT Bctpedaercs B 15 — 20%, umeet Gonee
TSDKEJBIA (PEHOTHIT KHCTO3a TIOYEK C YBeIHUeHueM o01iero oobema mouek [2, 80, 190].

Hamu ycranoBineno odenns panHee Hadasio B 20% ciydaeB y 200 manueHTOB C
AJITIBII, 4ro commacyercs B pesyabraTamu apyrux pador [103, 113, 255, 309].
[IpenaranpHas QUAarHOCTUKA MOYEUHBIX KUCT coctaBmwia 7% y 200 nereir ¢ AJIIBII B
HaIlIEM UCCJICIOBAaHUHU.

N3 200 neaguarpuueckux namueHtoB ¢ AJIIIBIT y 42 npoBeneHO MONEKYISIPHO—
TCHETHYECKOE UCCIIE0OBAaHNE ¢ BhIsABIIeHHEeM MyTarnii reHoB PKD1 y 36, PKD2 y 6, uto
COTJIacyeTCsl C JAHHBIMU JIUTEPATYPhI, OMUCHIBAIOIIMMEI (DEHOTUTI-TEHOTHUT KOPPEISAIUN
y neteit ¢ AJITIBIT [87, 126, 253, 260]. Ham He BCTpETHUIMCH MAIMEHTHI ¢ MyTaI[UsIMHU
reHoB GANAB, DNAJB11, ALG5, NEKS, sBrsromuxcst peaAKuMu puauHaMu (heHOTHUIIA
AJITIBIT y neteit [90].

Pe3ynbraTel, MONy4eHHBIC HAMH, COBIIQJAIOT C JaHHBIMH aBTOPOB, YTO OYCHD
pannee BoisiBnenue (mo Y3U) AJIIIBII vame Bctpeuaetrcs npu mytamusx rena PKD1,
mytannu PKD2 xapakrepusyroTcst 601ee MO3IHUM HauyajoM Y B3POCIBIX U MEIJICHHBIM
nporpeccupoBanuem 3adoneBanus [113]. B uccnenoBannn ycTaHOBIEHO MpeodiiaaHue
myTtauuii PKD1 y nereii ¢ ouens panHuM HadasioM AJIIIBIT B otnmuyue OT maieHToB ¢
YCTaHOBJICHHbIMU MyTanusiMu reHa PKD2.

Msb1 mpocneawsii  BHYTPUCEMEWHYIO BapualOenbHOCTh ¢eHornnma B 2 — 3
nokosieHusix cemeit ¢ AJ/[IIBI1. B myOnukanusx aBTOPsI OMUCHIBAIOT BHYTPUCEMEHHYIO

reTeporeHHOCTh KinHuueckux npossiaenuii AJ{ITBIT [239, 241, 243, 309].
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N3 11 pereit ¢ AJIIBII, mepeHecuux peHANIbHOE MaJOBOAME, Y 3 C OYEHb
paHHUM Ha4aJioM JMArHOCTUpOBaH cuHapoMm [loTTep (TUmMoOIUIa3usi JETKUX C
JBIXaTeIbHON HE0CTAaTOYHOCTRIO, MANIOBOME, NehopMaliny uia, Apsoas cKiaadaras
KOXa, aeopmanuyd KOHEYHOCTEH, MOoYedyHass HEeJO0CTaTOYHOCTh), YTO COINIACYETCS C
naHHbpIMU Teparypsl [80, 249, 250].

Kimnanueckuit penorun AJIIIBIT y 200 geteil xapakTepu30BajCAd MOYECUHBIMU
KUCTaMH, apTepUalIbHOM TUIMEPTEH3UEH, BHEMOYEUHBIM pPACIOJIOKEHUEM  KHUCT,
BPOXKJEHHBIM (PUOPO30M IMeueHH, mueaoHehpuToM. YBenudeHue o01ero oobeMa movex
no Y3U BeisiBineno B 59% u3 200 gereit ¢ AJAIIBIL Ilo pe3ynpraTtam cpelHUX 3HAYEHUI
obmiero oobema modek (cmM3) BBICTPOEHBI KPUBBIE TPEHIA, CBUICTEIILCTBYIOIIUE O
HEMPEPHIBHOM YBEJIMYECHUU o0beMa Mmouek mo Mepe pocta (cMm) manueHta ¢ AJIITBIL.
Hamm pe3ynbrarsl HOATBEPKIAIOT JaHHBIE aBTOPOB, YTO OOIIMI 00bEM MOYEK SIBISIETCS
OOIIeTPU3HAHHBIM MapKEPOM HEOIAronpusITHOTO porHo3a [214, 247].

[TonukucTo3Has 00JE3Hb MOYEK, NPEeOodIagaIomas B CTPYKTYPE HACIEACTBEHHBIX
KHCTO30B IMOYEK B HAIIEM HCCJIEIOBAHUHU, B CIydae BBIABICHUS MPEHATAIHHO WU MPHU
POKJICHUHM, MOXET HMETh CIOXKHOCTH AuddepeHInaIbHON JUAarHOCTUKU MEXY
Ho3ojorusmu AJITIBIT u APTIBIT u ux ¢enoxonumsmu [81, 103, 229, 255].

OtnmuuntenpHbiMU  0ocoOeHHOCTIMU ~ AJIIIBII  gBAstOTCA:  MOJIOKUTEITBbHBIN
CEMEHHBbIII aHaMHE3; pEAKOE BBISBICHUE MAaJOBOAMS, THUIOIUIA3UU  JIETKHX,
BPOXKJEHHOTO (PuOpo3a W TOJMKUCTO3a TI€YEHHU; HE3HAYUTEIHHOE TMPEBBIIICHUE
HOPMaJIbHBIX 3HAYECHUI 00beMa MOUeK MPHU POXKIACHUH, MEIJICHHOE YBEIUYeHHEe 00bemMa
NoYeK B Bo3pacte A0 1 — 3 JjieT; XapakTepHOe YBEJIMYEHUE NUAMETPA MOYEUHBIX KUCT
npu KoHTpoje o Y3U.

Pesynbrarel Hamero uccnemosanus y 200 merenn ¢ AJIIIBII coorBercTBYIOT
onucanuro auddepenimaibHo—auarnoctudeckux ocodennocreir AJIIIBIT u APIIBII B
pabotax apyrux aBTopoB [229, 235, 239, 241].

[Tpu AJIIIBII y neteit BO3MOXKHO aTUIIMYHOE TEPBOE BBIABICHUE MTOYEUHBIX KHCT
(omHOCTOpOHHME eauHUYHBIE) To Y3U, B TO ke BpeMs NPHU3HAKOM OBICTPOTO
MPOTPECCUPOBAHUSL CTPYKTYpHBIX u3MeHeHHil mnapeHxuMbl npu AJIIIBIT cuutaror

HaJIM4YMe€ MHOXKECTBEHHBIX NU(PPY3HBIX KUCT y J€Ted B IPYIHOM U PAaHHEM BO3paCTE,
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NPUBOIANIUX K TYOyJOMHTEPCTUIIMATLHOMY (UOPO3y TApPEHXHUMBI, YBEIUYCHHUIO
ckopoctu nporpeccupoBanus XbII [23, 76, 77, 80, 94, 103, 113].

[Ipu BBIABICHMM MHOXECTBEHHBIX KHUCT OOEHMX MOYeK Mo pe3ynprataM Y3U y
JIeTell ¢ OTpUIATEIBbHBIM CEMEWHBIM aHAMHE30M  MOJCKYISIPHO-TEHETHIECKOE
UCCJIEIOBAaHUE  YNpOIIaeT  BEpU(PUKALMIO JUArHO3a, TO3BOJISIET  ONpPENETUTh
MEPCOHAIM3UPOBAHHYIO TAKTUKYy BEICHHS IMMallMEHTOB C JETCKOTO BO3pacra C
IpUMEHEeNEeM IIPEIUKTUBHOCTH B IeAuaTpruueckoii Hedponoruu [17, 32, 100].

Hayuynwlif ¥ mnpakTUyecKuil HMHTEpEC BBI3BIBAIOT palbOThl 1O HU3YUYEHUIO
OCOOCHHOCTEH T'eHOTHIIa KUCTO30B IMouek B koropte manueHToB [102]. Hamu omeneHsr
pe3yabTarbl MOJEKYJASPHO — TEHETUYECKOTO UCCienoBaHus y &7 TMalUeHTOB ¢
KMCTO3aMU NO4Y€eK, U3 HUX B 47,1% cinydaeB ceMEeMHbIA aHAMHE3 M0 KAUCTO3aM ITOYEK HE
OTSATOIIEH.

B cBsi3u ¢ nudpy3HbIM XapaKTepoM MENKHX MOYEHHBIX KHUCT, JIOKAJTHU30BaHHBIX
MPEUMYIIECTBEHHO B MO3TOBOM CJIO€ ITAPEHXUMBI YBEIIMUCHHBIX TTOYEK, C BOBICUCHUEM
6onee 60% nedponoB B martonorumyeckuit nponecc st APIIBII xapakrepusl yTpara
WIH CHUKEHHE KOPKOBO—MO3TOBOM Tu((epeHIMPOBKN MapeHXuMbl mouek [144, 148,
207, 246]. ['urnepsXoreHHoCTb, yTpara/CHUKEHUE KOPKOBO—MO3TOBOM
mudepeHIUpOBKY, 3HAYUTENIBHOE YyBEJIMYEHHE B OOBbEME TMOYEK C BHU3yalHd3aIuei
MOYEUHbIX KHUCT mpu Y3U sBiIsIack NPU3HAKOM MOBPEKICHUS NAPEHXUMBbI y 33
nanuentoB npu APIIBIT B HameM ncciaenoBaHum.

Bomnpocsl mokazaHuit ¥ AOCTYMHOCTH UIMPOKOTO MPUMEHEHHS TEeHETUYECKUX
METOJIOB JTMarHOCTHKH, BBIOOp HAmOOJee TOCTOBEPHONW METOMMKHA PEKOMEHIOBAHHOW
JUIST  TIEAMATPUYECKUX TMallUEHTOB C KHUCTO3HBIMH OOJIE3HSIMH TIOYEK IIUPOKO
oOcyXmaeTcs B OTCUCCTBEHHOW W 3apyOekHo# nuteparype [9, 23, 25, 54, 266, 279,
286]. B nureparype, MOCBSAIMICHHOW KHUCTO3aM IOYEK C ayTOCOMHO — JIOMHHAHTHBIM
TUTIOM HACJICIOBAaHUS HEOMHOKPATHO TOJAHUMAJICS BOMPOC O HEOOXOIUMOCTH U
MOKa3aHWsIX K  TPOBEACHHUIO  MOJICKYJIIIPHO-TEHETHYCCKOTO  HMCCIICIOBAHUS
(EeHOTUITUYECKH 3A0POBBIM AeTaM u3 cemeit ¢ puckom AJITIBIT?» [103, 185].

CornacHo pexomenpaiusm KDIGO (2014) [97, 127], 10 NOsABIEHUS CHMIITOMOB

3a0osneBaHust U BbIsiBIeHUs KucT no Y3U gersim u3 rpynmsl pucka nmo AJIIBIT we
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MOKa3aHO MPOBEACHUE MOJIEKYIISIPHO—TEHETUYECKUX TECTOB, AETSAM C MOJITBEPKICHHBIM
no Y3M AJIIBII crnemyeT npoBOAUTH MOJNEKYISPHO-TEHETUYECKOE TECTHPOBAHHE
TOJIKO B CIIy4dasiX, KOIZa pe3ylbTaT MOXKET HW3MEHUTh TaKTHUKYy JedeHus. Bo Bcex
CIy4asiX MOJIEKYJIIPHO—TEHETUYECKOE HCCICAOBAHUE MPOBOAUTCA MOCIE MOIYYCHUS
COMIAcHUsl POAWTENICH MAallMEHTa MIIAIIE 15 JeT uiaM caMoro mamueHTta crapue 15 ner
[73, 74].

MonekynsipHO — TeHETHUECKUE HCCIIEIOBAHUS CIIOCOOCTBYIOT TOHUMAHHUIO OCHOB
naToreHe3a KUCTo3a MOYeK, YTO 0COOCHHO 3HAYMMO TMPHU T€TEPOreHHOCTH MOYEUHOTO U
BHEIOYEYHOTO (PEHOTHITA y KOHKpeTHOTo manuenTa [116, 198, 203, 288].

Hamu pumarHocTupoBaHa MPO3PAYyHOKIETOYHAS KapUMHOMA TIOYKU  TMpH
TyOE€pO3HOM CKJIEpO3€ Yy JIEBOYKH B BO3pacTe 2,5 JieT, mpoBeacHa HEPPIKTOMUS Y
MAIMEHTKU C MPOrPECCUPOBAHUEM XPOHUUECKOM 00JIE3HN KOHTpaslaTepaibHON MOYKU B
C2 B Bospacte 6 mer; y marmuentku ¢ AJIIIBII u rmomepynonedpurom ¢ ®CI'C
KOHCTaTUPOBAH MCXOJ B TEPMHUHAIBHYIO TMOYEHYHYH) HEAOCTATOYHOCTH B Bo3pacte 17
ger. B Hamem wuccineqoBaHMM OTCYTCTBOBAJIM TAIlMEHTHI ¢ HedpobOiacToMol U
cunapomoM Aseniopra ripu A /IIIBII.

N3 33 manuentoB ¢ APIIBII B Hamem mccnenoBaHuy pa3BUBAIMCh B YCJIOBHUAX
MajioBoaus 51,5% 110/10B, ITOYEUHBIE KUCTHI BU3yaJIM3UPOBaHbI MpeHaTaIbHO B 45,5%
ciyyaeB. Mpbl Beyaemwin 2 rpynnel nanveHToB ¢ APIIBII, ommuaromuxcss mo
MOYEYHOMY TPOTHO3y U BHEMOYEYHOMY (EHOTHIY — KIACCHYECKYI0 M JETCKYI0 C
¢Gbudpo30M reveHu, npeacTaBiecHHbie B Kinaccudukanuu S.M.Bonsib (2010).

PenanpHOE€ ManoBO/IME€ 3aHMMAET LUEHTPAIBHOE MECTO B Pa3BUTHUM CUHIpPOMA
[MotTep [249, 250]. Cunapom IToTTep ¢ OCTPHIM MOBPEKACHUEM TTOUEK YCTAHOBJICH Y 5
nereit ¢ kimaccuueckod (15%) u3 33 ¢ APIIBIT u y 3 (7,5%) u3 40 nereit ¢ oueHb
panHuMm Hadajmom AJIIIBII, mepeHecmux peHaabHOE MajOBOIUE BO BHYTPUYTPOOHOM
IIepUoJeE.

JleranbHbIll ucxon y S aerer ¢ cunapomoM llorrep npu kimaccuueckot APIIBIT u
y 1 npu ouens pannem BbisiBieHUUM AJIIIBII kKoHCcTaTHpoBaH Ha MEPBOM TOAY KU3HH,

YTO IIOATBCPIKAACT OHY6HI/IKOB3HHI>IC JaHHBIC aBTOPOB O He6HaFOHpI/I$ITHOM IIPOrHO3¢C

passutus cunapoma Iorrep [3, 80, 103, 165, 191, 239, 305].



253

Ham He BcTpeTwiioch B nuTeparype CBENEHUM O Pa3/InuvAX B 4ACTOTE PAa3BUTHSA
cunapoma [lortep mpu kiaccuueckoit u nerckout ¢ pudpo3om neuenu APIIBII.

Hamu ormeueno, uro mamoBoaue npu APIIBII auarHoctupoBaHo y IUIOIOB 110
WIA OJHOBPEMEHHO C OOHapyXEHHEM IMOUYCYHBIX KHUCT B OTIUYME OT OoJiee MO3THErO
BbIsIBJICHUST MasioBoius (tiociie 30-i Henenu recranuu) npu AJIIIBIT y miiona, korga Ha
MOMEHT IOATBEPKACHUS MAJIOBOAUS MU3BECTHO O HAJIWYMM IOYEYHBIX KHUCT; PA3BUTHE
OIIIl B HEOHATaTbHOM NEPUONE Yy AECTEH, NMEPEHECIINX MAJIOBOAUE BCTPETUIIOCH IMPHU
AJIITBIT gare, yeM npu €ro OTCyTCTBUM.

ABTOpPBI YKa3bIBalOT HA TO, YTO y JAETEH, MEPEKUBIIMX HEOHATAIBHBIN IEPHUOT,
TsokecTh U mporHo3 APIIBIT ompenenstor kucto3 u ¢GuOpo3 MEUCHH, CHHIPOM
nopTanbHO# runeprensun [86, 207, 208, 211, 239, 263].

Herckas APIIBII ¢ pudpo3om neuenu y 28 aetei, NepeKUBIINX HEOHATAIbHBIN
NEPUOJT TPOSBISIACE: PEHAIBHBIM MAJIOBOJAMEM, KHUCTaMH B O0EUX TMOYKax U
He(pomeranuen, yBeIMUYeHUEM KUBOTA, apTePUATIbHON THIIEPTEH3UEN ¢ HEOHATAIBHOTO
nepuoja, BPOXKIACHHBIM (GUOPO30M TMEYEHH, pPACIIUPEHUEM BHYTPHUIIEYEHOYHBIX
JKETYHBIX IMPOTOKOB, KHUCTO30M II€YEHHU, CUHIpOM Kapomm, CMHAPOMOM MOPTaIbHON
TUIIEPTEH3UN C BAaPUKO3HBIM PACIIMPEHUEM BEH MHUIIEBONA M KEIYIKA, MUAIIEBOJHO—
JKEIYNOYHBIM KPOBOTEYEHUEM, YTO COIVIACYyeTCs C pe3yiabTaTaMy MEXAYHAPOIHOIO
peructpa APIIBIT y aereii (AregPKD) [261].

JlurupoBanue ¢uedskTa3uil numeBoaa u3 17 aAerel ¢ CHHAPOMOM MOPTAIBHOU
runepren3un npu APIIBII nposeneno y 9 (53%) nmereii, u3 HUX y 5 — TOBTOPHO.
O6ocHOoBaHbI TOKa3aHus K TpaHcruianTanuu nedenu npu APIIBIT no mkane MELD—-Na
y 4 u3 7 mauueHToB IOAPOCTKOBOrO Bo3pacTta. Hamm pesynprarbl cormacyrorcst ¢
JAHHBIMH JPYTUX aBTOPOB 10 nedeHouHoMy henorumy APIIBIT [145, 207].

MexayHapoaHble OKCHEPTHI NPH  IONO3PEHUM HA Pa3BUTHUE CUHAPOMA
MOPTATLHON THUIEPTEH3UH W/WIM HAJIWYUU aHOMAJIMH >KETYHBIX MPOTOKOB Y JETEH U
nonpoctkoB ¢ APIIBII pexkoMeHAyrOT MNpPOBOAUTH UX JNAJBHEUIIEE JIEYEHHE C
NpUMEHEHHEM CTaHIapTHHIX 1Moax010B [207].

Nnentudunmposansl y 16 mereit ¢ merckoit APIIBIT ¢ ¢ubposzom meuenn 31

natoreHHbld Bapuant mytauuu rena PKHD1 B rerepo3uroraom (30) u B roMO3UTOTHOM
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(1) coctossHMM, O0O0yciaBIUBAIOUIME BapHaOEIbHOCTh IMOYEYHOTO U IEYEHOYHOTO
denorumna, orcyrctBoBanu Mytanuu reda DZIP1L, onucannoro H.Lu ¢ coasr. (2017)
kak npuurHa penoruma APIIBIT [225].

R. Ajiri m coaBT. (2022) [243] yka3pIBalOT Ha BBIPAKECHHYIO BapHaOCIBLHOCTH
reHOTUNa W (PEeHOTUINa ayTOCOMHO-PELIECCUBHOM MOJMKUCTO3HOW OOJE3HH MOYEK y
cubcoB B 15% cemeii. [1o namum manneiM, B cembe ¢ APIIBIIL y 2 neteit (mpobana u
cubc mpobanma) npu wuaeHTUYHOM TeHoturne mno reHy PKHD1 ycraHoBieHs
3HAYUTENbHbIC KIMHUYECKUE Pa3Iuuusi C TOKEIbIM I[OYE€YHBIM U TMEYEHOYHBIM
dbeHoTHIaMu W OBICTPHIM TPOTPECCHPOBAHUEM XPOHUYECKON OOJE3HW TMOYEK Y
MJIaJIIero opara.

B wnamem wuccnegoBanuun BapuaHT c¢.107C>T  (p.Thr36Met) saBnsercs
pacrpoCTPaHEHHBIM CPeu AeTel ¢ uAeHTU(UIIMPOBaHHBIMU BapuanTamu rena PKHD1
npu APIIBII; Bapuantel c¢.664A>G (p.lle222Val), ¢.6992T>A (p.lle2331Lys),
c.10444C>T (p.Arg3482Cys) BcTpeyalnuCch B €IMHUYHBIX CIy4asiX, YTO COMIIACYETCS C
pe3yabTaraMu KPYIMHOTO MCCIEN0BaHUs reHOTUr—(peHoTun koppeisiuit y 304 nereit ¢
APIIBII. ABrops! onrcanu 5 Haubosiee 4acThiX U3 563 TUArHOCTUPOBAHHBIX BAPUAHTOB
rena PKHD1, cpenu Hux c¢.107C>T (p.Thr36Met) coctaBun 13,1%, c.4870C>T
(p.-Argl624Trp) — 3,6%, c.664A>G (p.lle222Val) — 3,2%, c.6992T>A (p.lle2331Lys)
— 2,7%, €.10444C>T (p.Arg3482Cys) — 2,3% [263].

Jluckyccust 1o oBOAYy NOKAa3aHUM K ITPOBEICHUIO U OCI0KHEHUNW U30JIMPOBAHHOM
U KOMOMHUPOBAHHOW TpaHCIUIaHTaimu modku u nedeHn npu APIIBII u apyrux
KHCTO3aX MOYEK NPHCYTCTBYET B JIMTeparype nociennux yet [83, 84, 125, 170, 180,
208, 240, 257, 273].

B nameM wuccienoBaHMM — OTCYTCTBOBaJIM  TAlMEHThl €  MPOBEICHHOU
TpaHCIUIaHTaluen nedenu, y 4 moapoctkoB ¢ nerckoil APIIBII ¢ ¢ubpo3om mneuenu
OMpeJIeNICHbI MOKa3aHMs K TPAHCIUIAHTAIlMU MeUYeHH, U3 HUX y 2 ¢ ucxoaom B XbIIC4 B
Bo3pacte 14 ner u 17 neT — K KOMOMHUPOBAHHOM TPAHCIIAHTALIUU MTOYKH U TTEYEHU.

B Hamem wWcclenOBaHMM  YCTAHOBJIEHA TIE€TEPOr€HHOCTh IMOYEYHOIO U
BHETIOYEYHOTO (PEHOTUIIA TJIOMEPYJIOKHUCTO3HOW OO0JIE3HU TIOYEK, JUArHOCTHPOBAHA

HEe(DYHKIMOHUPYIOIIAsE MYJIbTUKUCTO3HAs JUCIUIa3Usl TOYKH, acUMMeETpusi oObema
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MoYeK, CyOKOpTHKanbHble W au(ddy3Hble MapeHXUMATO3HbIE KUCTBHI  TOYEK,
TUINIOCTEHYpUST W TOJUYpHs,  TUIOIUIa3us/areHe3usi  JOpCalbHBIX  OT/ENOB
MO/DKETYIOUYHON  KeJNe3bl, TUNEPIIUKEMUsl, THIOWHCYIUHEMHUS, TUIIOMAarHUEMHUs,
TUIEPYPUKEMUSI, BHETIOUEUHOE PACIIONOKEHHUE KUCT Y JETei BCIEACTBUE MyTAllMil TeHa
HNF1b.

[To maraeiM M. I. Alvelos ¢ coart. (2015), D. Bockenhauer u G. Jaureguiberry
(2016), E. Carrillo ¢ coasr (2017), T. Kato ¢ coasr. (2018) omucaHbl CX0XKHE pe3y/IbTaThI
OLICHKM TI0YEYHOTO W BHEMOYEUHOIro (PeHOTUIa MpU MATOICHHBIX MYyTalUsiX TIeHa
HNF1b, oObsacusromux ux marorenes [91, 92, 107, 160, 209].

[Ipy KHUCTO3HBIX OOJE3HAX NOYEK ONMCAHbl KIMHUYECKHE CIy4dau OCTpPOro
nankpeatuta [285], B HamieM HCCIEIOBAaHHHM HE BCTPETHIIOCH OCTPOTO BOCHAJICHHSI
nopkenynounoit xkenessl, MODYS y 12 manueHToB ¢ TIIOMEpPYIOKHCTO3HOW OOJIE3HBIO
HOYEK.

Hamu onucanbl OCOOEHHOCTH KJIMHUYECKOTO (DEHOTHNA, YaCThIX MEPBbIX
Hecnenu(pUUYEeCKuX CHUMITOMOB TOBPEXKICHUS IOYEYHOM (PYHKIHH Op(aHHOIO
Hepponodtuza y 13 maumeHtoB. [IpoBeneHuto koppensauuu Mexay (PEeHOTHIIOM Hu
TEeHOTUIIOM HeppoHO(pTH3a U HEPPOHOPTU3 — CBSI3AHHBIX CHHJIPOMOB Yy JI€Tel
nocesiieHsl padotel Y. J. Choi ¢ coasr (2019), Y. Watanabe ¢ coasr (2019), M.
Abdelwahed ¢ coarr. (2021), H. Tong ¢ coasr. (2023) [135, 226, 258, 270], B ToM gucie
y IU3UTOTHBIX Onu3HenoB B myonukaiuu Y. OKI ¢ coast (2023) [146].

B Hamewm uccrienoBaHuM yCTaHOBJIEHA BapHaOeIbHOCTh BHEMOYEUYHOTO F€HOTHUIA
y 13 nereit ¢ undanTunbHbIM (6), U3 HUX ¢ HEPPOHODPTU3 — CBA3AHHBIMHU CUHIPOMaMHU
Meckel-Gruber4 (1) u Senior-Loken6 (1), roBeHwiabHBIM (6) u mo3mHuM (1)
He(poHODTU30M NP UACHTU(GUIMPOBaHHBIX MyTanusax B renax CEP290 (3), TMEMG67
(1), INVS (1) u nenenuu JUIMHHOTO TIe4a XpoMocoMbl 2 ¢ 3axBaroM rera NPHP1 (3) u3
12 HepOICTBEHHBIX CEMEN.

Hamu onmcan cemelHbll ciyuyail 10BEeHUJIbHOTO HeppoHodTH3a y mpobanga 11
jger u cubca mpobanga 17 JeT HMMEIIUX CXOACTBAa KIMHUYECKOTO MOYEYHOIO U
BHEMOYEYHOT0  (PEHOTUNA  BCJIEACTBUE  UACHTHU(PUIMPOBAHHOM  TOMO3UTOTHOM

MPOTSHKEHHOM JieNieliell JUIMHHOTO Tuieda XxpoMmocoMbl 2 ¢ 3axBatoM reHa NPHP1 u
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MOJITBEPKACHHBIM OECCUMITOMHBIM TE€TEPO3UTOTHBIM HOCHUTEIHCTBOM HIACHTHYHON
JeeIH Y UX poAUuTeNeH.

[Ipu oaHOCTOpOHHEH HEPYHKIUOHUPYIOMIEH MYIbTUKUCTO3HON IAHCIUIA3UU
MOYKH y 3 JeTe AMarHOCTUPOBAHO MAJIOBOAWE B MpEHATajdbHOM mepwoae, y 1 — ¢
cunapomasibHoit MK/IIT — OIIII npu poxxnenun.

Hammu pe3ynbraThl MOATBEPKIAIOT HEOOXOAMMOCTh MCCIICOBAHUS TMATOJIOTHH U
(GYHKIMK KOHTpaJlaTepalibHOW TMOYKH, IMPOBEICHHUE MOJEKYISIPHO — TEHETHUYECKOIro
HCCIICJIOBAHUS MaIlMeHTaM C OCJOKHEeHHOM omaHoctoponHedt MKJIII, ocobenHo mpwu
BBISIBIICHHH MaJIOBOJIUS B IpeHaTanbHOM niepuone [140, 149, 154, 157, 173, 234, 251].

Hayunsiit uatepec npeacranisieT onucanue Y. Bao c coast. (2022) yBenudeHHOM
MYJIBTUKUCTO3HOW MOYKH MPU MAJOBOJIWH Yy IIofa BeienacTBue myranuu rena NPHP3
[154], yTO TOBOPHT O BO3MOKHOW BapHaOCIBHOCTH (EHOTHUIIA W HEOOXOIUMOCTH
JATbHEHIIIeT0 N3yYeHUsT Koppesaiuii (GeHOTUIa U TeHOTHUIIa y TTAIUeHTOB C KUCTO3aMHU
TTOYeK.

I. Friedmann c coasr. (2020) onucanu cuaapoMom I1oTTep y MEPTBOPOKIACHHOIO
I07la ¢ aHTUAPAMHUOHOM M JIBYCTOPOHHEH HE(PYHKIIMOHUPYIOMIEH MYJIbTUKHCTO3HOMN
JUCIUIA3HMH TTOYEK BCIICICTBUE MyTanuu reda TP63 [296].

KucTo3 nodek, 1uarHoCTUPOBAHHBIN HAMU Y 6 NeTel ¢ WACHTH(PUITUPOBAHHBIMU
mytanusmu reHoB T1SC1 (1) u TSC2 (5) sBisieTcss OMHMM W3 YacTBIX IMPOSIBICHUI
KJIMHUYECKOTO MoYyeyHoro (eHotumna mpu TyOepo3HoM ckiepose [8, 24, 33, 47, 105],
HEPEIKO B COYCTaHUHU ¢ aHrHomuosmnoMamu [37, 38, 47], 4to cornacyeTcst ¢ HAIIUMH
pe3yabTaTamu.

OCOOEHHOCTBIO KHCTO3a TMOYEK MPU TyOEpO3HOM CKJIEPO3€ B HCCIEIOBAHUU
SBIIICTCSI TETEPOTEHHOCTh JIOKAIM3AIIMU TIOYCYHBIX KHCT, TaK CYOKOPTHKAJIbHBIC Y
nareHTkn 10 jmer ¢ de novo wmyramuedn renma TSCl(exon2l: ¢.2632 2633

insT:p.E878fs) u nuddysubie o Bcel mapeHXUME MOYEK Y 5 MAaUEHTOB ¢ MyTaIlUsIMH

rena 1SC2.
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7.2 O0cyxkaeHue pe3y/ibTaToB, OJYy4YeHHbIX B 1aBe 4. Kinuaunueckui
(peHOTHN U TEHOTHII KUCTO3HBIX 00JI€3HElN MOYEK B CTPYKTYpe Op(haHHBIX
HACJIEICTBEHHBIX CHHIPOMOB IPH MATOT€HHBIX MYTAIUAX B FeHAX U XPOMOCOMHOM

NATOJIOTHH Y JieTeil U MOAPOCTKOB

B Hamem nccrenoBaHuM MpEeACTaBICHA CTPYKTYpa HACIEACTBEHHBIX KHMCTO3HBIX
OoJe3Hel MOYeK, B KOTOPOM KHCTO3HBbIE OOJIE3HM MOYEK B CTPYKType Op(haHHBIX
HACJICJICTBEHHBIX CHHAPOMOB MPHU MATOTEHHBIX MYTAIMSX B I€HAX U XPOMOCOMHOU
NaTojoruu auarHoctupoBanbl 'y 12 (4%) w3 300 mneguaTpuyeckux MaIlMEHTOB.
[IpencraBien ciyyail OJHOCTOPOHHEW HEDYHKIMOHUPYIOUMIEH MYJIbTUKHUCTO3HOU
nucruiazuu nouku npu CHARGE (1), Papillo—Renal (1) cunapomax y nereil.

B nuteparype npeacraBieHbl 0COOCHHOCTH KIMHUYECKUX MPOSBICHUN KHCTO30B
MOYCK y TMeIUaTPUYECKUX MAIMEHTOB ¢ CHHIApoMoM neneruu 17ql2 [142, 199, 252,
295], KOTOphIil UMeeT pa3HOOOpa3HbI MoueyHbld (peHoTurn. B Hamem uccienoBaHuM
KIIMHUYECKUM MOYeUyHBI GeHoTun cubiapoma aeneruu 17ql2 npossisuics y 4 nereit
KHUCTaMU HE UMEIONIMMHU JIMHAMUKH POCTA, C MPEUMYIIECTBEHHO CYyOKOPTHKaIbHOU
JIOKaIu3aluen, 0THOCTOPOHHEN He()YHKIIMOHUPYIOIIEH MyJIbTUKUCTO3HOM TUCIIIA3HUEH,
TUTIOTLIA3UEH.

Hamu mipenctaBieH KIMHUYECKHM TOYEYHBIH MW BHEMOUYCYHBIM (eHoTHUI
CHUHIPOMAJIBHOW TJIOMEPYIOKHCTO3HON O0JIE3HM MOoYeK y mpodaHaa — Manpauka 17 jer
¢ 6onesnbro Dentl Beneacreue qurennoit myrtaruu renoB CLCNS u HNF1b.

WNuTtepec myissi HayKu M TMPAKTHKW TPENCTaBIsCT KIMHUYECKOE HaOIIOICHHE
naueHTk 10 JeT ¢ CHHAPOMAaJbHOM IIOMEPYJOKHMCTO3HON OO0JIE3HBIO MOYEK MpHU
MO3aUYHOM TPUCOMHUHU XPOMOCOMBI 9 € TeTepOreHHLIM BHEMOUYECYHBIM (PEHOTUIIOM
(Mukpouedanreii, 3aIep)KKOi pa3BUTHS, BPOXKICHHON SKTOMUCH 3payka M Y4aCTHUHOU
arpouelt 3pUTENLHOTO HEpBa CJIeBa, JBYCTOPOHHEH TYroyXOCTbIO, CKOJIMO30M,

aTOHUYECKH—aTOKCHUYECKON (DOPMOM JETCKOTO 1epeOpaIbHOTO TTapainya).
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Ham He BCTepTUSIOCH B OTEUECTBEHHON M 3apyOeKHOU JuTeparype ONMUCaHUs
CUHAPOMATHHOW TJIOMEPYIOKHCTO3HOW ©Oojnesnnm tmipu  Oome3num Dentl wu  mpm
XPOMACOMHOM ITaTOJIOTUU — TPUCOMHUH XPOMOCOMBI 9.

B nurepatype npuBeneHsl AaHHbIE O (DEHOTUIIE KMCTO30B MOYEK MPU MYTaIMSIX
rera CEP290 [90, 229, 292]. Hamm oxapaktepu3oBaH (EHOTUI JBYCTOPOHHHX
KHCTO30B TI0YCK y JIeTeii nmpu opdaHHbIX HACIEACTBEHHBIX cuHaApoMax Meckel-Gruberd
Beaencteue mytanuu rema CEP290 (1), Senior-Loken6 (1) BcieacTBue aeeiuu
JUIMHHOTO Tie4a Xpomocombl 12 ¢ 3axBatoM rena CEP290; mpu nenenuu JUIMHHOTO
mieda XpoMocomsl 2 (2), cungpome mukpoeneruu 17q12 (1).

B nuteparype HaM HE BCTPETHIIOCH OMMCAHUS JABYCTOPOHHETO KMCTO3a TMOYEK B
COYCTAHMH C MHOXKECTBEHHBIMH ITOPOKAaMHU PpPa3BUTHS (BPOXKIACHHBIMH TMOPOKAMH
pa3BUTHS cepjila, TOPTaHU, JIMLIEBBIM AUCMOP(GU3MOM, OTCTaBaHUEM B (PU3UYECKOM U
TICUXOMOTOPHOM pPa3BHTHH, KPHUBOIICEH, MBIIICYHON THUIIOTOHWEH) C JBYCTOPOHHHM
KHCTO30M IOYEK B CTPYKTYyp€ PEIKOr0 XPOMOCOMHOTO HapylIEHMs, BO3HHUKIIEro de
NOVO, UHTEPCTULIHAIBHON JIEJIENUHA KOPOTKOTO IuIeya 12-i XpOMOCOMBI.

J.M. Forero—Delgadillo ¢ coast. (2021) wmaeHTHUIIMPOBAIX TATOrCHHBIN de
novo BapuaHT c.94C>T (p.Pro32Ser) myranuu rena PAX2, xoTopsiii 00yCIOBHII
TspKesoe TeueHue kucrosa nouek ¢ Ilorrep denotunom m OIIIT Ge3 BoccTaHOBIEHUS
(GYHKIIMK TIOYEK Y HOBOPOXKJICHHOTO pedenka [231].

B Hamem uccnenoBanum y npodanaa — 1eBOYKH 17 JeT ¢ He(yHKIIMOHUPYIOIICH
MYJIBTUKHCTO3HOUW MTPABOM MOYKOW M CTEHO30M MOYEYHOM apTeprur KOHTpAIaTEPaIbHON
nuarHoctupoBaHa tepmuHanbHas XBII mpu Papillo-Renal cunapome Bcnenctsue
rerepo3uroTHori myranuu rena PAX2 (IVS6-2G>C B 6 uHTpOHE), OlMcaHa CoOXpaHHas
(GbyHKIMS TpaHCIUTaHTaTa B T€UEHHUE 4 JIET TIOCIe POJACTBEHHOM TPaHCIUTAHTAIIUH TIOYKH.

Hamu omucaH kIMHUYECKWH Ciydail KWCTO3a TMOYEK Mpu OpPaHHOM CHHIPOME
Beckwith — Wiedemann Bcnencreue HapymieHust metwnmpoBanus KvLQT (LIT1) y
npobaHga — JE€BOYKKM 14  J5eT, POXACHHOW ¢ TNPUMEHEHHEM MPOTPaAMMBbI
HKCTPAKOPIOPATLHOTO OIJIOJOTBOPEHUS, YTO MPEACTABISAET KIMHUYECKUNA W HAyYHBIN

UHTEPEC, HO PEIIKO OOCYKIACTCSI B JIUTEPATYPE.
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[Toueunslit ¢enotun c¢ maHudecTtanmenr KucTo3a IMOYEK B Bo3pacte 7 JeT
XapaKTEepHU30BajCs YBEIMYCHHEM OObEMa IMOYEK B CTPYKTYpPEe XapaKTepHOW IS
cuagpoma Beckwith — Wiedemann sucuepomerannu. AHOManWU TOYEK, TOYCUHBIC
KHCThI OTHOCAT K OOJIBIIUM JHAarHOCTUYCCKAM KpHUTEpUsAM cuHIpoMa Beckwith —
Wiedemann [39, 90, 292].

T.A. Hazapenko, H.A. 3bipsieBa (2014) npencraBuinu onucaHue KIMHUYECKOTO
ciydas cuHapoma Beckwith — Wiedemann mocie mnpuMeHeHHS IPOrpaMMBI
IKCTPAKOPIIOPATHLHOTO OIUIOJIOTBOPEHUS TMOYCYHBIMHU TPOSIBICHUSAMU KIMHHYECKOTO
dbenotumna (ypereporuapoHePpo3oM, IMy3bIPHO — MOUYETOYHUKOBBIA PEGUIFOKC) TPHU

OTCYTCTBHH IMOYCUHBIX KUCT [39].

7.3 O0cyxaeHue pe3yabTaTOB, OJYYEeHHBIX B IIaBe 5. Pe3yibTrarsl
HCCIIeI0BaHUsI TOYeuHoi PYHKIIMH U BbIKMBaeMocTH 1o meroxy Kaplan—-Meier

(1958) y nereii ¢ HacJIeACTBEHHBIMU KUCTO3HBIMU 00JI€3HAMHU MOYEK

[Tpu npoBeneHNN JaHHOTO UCCIIEAOBAHMSI, OMHON W3 3a7a4 SBJISJIOCH UCCIIETIOBATh
NOYeYHYI0 (DYHKIMIO M BBDKHBaeMOCTh 1o Metoay Kaplan—Meier (1958) y nereit ¢
HACJICICTBEHHBIMUA KHUCTO3HBIMU OOJIE3HSIMU TOYEK: MOJIMKUCTO3HOM OOJE3HU TOYEK C
ayTOCOMHO—JIOMUHAHTHBIM TUNOM HacjeaoBaHus (200) u ¢ ayToCOMHO—PEIIE€CCUBHBIM
TUnoM HacienoBanus (33), IIOMEpPYIOKKCTO3HOM Oone3nu mouek (12), HedpoHodTH3ze
(13), onHOCTOpOHHEH HE(DYHKIIMOHUPYIOLICH MYIBTHKACTO3HOM TUCIUIa3un movkH (34),
KHCTO3bI MOYEK MPH TyOepo3HOM ckiepo3e (6) ¥ apyrux HacleJACTBEHHBIX OOJSA3HSAX W
cuHapoMax (2).

VY nmereil ¢ HACIIEACTBEHHBIMH KHCTO3aMH YCTAHOBJIEHA XPOHUYECKas OOJIC3Hb
nouek C1 (¢ nopmanpaoii CK®) ¢ mporpeccupoanuem g0 C2—C5.

CrparuduiupoBasbl cTaauu XpoHndeckoil 6one3nu mouek u3 200 y 190 nereit ¢
MTOJIMKMCTO3HOU 0O0JIE3HBIO MTOYEK C ayTOCOMHO — JJOMUHAHTHBIM THIIOM HACIICOBAHHS B
Bo3pacrte 6osee 2 met. C1 (92% c¢ mopmansuoit CKD), C2 (5%), C3 (2%), C4 (0,5%),
C5 (0,5%). U3 10 nmereit B Bo3pacTe MeHee 2 JIET ¢ IMOJMKHCTO3HOM OOJIE3HBIO TIOYEK C

ayTOCOMHO — JIOMUHAHTHBIM TUIIOM HacienaoBanus y 9 HopmanbHasg CK®, y 1 cHmxkeHa.
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Hammm pe3ysbTaThl COOTBETCTBYIOT JaHHBIM, ITOJIyYEHHBIM JIPyruMu aBropamu [2, 88,
97, 98, 113, 245].

CrparuduurpoBaHbl CTaANH XPOHUUECKON Oone3nu modek u3 33 y 28 merelt ¢
MOJIMKUCTO3HOW OO0JIE3HBIO TIOYEK C AyTOCOMHO — PELIECCUBHBIM TUIIOM HACJIEIOBaHUS B
Bo3pacte 6onee 2 netr: Cl (10,7% c nopmanbHoii CK®), C2 (42,86%), C3 (28,57%),
C4 (14,3%), C5 (3,57%). Y 5 pererr ¢ wiaccuueckoil APIIBII koHcTatnpoBan
JIeTaNbHBIA UCXOJl HA TIEPBOM IOy KU3HH.

[lonyyeHHble HaMM pE3yAbTaTbl COOTBETCTBYIOT JAHHBIM JIUTEPATYpPHI IO
MOYEYHOMY IPOTHO3Y MOJIMKHUCTO3HOM OOJIE3HBIO MOYEK C ayTOCOMHO — PELECCUBHBIM
TUIIOM HacienoBanus y mereit [100, 101, 103, 104, 207, 208].

CrpatuduuupoBanbl CTaAUM XPOHUYECKOW OO0JNE3HM TMOYeK y 8 jereid ¢
IJIOMEPYJIOKHUCTO3HOM 00Je3HbI0 mouek B Bo3pacTe Oojee 2 yet: Cl (1 ¢ HopmanbHOI
CK®), C2 (6), C4 (1). Y 4 nereii B Bo3pacTte MeHee 2 et CK® nHopmanbsHas (1),
cHmkeHHas (3). O0cyxaaTh MONyYEHHbIE HAMU PE3yibTaThl C OMYOJIMKOBAHHBIMU B
JUTEPATYpe TPYAHO MO MPUYHHE MAJIOW BHIOOPKH MAIIEHTOB.

KoncTrarnpoBaHo mporpeccupoBaHue XpOHUYECKOW O0one3HH nouek y 10 gereit ¢
HepponodTuzom B Bo3pacte Oonee 2 net go C2 (1), C3 (4), C4 (2), C5 (3). CHuxeHue
CK® y 3 nereit ¢ HeppoHODTH3OM B BO3pacTe MeHee 2 JIET, C JISTAIbHBIM UcXooM (1).

J. C. Konig ¢ coaBt. (2022) omyOnukoBaHBI PE3yabTaThl aHAIN3a CPEIHETO
BO3pacTa K MOMEHTy Hucxona B TepMmuHanbHyro ctaauto XbBII y 383 nereii mpu
HeppoHodtuze ¢ wuaeHTHUUIMpoBaHHBIMU MyTanusmMu B reHax NPHP1, NPHPS3,
NPHP4, TMEMG67, nomydeHHble Tpy aHaTU3€ TUTEPaTyphl U 0a3 TaHHBIX OpraHU3aIUi
NEOCYST u ERKnet Syrvey [264].

VY HabnromaeMoil HaMu MaIMEHTKU 17 JIeT ¢ TOMO3UTOTHOM Jieelued XpoMOCOMBbI
2 npotskeHHOCThI0 ~115Kb ¢ 3axBarom rena NPHP1 ycTaHoBieHbl KIMHHYECKHE
MIPOSIBIICHUS HW30JIMPOBAHHOTO HE(PpOHOPTH3A C MCXOJOM B TEPMHHAIBHYIO CTaJHIO
MOYEYHOW HETOCTATOYHOCTH B 12 JeT, 4To MOTpedOBajio TPaHCIIAHTAIMH TPYIMHOU
TTOYKH.

AHayiorn4Hbple HaOMIOACHUS MPUBOAIT Apyrue aBropsl. Y. Liu u coaBT. (2023)

[83] ykaseiBator Ha mpeoOnamanue Tpu HepoHODTHU3E W CBA3AHHBIX C HUM
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3aboneBanusax myranuii reHa NPHP1 (31%), 13 KOTOpBIX TOMO3UTOTHBIE JIETEIIUN BCETO
reHa uaeHtuuuuposanbl B 89% ciydyaeB, B OTCYTCTBHE BHEMOYEUHBIX MPOSBICHUMN
¢deHoTHa 1 KCX00M B TepMHHAIBHYIO cTanuio XbI1 B Bo3pacte 12,440,6 roxa [83].

C HamuMu pe3yibTaTaMu coracyrorcs naHHeie X. Tang u coast. (2022) [118],
kotopble oTMeTwin npu myrauusx reHa NPHP1 B 90% y manmentoB ¢ denotunom
W30JIMPOBAHHOTO HEePpOoHO(PTH3a WCXOA B TEPMUHAIBHYIO CTAAWI0 TOYCUYHOUN
HEJI0CTAaTOYHOCTH B Bo3pacte 12,9+0,5 roxa.

ABropamu japyroro wucciemoBanus J. Li ¢ coaBr. (2023) pexoMeHIOBaHO
NPOBEACHUE M30JMPOBAHHONW TpAHCIUIAHTAIIMM TIOYKH JCTIM C HEePpPOHOPTH3IOM
Bcaencteue myranuii reHa NPHPL1 B cBs3u ¢ peaxum pasButueM ¢ubposa neyeHu
[170].

VY 21 nanuenTa u3 37 ¢ ONHOCTOPOHHEN MYJIBTHUKACTO3HOW TUCIUIA3UEN MOYEK B
Bo3pacTe Oojiee 2 JeT BbIABICHBI coxpaHHas ¢yHkius (XBIIC1 ¢ HopManbHOM
CKOPOCTBIO  KJIIYOOUYKOBOM (huiibTpalMu) KOHTpayarepalbHOd Tmouku 42,9% wu
camkenHas 10 XbBIIC2 (28,6%), XBIIC3 (23,8%), XBIICS (4,7%).

N3 16 nereit B Bo3pacTe MeHee 2 JIET ¢ OJHOCTOPOHHEW HEPYHKIMOHUPYIOIIEH
MYJIBTUKUCTO3HOU nuciuiasued y 14 nopmansHasgs CK® koHTpaatepanbHOU MOYKH, y 2
CHI)KEHA.

Hamu BbIsIBIEHA MAaToyiorusi KOHTpaJIarepaibHOM MOYKHA y 18 u3 37 manueHTB ¢
onHocTopoHHHeeH HedyHKunonupyromei MKJIII, nmpuBoasimas kK mporpeccupoBaHUIO
XBII, uto cornacyercs ¢ paboramu apyrux aropos [300, 307, 308].

[Tony4yeHHble HAMHM pE3YJIBTaThl MO MATOJIOTMU KOHTpaJaTepabHOM MOYKHU MpHU
onHoctoporret MKJIIT cornacytoTcss ¢ MHEHHEM aBTOPOB HECKOJIBKUX HAOMIOIACHUI, B
KOTOPBIX OTMEUYEHO, YTO MPH OAHOCTOPOHHEW HEPYHKIMOHUPYIOLEH MYIbTUKUCTO3HOM
JUCIUIa3UM TOYKU TMPOTPECCHUPYIONIee CHUXKEHUE (PYHKIHMH OOYCIOBICHO HAJIMYHMEM
BPOXKJICHHBIX TATOJOTUHM KOHTpaJaTepaJbHOM MOYKA W MOYEBBIX MYyTE€W (IIy3BIPHO —
MOUYETOYHUKOBBIN PEQIIIOKC, ypeTeporupoHepos3, KOPTHUKaIbHbIE, CYOKOPTHKAIbHBIE,

KOpTUKO—MenyusipHbie kucthl) [35, 58, 65, 75, 76, 106, 239, 272, 293].
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B mamem wucciemoBaHWM HE BBISBICHO pa3IWuMid B TPOTHO3e (PyHKIHMH
KOHTpajarepallbHOM TOYKKW TIpu HedyHKImoHupyromein oanocroponnert MK/III,
MEXIy TTallMeHTaMHt ¢ TPOBEICHHON HedpoypeTepIKToMuei u 6e3 Hee.

Jlpyrue aBTOpBI MOKa3aHUSIMH K Hepakromuu mpu oaHoctoponHerr MKJII
CUATAIOT  pe(]pakTepHyl0 K  aHTUTUIIEPTCH3UBHOM  TEpanuu  apTePUATIbHYIO
TUNIEPTCH3UIO, 3HAYMTEIIbHOE YBeIWYeHWe oO0beMa MYJIBTUKUCTO3HOW TIOYKH I10
pesynbTaram Y3U mpu mepBoM BbISBICHWH W B jauHamuke, manurausanuio (0,07%
Clly4aeB) MYJIBTHUKHMCTO3HOM MOYKU, aBTOPAMH OTMEUYEHO, YTO apTepUalibHOE JaBICHHE
HOpMaJIM3YeTCs Mmociie HeppakToMun npu ogaocroporneir MKJIIT [106, 119, 224, 271].

[To mamnbpiM G. Turkyilmaz u coasrt. (2021), HedpIKTOMUS MYITBTUKUCTO3ZHOM
IIOYKM NPH OJHOCTOPOHHEM ITOpakeHUM mnposeneHa y 8% wu3 112 mamumeHToB, mo
nanabiM C.S. Jorgensen u coaBT. (2023) — y 4% u3 96 aeteil. ABTOPBI yKa3bIBAIOT, UTO
CHABJICHUE YBEIWYEHHOW MYIBTUKUCTO3HOW IMOYKOM COCEAHUX TKAaHEW M OpPraHoOB C
HapylieHueM HUX (QYHKIIMU MOXKET SBIATHCS TMOKa3aHUEM K HEQPIKTOMUU MpU
onHoctoponHeir MK/II [173, 251].

Hamu oTMe4eHO OTCYTCTBHE MPHU3HAKOB TOYEYHOM HEJOCTATOYHOCTH Y
MalMEHTOB ¢ KUCTO30M MOYEK MpHU TyOepO3HOM CKJiepo3e B Bo3pacte 1 rom — 14 net, u3
HUX y mnpobanga 1 roma gumarHoctupoBaHa XbII ¢ HopmampHOU CKO
(94mm/mun/1,73M%), y 5 mereii B Bospacte Goiee 2 net — XBIIC! ¢ HopmanbHoit CK®
(3) u XBIIC2 (2). [lomy4yeHusie pe3yabTarbl OOCYXKIaTh C JIaHHBIMU JIUTEPATYPHI
3aTPYIHUTEIHHO U3—3a MAJIOTO KOJIMYECTBO 0OCIIEOBAHHBIX MAI[UEHTOB.

Hamu paccuntana BepOsSITHOCTh MOYEUYHOW BBDKMBAEMOCTU 1-JeTHEM, S—JIeTHEH,
10-netHeit, 15-nerneit u 17-netneit mo metony Kaplan — Meier (1958) y manueHTOB ¢
MOJIMKUCTO3HOU OO0JIE3HBIO TOUEK C ayTOCOMHO—/IOMHUHAHTHBIM THUIIOM HACJI€IOBaHMS,
kotopasi coctaBuiia 99,5%, 99,5%, 99,5%, 99,5%, 99%, cooTBETCTBEHHO, B OTJIUYHE OT
CHIDKCHHBIX TTOKa3aTesied BEpOSTHOCTH MOYEYHOM BbDKMBAEMOCTU 1—JieTHEH, S—eTHel,
10-nertneit, 15—netHeit, 1/-neTHelt y malueHTOB ¢ MOJMKUCTO3HOM OOJIE3HBIO TTOYEK C
ayTOCOMHO—PEIIECCUBHBIM THIIOM HacJeI0BaHus, KoTopas coctaBuia 85%, 85%, 82%,

82%, 79%, COOTBETCTBEHHO.
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KoncrarupoBano 2 eTanbHBIX UCXOJa ACTEH C MOJMKUCTO3HOM OONE3HBIO MOYEK
C ayTOCOMHO—JOMHHAHTHBIM THUIIOM HACIEAOBaHMS W 5 JieTeld C MOJMKHUCTO3HOMU
00JIE3HBIO TIOYEK C ayTOCOMHO—PEIIECCUBHBIM THUIIOM HACJICOBAHMSI.

Pe3ynbTaToB aHAJOTUYHBIX HMCCICAOBAHHMM IO PacdeTy BEPOSTHOCTH IMOYCYHOU
BbDKHBaeMocTH 1o Mmetony Kaplan — Meier (1958) y nereii ¢ mOJUKHCTO3HOM 00JIE3HBIO
MOYeK HaM HE BCTPETUIIOCHh, OJHAKO B JIMTEPAType IIMPOKO OOCYKIAroTcs (aKTOPHI,
CIIOCOOCTBYIOIIUE MPOTPECCUPOBAHUIO XPOHUYECKON OOJE3HU MOYEK M CHUKECHHIO
MOYCYHOM BBDKMBAEMOCTH IPH IMOJIMKMCTO3HOM Oosie3nu y mereit [23, 103, 113, 130,
134, 138, 139, 274, 307].

Hamu BmepBbI€ NMPOIEMOHCTPUPOBAHA JTOCTOBEPHOCTH PA3IMYUN BEPOSITHOCTH
MMOYCYHOU BBDKUBAEeMOCTH 1-JteTHer, S—nerHeit, 10—netueit, 15-meTueit u 17-nerHel B
Bo3pacte 1o 17 ner y nereit ¢ AIIBII u ¢ APIIBIL

[To pe3ynbraraM Hallero MCCIEIOBAHUS BEPOSTHOCThH MOYEYHOUW BBDKUBAEMOCTH
1-netneit, 5—netneit, 10—nernedt, 15-netne n 17-nmetHedt mo meromy Kaplan — Meier
(1958) y mamnmeHTOB ¢ TIIOMEPYJIOKHCTO3HOW Ooye3Hplo mouek coctaBmia 91,7% B
OTJIMYHE OT MOoKa3zaresel y manueHToB ¢ Hepponoptuzom: 92%, 92%, 92%, 77%, 77%,
COOTBETCTBEHHO. [lomydeHHbBIE pe3ylbTaThl 00CYKIaTh 3aTPyAHUTEIBHO, TaK KaK HAM
HE BCTPETWJIOCHh aHAJIOTUYHBIX UCCIICIOBAHU.

Ham He BCTpeTWSiOCh pE3ylbTaTOB  HCCIEAOBAHMA  JAEMOHCTPUPYIOIIMX
BEPOSTHOCTh BBIKMBAEMOCTH KOHTpajarepajbHON Mouku l-nerHeit, S—mnetHew, 10—
JIETHEN y TALMEHTOB C OJIHOPOCTOPOHHEN MYJIBTUKUCTO3HOW JUCILIA3UEH MO METOAY

Kaplan — Meier (1958), B namem uccienopannu oHa coctasuia 100%.
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BbIBO/bI

1. o pesynbraTam McCCIEIOBaHMS B CTPYKTYpPE HACIEACTBEHHBIX KUCTO30B MOYEK Y
300 nerelt yCTAHOBIICHO MpeoOiiajlaHke MOJUKUCTO3HOW Ooyie3HH moyek y 233
(77,7%) — c ayTocOMHO — JOMUHAHTHBIM TUTIOM HacienoBanus y 200 (66,7%), c
ayTOCOMHO — pelecCUBHBIM THIOM HacienoBanus y 33 (11%). Opdannbie
OJHOCTOPOHHSISI HE(PYHKIIMOHUPYIOIIAs MYJIbTUKUCTO3HASI AMCIUIA3Usl TOYKH,
He(pOHOPTHU3, TTIOMEPYIOKUCTO3HASI OOJNE3Hb MOYEK, KUCTO3HAsA OO0JIe3Hb MOYEK
npu TyOEpO3HOM CKJIEpO3€, HACIEACTBEHHBIX OOJIE3HSIX M CHUHApOMAax, IMpHU
XPOMOCOMHOM TaTOJIOTHH JUArHOCTUpOBaHbI y 67 (22,3%) neteii.

2. Ycranosneno u3 200 merelr B Bozpacte oT 1 mecsma go 17 jer 11 mecsmes ¢
IOJIMKUCTO3HOW OOJIE3HBIO MOYEK C ayTOCOMHO — JIOMHUHAHTHBIM THUIIOM
HacnenoBanusa y 40 (20%) no Y3U ouens panHee Hadayio (B Bo3pacte 110 18
MmecsieB), y 160 (80%) nereit panee Hayaio B Bo3pacte Oonee 18 mecsies.
PenansHoe manoBoaue ormeueHo u3 40 y 11 (27,5%) nereit ¢ oueHb paHHUM
BBISIBJIEHUEM TOYEYHBIX KUCT U YBEJIMYEHHEM 0011ero oobema nouek no Y3U, y 3
¢ cu"apoMoM IloTTep (rumoriasusi JETKUX C AbIXATEIbHON HEI0CTAaTOUHOCTHIO,
ManoBonue, AedopMmaluu Jnna, apsOnas ckiagdaras Koxka, aedopmainuu
KOHEYHOCTEH,  TOYeuHas  HEJOCTaTOYHOCTh).  KnmHudeckuit  deHotun
xapakTtepusoBaiica nmoyeuyHsiMu kuctamu (100%), yBenudyeHnuem ob1iero oobema
nouek o Y3U (59%), aprepuanbHoi runepreHsuend (26%), BHENOYEUHBIM
pacnionoxkenueMm kuct (9,5%), BpoxaeHHbiM (pubposzom meuenu (0,5%),
nueaoneppurom (32%). YV 42 nereil ¢ MONMKUCTO3HOW OOJIE3HBIO TMOYEK C
ayTOCOMHO — JIOMHHAHTHBIM THIIOM HACJIEJOBaHUA HWIACHTH(QHUIIMPOBAHBI
MaTOTeHHBIC BapUAHThI T€TepO3UTOTHRIX MyTaruii B reHax PKD1 (36/85,7%) u
PKD2 (6/14,3%). YV 26 u3 42 neredl yCTaHOBJIEHO OYEHb paHHEE Hayasio
NOJUKHUCTO3HOW OOJIE3HM TOYEeK C AayTOCOMHO — JIOMMHAHTHBIM THIIOM
HacnenoBanus, U3 HUx y 23 (88,5%) ¢ myrauueit rena PKD1 u y 3 (11,5%) ¢

myTanuent rena PKD2.
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3. YcranoBnensl y 33 nerteil ¢ opdaHHON MONMKUCTO3HOM OONE3HBIO IMOYEK C
ayTOCOMHO — PELECCUBHBIM THUIIOM HAcCJeI0OBaHUs KIMHUYECKUE (HOPMBI:
kiaccryeckas B 15% u gerckas ¢ ¢pubpo3om neuenu B 85% ciydaeB. PenanbHoe
mastoBoaue BeisiBiieHO y 17 (51,5%) u3 33 nmereit ¢ MONMKUCTO3HOW OOJIC3HBIO
MOYEK C ayTOCOMHO — PEIECCUBHBIM THIIOM HACIEAOBAHMS, M3 HUX Y 5 C
curapomoM Ilorrep. Knaccuueckas monukucTo3Hast 60J1€3Hb MOYEK C ayTOCOMHO
— PELIECCUBHBIM THUIIOM HAcCJeIOBaHUSA y 5 JeTeil ¢ peHalbHbIM MaJlOBOJHMEM
XapaKTepHu30Baiach TSKEIbIM CUHApPOMOM [loTTep ¢ OCTpBIM MOBPEKICHUEM
MOYEeK B HEOHATAIBHOM U TPYJHOM TEpUOAaX, KUCTAaMH B TOYKAX U
He(pomeranuen, yBEIWYEHUEM JKMBOTa M TemaroMerajiven, apTephalbHON
runepreHsueil. Jlerckas NOMUMKHUCTO3HAs OOJIE3Hh MOYEK C ayTOCOMHO —
pelecCUBHBIM THUIIOM HaclieqoBaHUs ¢ (GuUOpo3oM TmeyeHu y 28 jerei
NpOSIBISUIACh peHAIbHBIM MasoBoaueM (42,9%), kucrtamMu B TIOYKaxX U
Heppomeranuer  (100%), yBenuuenueM xkuBoTa (82%), aprepuaibHOU
runieprensueit (57,1%), BpoxaeHHbIM Gudbpo3oM mnedenu (85,7%), pacuiupeHuem
BHYTPHUIICYCHOYHBIX KCITYHBIX MPOTOKOB (78,6%), kmcro3zom meuenu (60,7%),
curapomom Kapomu (10,7%), curapomom moptaibHo#t runeprersuu (60,7%) ¢
BapUKO3HBIM  pacIIMPEeHHMEM BEH MHILEBOJAa M  JKEIyJAKa, [HILEBOJIHO—
KEIYIOUYHbIM KpoBoTeueHueM. JlurupoBanue QnedskTazuii numesoga u3 17
JeTell C CHUHAPOMOM MOPTAIBHON THMEPTEH3UMH TPHU TMOJMKHUCTO3HON O0se3Hu
IOYEK C ayTOCOMHO — PELECCHUBHBIM THUIIOM HAaclIeZIOBaHUS MPOBEACHO y 9
(52,9%). Unentudummposansl y 16 aetei ¢ TeTCKON MOIMKUCTO3HON 0OJIC3HBIO
[IOYEK C ayTOCOMHO — PELECCUBHBIM TUIIOM HaclieIoBaHUs ¢ (puOpo30M nedeHu
31 narorensniii BapuanT myrtauuu rena PKHDI1 B rereposurorHom (30) u B
TOMO3UTOTHOM (1) cocTosIHUM.

4. Unentudunuposansl y 11 u3 12 nereii ¢ opdhaHHBIM TIIOMEPYITOKHCTO30M TTOUEK
myraruu rena HNF1b (5), neneuus xpomocomsr 17q12 ¢ 3axBatrom rena HNF1b
(4), nurennas mytarus reHoB CLCNS u HNF1b (1), tpucomust xpomocomsr 9 (1).
VY 4 nereit ¢ nenenuelt xpomocombl 17q12 BapuaOenbHBIM MOYEUHBIN (HEHOTHI:

CYOKOPTHKAJIbHBIA TIIOMEPYJIOKHCTO3 TOoYeK (3), MyJbTHKHUCTO3HAs IUCILIa3uUs
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JeBOW He(PyHKIIMOHHUPYIOLIEH MOYKH U TIOMEPYIOKHCTO3 (DYyHKIMOHUPYIOLIEH
KoHTpanarepanbHoit (1); y 5 nmereéi ¢ marorenHoi wmyrainuedi rena HNF1b:
CYOKOPTHKAIILHBIA TJIOMEPYJIOKHCTO3 TOYeK (4), MYIBTUKHCTO3HAS UCILIA3US
npaBoil HEPYHKIIMOHUPYIOMIEH MOYKH U TIIOMEPYIOKUCTO3 (DYHKIIMOHUPYIOLIEH
KoHTpanarepanbHoit  (1). Bnenoweunslit d¢enotun y 12 mamueHTOB C
[JIOMEPYJIOKUCTO3HOM OOJIE3HBIO TIOYEK BKIIOYAJT YMEHBIICHHE pa3MepoB
MOJKEITyIOYHON JKesie3bl (3), TUIOMHCYAWHEeMHIO (4), rurnepriukeMuio (2),
TUIIEPIXOTCHHOCTh MapeHXUMBI (2) U KUCTHI reueHu (1).

CunapomanbHas TJIIOMEpPYIOKHCTO3HAs OOJE3Hb TMOYEeK YCTaHOBICHA y 6
nanueHToB npu AureHHon myTaruu renoB CLCNS u HNF1b mpu 6one3nu Dentl
(1), Tpucomuu xpomocombl 9 ¢ (HEHOTUIIOM TIJIOMEPYIOKHCTO3a OOEUX IOYEK,
MUKpouedanuen, 3aIep>KKOM pa3BUTHS, BPOXKICHHOM SKTONHEW 3padyka U
YaCTUYHOU arpoduell 3puUTeIbHOrO HEpBa CIIEBa, JBYCTOPOHHEW TYrOyXOCTbIO,
CKOJIMO30M, AaTOHUYECKH—aTOKCHYECKOH (OpMOIl JETCKOTro 1epedpaIbHOro
napaiuda (1), cuaapome aenerun 17912 (4).

5. JluarnoctupoBansl 'y 13 nerelt ¢ HeppoHOPTU30M KIMHHUYECKHE (HOPMBI:
napaatuaeHas — ORPHA:93591 (6) c BwIBICHWEM B paHHEM BO3pacTe
MOYEYHBIX KUCT, AHEMUH, MOJNYPUH, CHIDKCHHSI (PYHKIIMH TOYEK; IOBEHUJIbHAS —
ORPHA:93592 (6) ¢ oOHapy)XeHHEM B IIKOJILHOM BO3PACTE IMOYCYHBIX KHCT,
anemuu, XbIIC3-5; no3nustss — ORPHA:93589 (1) ¢ manudecranueii anemumu,
XBIIC4 n noueuyHsix KUCT B Bo3pacTe 17,51et. [Ipu reHeTH4eckoM UCCIeI0BaHUT
UACHTUGUUMPOBaHbl y 8 neTell ¢ HePPOHOPTU3OM JeNelusi XPOMOCOMBbI 2( ¢
3axBaroM reHa NPHP1 (3), nenerust xpomocomsl 12( ¢ 3axBatom reva CEP290
(1), myramuu renoB CEP290 (2), TMEM67 (1), INVS (1). CunapomMaibHBIH
HeppoHo(pTH3 ycraHoBiIeH y 2 nereir ¢ Meckel-Gruberd4 npu myramum rena
CEP290 (1) u Senior—Loken6 scieactsue del12q ¢ 3axsarom rera CEP290 (1).

6. BrisiBIIeHa OMHOCTOPOHHSS HE(QYHKIIMOHUPYIOIIAs MYJIBTUKUCTO3HAS JUCIIIA3US
noukn (ORPHA:97363) y 37 nereit mo Y3U B npenaransuom nepuone (34) u B
rpynaom  Bo3pacte (3). HedpoyperepskromMus MYIBTHKHCTO3HOW — IOYKH

nposefeHa u3 37 nered y 8 (21,6%). HMuBomonus HeyHKIIMOHHUPYIOMIEH



267

MYJIBTHKUCTO3HOM MOYKK y 29 manueHToB ycTaHoBieHa no Y3U npu poxaeHun
(3,5%), B BO3pacte 2 et (59,1%). V 29 nereit ¢ MyJIBTHKUCTO3HOW JUCIUIa3HEH
MOYKM  BBISIBJIGHA  KOMIIGHCAaTOpHash  rumneptpodus  QyHKIHOHHPYIOIIEH
KOHTpanarepainbHoi nouku mo Y3U mpu poxnenun (3,5%), B Bozpacte 2 ner
(45,5%). Y 18 (48,6%) nmereii ¢ OMHOCTOPOHHEH HEPYHKIIMOHUPYIOIICH
MYJIBTUKUCTO3HOW  JUCIUIa3Uedl  TMOYKM  JWarHOCTUPOBAaHA  MATOJOTHUS
KOHTpaJlaTepalibHOM TMOYKK (TUAPOHEPPO3, ypeTeporuapoHedpos, My3bIpHO —
MOUYETOYHUKOBBIM peditoKc, TUMomIa3us, KUCT03, CTEHO3 MOYEUHON apTepun ).

. C menpi0 ONTUMHU3ALMK JUATHOCTHUKM W BEACHUS TMAalMEHTOB pa3paboTaHa
cUCTeMaTHuKa HEe(QYHKIIMOHUPYIOLIEH MYIbTUKMCTO3HOW IUCIUIA3UM TOYKU C
YU4ETOM KIUHUKO—MOP(OIOTUYECKUX (POopM, HHBOMIOLUWHU, MYyTalldd TEHOB,
KOMITEHCATOPHOH TUTEepTOhUH, MaTOJIOTHN U (PYHKIIUU KOHTpaJaTepaibHOM.

. Iloueunsrit enorun npu tydepoznom ckiepo3ze (ORPHA:805) y 6 nmereit ¢
mytarusimu reHoB 1SC2 (5) u TSC1 (1) xapakrepu3oBaics CyOKOPTUKAIbHBIME U
mudy3HBIMU TTAPEHXMMATO3HBIMU KHCTAMH YBEJIMYEHHBIX B OObEME TMOYEK,
AHTMOMMOJIMIIOMAaMH,  KApUMHOMOW,  apTepUANBHOM  TUIEPTEH3UEH  C
BHETIOYCYHBIMU  MPOSABICHUSMU ((DOKaNIBbHOM 3aTBUIOYHOM dSHOWJICNICUEH U
CYIOPOKHBIM CHHAPOMOM, KOPKOBBIMH TyOepamMH U CyO3MeHIUMalbHBIMU
TUTaHTOKJIETOYHBIMU aCTPOLIMTOMAMH OOKOBBIX KEIYJAOYKOB TOJIOBHOTO MO3ra,
pabjoMuoOMaMu Cepjila, TUNOMMTMEHTAMEeH W THUIEPIUTMEHTAlUue KOXKH,
MHOKECTBEHHBIMH ramMapTOMaMH CETYaTKH, KOCOTIJIa3ueM, aHruopudpomamu
nuna, GudbpoMaMu OKOJIOHOTTEBBIMU U JECHEBBIMH ).

Onucanbl 0COOEHHOCTH KHUCTO3a TMO4YeK y 12 nmereil B CTpyKType OpQaHHBIX
HACJICJICTBEHHBIX CHHIPOMOB TMPH TMATOTCHHBIX MyTammsx B TeHax: PAX2
(Papillo —Renal); CHD7 (CHARGE); CEP290 (Meckel— Gruber4); nureHHOM
mytaiuu reHoB CLCN5 u HNF1b (Dentl) u mpu XpoMOCOMHOW MaTOJOTHH:
dell2q ¢ 3axBarom rena CEP290 (Senior —Loken6); dell7q (cunapom aenenuu
17q12); dell2p; TpucoMuu XpOMOCOMBI 9; BCIEIACTBHME HAPYIICHUS

metuaupoBanus KvLQT/LIT1 (Beckwith—Wiedemann).
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10. V neteit ¢ HacnencTBeHHbIMU KucTo3amu ycraHoBieHa XBIIC1 (c HopmanbHOIM
CK®) ¢ nporpeccupoBanuem a0 C2—-C5. Crparudunuponana Tspkects XbII u3
200 y 190 nereit ¢ AIIIBII B Bo3pacte 6omnee 2 mer: Cl1 ¢ HopmanbHOU CK®D
(92%), C2 (5%), C3 (2%), C4 (0,5%), C5 (0,5%). 13 10 nereii ¢ XBII B Bo3pacte
menee 2 aet ¢ AHAIIBIT y 9 nopmansnas CK®, y 1 camxkena. CtparuduiipoBaHa
TsoxecTh XbBII u3 33 y 28 nereir ¢ APIIBII B Bo3pacte Oonee 2 ner: Cl ¢
HopManeHoit CK® (10,7%), C2 (42,86%), C3 (28,57%), C4 (14,3%), C5
(3,57%). Y 5 nereit ¢ knaccuueckoit APIIBIT auarnoctuposan cunapom Ilorrep
c OIIII, leTabHBIM UCXOJIOM Ha IIEPBOM IOy KU3HHU.

11. Crpatudunuponana Tsokects XbII1 y 8 nereit ¢ rmomMepynoKUCTO3HOM O0JIE3HBIO
nodek B Bo3pacte Oosee 2 set: Cl (1 ¢ nopmansuoit CK®), C2 (6), C4 (1). YV 4
nereid B Bo3pacte Menee 2 ser CK® wnopmanbHas (1), cHuxenHas (3).
VYcranosneno nporpeccuponanue XbIIy 10 neteit ¢ HedpoHodTHU30M B BO3pacTe
oosee 2 met go C2 (1), C3 (4), C4 (2), C5 (3). Camxenue CK® y 3 neteit ¢
He(POHOPTU3OM B BO3pacTe MEHee 2 JIET, € JIeTaabHbIM ucxoaom (1).

12. CtpatudunupoBana Tsxectb XbIl 3 37 y 21 mauumeHta ¢ OIHOCTOPOHHEH
MYJIbTUKMCTO3HOM AMCIUIa3uell mouku B Bo3pacte Oosee 2 ner — Cl coxpanHas
byHkus KoHTpanaTepanbHoi mouku (42,9%), cawkennas g0 C2 (28,6%), C3
(23,8%), C5 (4,7%). U3 16 neteit B Bo3pacTte MeHee 2 JIET C OJHOCTOPOHHEH
MyJIBTUKUCTO3HOM  auciiasued 1moukn y 14 HopmanmpHas ~ CKO
KOHTpayiaTepaibHOM TOUYKH, y 2 cHkeHa. CrtpatuduimpoaHa Tsxectb XbII
npu TyOepo3HOM CKJIepo3e u3 6 y 5 manueHToB B Bo3pacte Oosee 2 net: Cl (3),
C2 (2).

13.Paccuntannas no merony Kaplan — Meier (1958) BeposSTHOCTH MOYCUHOMH
BBDKMBAEMOCTU 1—neTHel, S5-nerneit, 10-nernei, 15-netHeit u 17-netHet y
nereit ¢ AJITIBIT cocraBuma 99,5%, 99,5%, 99,5%, 99,5%, 99%, y nmerteit ¢
APIIBIT 85%, 85%, 82%, 82%, 79%, cooTBeTCTBEHHO. BEeposSTHOCTH MOYEUHON

BBDKMBaeMOCTH 1-etHel, 5—netneit, 10—netneit, 15-netneit u 17-netHeit y
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JeTel ¢ TIIOMEPYIOKHCTO3HOM OoJe3Hpto modyek coctaBuia 91,7%, y gereit ¢
Hepponodtuzom 92%, 92%, 92%, 77%, 77%, cooTBeTcTBEeHHO. BeposTHOCTH
BBDKMBAEMOCTH KOHTpPAJIATEPAIBHOM TMOYKH |-JeTHel, S—neTHeil, 10—netHen y

JIETe ¢ OAHOPOCTOPOHHEW MYJIBTHKMCTO3HOM IUCIUIA3MEW IIOYKH COCTaBUIIA

100%.
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HPAKTUYECKHUE PEKOMEH/JAIIUU

1. JInsg onTUMHU3alUKA JUATHOCTUKH HACIEACTBEHHBIX KHCTO3HBIX OOJE3HEH TOYeK H
MIEPCOHAIM3UPOBAHHOIO BEJICHHUS JIETE B COOTBETCTBUM C  YTBEPKICHHOU
KoHuenuuen npeIuKTUBHOW, NMPEBEHTUBHOW M NEPCOHAIN3UPOBAHHOM MEIHUIIMHBI
(ITpuxkaz M3 P® ot 24.04.2018r. Nel86) pekoMeHIOBaHO MOJIEKYJISIPHO—
F€HETUYECKOE HCCIIEIOBAHUE TI0 BHUAY BBICOKOTEXHOJIOTUYHOM MEAUIUHCKOM
oMoty — «Hedposorus» B cooTBercTBUU ¢ IlocTanosnenuem IlpaButensctBa PO
«O IIporpamme rocymapCTBEHHBIX TrapaHTHil OECIIATHOTO OKa3aHWs TpakKIaHaMm
MeIUIMHCKOW oMoy Ha 2025 roa v Ha maHoBbId nepuond 2026 u 2027 rogos» OT
27.12.2024 Ne 1940.

2. Y neauaTpuyeCKUX MAIlMEHTOB C HACJIEACTBEHHBIMH KHUCTO3HBIMH OOJIE3HSIMU MOYEK
MOKa3aH KOHTPOJIb  [MOYEYHOM  (PYHKIMM C  y4ETOM  BBICOKOTO  pHCKa
IPOrpEeCcCUPOBaHUs XpPOHUUECKOH Oone3Hu novyek ot Cl (¢ HOpMaIbHOW CKOPOCTHIO
KIIy0oukoBO# unbTpanun) 10 C2-5.

3. [lepconanu3upoBaHHBIA TMOAXOA K BEACHHUIO TMAlMEHTOB C HACJIEICTBEHHBIMHU
KUCTO3HBIMU  OOJIE3HSIMH TIOY€K OCHOBAaH Ha aHaIW3e WHIAUBUIYaITbHBIX
TEHETUYECKUX OCOOEHHOCTEH, WACHTU(UIIMPOBAHHBIX MATOTCHHBIX BapHaHTaX
MyTallud B T€Hax W XPOMOCOMHOW MAaTOJOTHHM, IOYEYHOIO U BHEMOYEYHOTO
dbenotuna, coctossHus (QyHKIMU T1oYeKk: npu mporpeccupoBanun XBIIC1 (c
HopMmasibHO CK®) no XBIIC2-5; Ha BbIOOpE KOHCEPBATUBHOM KOPPEKIIHMH
HApYIIEHHBIX TOMEOCTATUYECKUX (DYHKIMI MOYEK WJIM 3aMECTUTEIHLHON MOYEeYHOM
Tepanuu MeToaoM auanuia u npu XbIIC4, CS5 TpaHCcIUTaHTaUKY OYKH.

4. IIporHo3upoBaHue OCOOEHHOCTEW COCTOSIHUS 3J0pPOBbSI B OyaylleM y JeTel ¢
HACJICICTBEHHBIMH KHCTO3HBIMH OOJIE3HSIMU TMOYEK TpeOyeT MPOBEACHUS OIECHKH
KJIMHUYECKOTO TOYEYHOTO M BHEMOYEYHOro (EHOTUIIOB W TEHOTHMA, (PYyHKIIMH

IMOYCK, UCCIICAOBAHUSA BCPOATHOCTHU MMOYCUYHOM BBIKMBAEMOCTH IIO MCTOY Kaplan—

Meier (1958).
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5. Ins mneauaTpuYecKOW NPAKTUKH NPEIJIOKEHA CUCTEMATUKA MYJIBTHKUCTO3HON
JUCIUIa3UM Y JEeTe C Y4eTOM KIMHUKO—MOp(}OoIOoruueckux (opM, HHBOIIOIUU
MYJIbTUKUCTO3HOM TIOYKH, MYyTallMM TEHOB, KOMIICGHCATOPHOW TUNEpTPOQUH,
NaTOJIOTUH U (PYHKIIMK KOHTpajJaTepaIbHOM.

6. Y nereil ¢ HacIeACTBEHHBIMH KHCTO3HBIMM OOJIE3HSAMH IIOYEK PEKOMEHIOBAH
MEXIUCIUIUIMHAPHBIA MOAXO0J K BEIEHUIO JETe NeauaTpoM, HepoiIorom,
YpOJIOTOM, TaCTPOIHTEPOJIOrOM (TENaToJIOroM), o(pTaabMOIOIOM, OTOJIAPUHTOJIOIOM
(cypiosioroM), HEBpPOJIOTOM, KapAHOJIOTOM, JHIOKPHUHOJOIOM,  COCYIUCTBIM

XUPYPTOM.
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CIIMCOK COKPAIIEHUI

Al — apTepuanbHas runepTeH3us

AJl — apTepualibHOE J1aBICHUE

AJIIBIT — monmukucro3Has O0Jie3Hb IMOYEK C AyTOCOMHO — JIOMHUHAHTHBIM THUIIOM
HaCJICJOBAHUS

ATBII — ayrocoMHO—TOMUHAHTHAs! TyOyJIOMHTEPCTUIIMATbHAS O0JIE3Hb MMOYEK
AII® — aHTHOTEH3HUH — IPEBPALLAIOIINNA (PEepMEHT

APIIBII — nonukucto3Hass 0O0J€3Hb MOYEK C AYTOCOMHO — PELECCUBHBIM THUIIOM
HAaCJICIOBAHUS

BOH — 6enkoBo — 3HEpreTryecKas HeI0CTaATOYHOCTh

BIDKII — BHyTpUIIEUEHOYHBIE KEITUYHBIE TPOTOKU

BIIC — BpoxkaeHHBIN OPOK cepAana

'] — reMmonmnanus

['KBII — rinomepynokucTo3Has 00Jie3Hb MOYEK

JAJl — mnacToM4eckoe apTepuaibHOE TABICHUE

JAMXII — nedext Mexokeny109K0BOM MeperopoaKu

JAMIIII — nedext MexnpencepIHON MeperopoaKu

JIH — npixaTenbHas HEIOCTAaTOYHOCTD

JIHK — ne3okcupnOOHyKIIEMHOBAs KUCIOTA

JUII — nerckuii nepedpaibHbIN napaany

3BYP — 3anepkka BHyTpUyTpOOHOTO pa3BUTHS

3IIT — 3amMecTUTENBHAS TOYEYHAS TEPAITUS

NBJI — uckyccTBEHHAs] BEHTUJIISLIMS JIETKUX

KM/I — xopkoBo — Mo3roBas auddepeHITupoBKa

KII — koHTpasarepanbHas mouka

KT — xommnberoTepHas Tomorpadus

MK — MakcumanpHast KUCTa

MEKZIT — MynbTUKHCTO3HAS JUCILIA3US TOUKH



273

MKII — MmyJIbTUKHCTO3HASA OYKA

MPT — MarHuTHO — pe€30HAHCHAS TEpaIUs

OOII — o6mmit (cymMMapHBIif) 00beM IMOYEK

OIIII — ocTpoe MOBpEXICHHUE MTOUYEK

ITJI — nepuTOHEAIBHBINA TUATIN3

[IMP — ny3pIpHO — MOYETOYHUKOBBIN pEQIIFOKC

[ITT — napatupeorIHbIN TOPMOH

CAJl — cucronmyeckoe apTepuaibHOE TaBICHUE

C/IP — cuHapOM JIBIXaTeNIbHBIX paCCTPOUCTB (PECIUPATOPHBIA JUCTPECC — CUHIPOM)
CKA/I — caMOCTOSITENbHBIN KOHTPOJIb APTEPUATIBHOTO TABICHUS
CK® — ckopocTh KiIyOOUKOBOW (PUIIbTpALIuU

CMA/I — cyTO4HBI MOHUTOP apTEPUATIBLHOTO JABJICHUS

CIII" — cuHapOM NOPTaIBbHON TUIIEPTEH3UU

Y 3U — ynpTpa3ByKOBOE UCCIEAOBAHUE

OCI'C — pokaapHO — CeTMEHTaPHBIN IIIOMEPYIOCKICPO3

XBIT — xpoHnueckast 001€3Hb MOYEK

HAM® — nukiaudeckut aieHo3suHMoHodochar

HHC — nenTpanbHas HEpBHas cUCTEMa

YA3H — yactuuHas arpodus 3puTENBHOTO HEpBa

YJIC — yaiieuHo — JIOXaHOYHAasi CUCTEMa

OI'IC — »30(aroracTpo1yoeHOCKOIHS

9XO — KTI" — axokapauorpadus

ADPKD - autosomal dominant polycystic kidney disease

AD — ayToCOMHO — TOMUHAHTHBIM TUI HACJIEIOBAHUS

ADTKD - autosomal dominant tubulointerstitial kidney disease
AR — ayTOCOMHO — pelieCCUBHBIN THUIT HACJIEI0BaHUS

ARPKD — autosomal recessive polycystic kidney disease
CAKUT - congenital anomalies of the kidney and urinary tract
FISH — fluorescence in-situ hybridization (payopectienTHas rubpuau3sarms in Situ)

MELD — model for end-stage liver disease
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METAVIR — meta — analysis of histological data in viral hepatitis
MODY - maturity onset diabetes of the young

MTOR — mechanistic target of rapamycin

NPHP — nephronophthisis

NPHP-RC — nephronophthisis — related ciliopathy

PELD — pediatric for end—stage liver disease

RCAD - renal cysts and diabetes syndrome

TKYV - total kidney volume

VEO - very early onset
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OmnpeneneHue CKOPOCTH KIyOOUKOBOM (uubTpanuu y JeTedl M MOAPOCTKOB:
TeopeTuueckue u npaktuueckue acrektol / C. B. baiiko, E. H. Kynakosa, M. E.
Axkcénona [u ap.] // Hedponorus u nuanus. — 2024. — T. 26. — Ne 2. — C. 186 — 203.
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