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Kyrbipsio Upuna IayapaoBua
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ACCOLIMUPOBAHHBIX C OPOAHHBIMU CUHIPOMAMMU
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PaGora BeImoNHeHa Ha Kadeape QakyIbTETCKON TmeauaTpuu (eaeparbHOTO TOCYAapCTBEHHOTO
OIO/KETHOTO 00pa30BATENBLHOTO YYPEXKACHHUS BbICIIEro oOpasoBanus «CaHKT-IleTepOyprekwii
rOCy/IapCTBEHHBIA MEANMATPUYECKUI METUIIMHCKUN YHUBEPCUTET» MMUHHCTEPCTBA 3/1paBOOXPAHEHUS
Poccniickoit enepanuu

Hay4yHblii pyKOBOAUTE/Ib:

CaBenkoBa Hanexna JImurpueBHa — 3acinyxeHHblid Bpau Poccuiickoit @enepaiiuu,
JIOKTOP MEIUIIMHCKUX HAyK, Ipodeccop

O(l)I/IIII/IaJILHLIe OIINMIOHECHTHBI:

HacraymeBa Tarbsina JleonmgoBHa — 3aciyKeHHBI Bpad Poccuiickoit ®denepanuu, TOKTOP
MEIMIMHCKUX HaykK, mnpodeccop, ¢eaeparpHOe TOCYJapCTBEHHOE OIOKETHOE 00pa3oBaTeiIbHOE
yupexAeHue BbICIIEro oopa3oBaHus «BOpOHEXKCKUI rocyJapCTBEHHbI MEAMLIMHCKUI YHUBEPCUTET
umenn H.H. Bypaenko» MunuctepctBa 3apaBooxpaHenus Poccwiickoit @enepanum, kadeapa
TOCHUTAIBHOM NMeIUaTpuy, 3aBeAYIOIIas

3aiikoBa Haraaba MuxaiiyloBHa — JIOKTOp MEAMLMHCKUX HayK, JOLEHT, ¢eaepaibHoe
rOCy/IapCTBEHHOE aBTOHOMHOE O0pa30BaTeIbHOE YUPEKIACHHE BBICIIETO 0Opa3oBanus «Poccuiickuii
HallMOHAJIbHBIM  MCCIENOBATENbCKUN  MeIMUMHCKUKA  yHuBepcuter uMenun H.W. Iluporosan
MunuctepcerBa 3apaBooxpanenus Pocculickoit @enepanuu, kadeapa HTHHOBALIMOHHOW NEIUaTpUU U
nerckoit xupyprun DJIIO, npodeccop; obocobieHHOE CTPYKTypHOe mnoapaszaeneHue «Hayuno-
UCCJIEN0BATEIbCKUN KIMHUYECKUM WHCTUTYT IEAUaTpPUM W JETCKOM XUPYpPrMHM HMEHM aKaJeMHUKa
IO.E. Benbruiesa», npueMHOE OTAEICHHE, 3aBEAyIOIIas

Benymas opranmsanus: deaepaabHOe rocyIapcTBEHHOE OI0PKETHOE 00pa30BaTeIbHOE YUPEXKICHUE
Belcuiero  obOpasoBaHuss ~ «OpeHOyprckuil  rocyJapCTBEHHbBIM — MEIUIMHCKUN  YHUBEPCUTET)
Munucrepcrsa 3apaBooxpanenus Poccuniickoit @enepanun

3ammra quccepranuu coctoutcs «15» mas 2024r. B 10-00 wacoB Ha 3aceaHUM JAUCCEPTAIIMOHHOTO
coera 21.2.062.02 na 0a3ze QenepaabHOro TroCyIapCTBEHHOIO OOHKETHOrO 00pa3oBaTeIbHOIO
yupexJeHus: Bbicuiero oOpa3oBaHus «CaHkT-IlerepOyprckuili rocynapCTBEHHBIH NEAMATPUUECKHM
MEAMIMHCKUI yHUBEpcUTET» MuHHCTEepCcTBa 3apaBooxpaneHust Poccuiickoit @enepaunu (194100, r.
Canxrt-IlerepOypr, yiu. JIutoBckas, 1.2).

C nuccepranueid MOXHO 03HaAKOMUThCS B HayuyHoi 6ubanoreke ®I'bOY BO CIIGITIMY Munsapasa

Poccun (194223, r. Cankr—IlerepOypr, np. Mopuca Topesza, aA. 39) u Ha caiite ®I'BOY BO
CIIOI' TIMY Munznpasa Poccun http://gpmu.org

ABTOpedepat pa3ociaH «__ » 2024r.

VY4eHslil cekpeTapb
JMCCEPTALMOHHOTO COBETA,
JOKTOp MEIULIMHCKUX HAYK, JOLEHT TeiproBa Jltogmuna BuktopoBHa
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OBIIASA XAPAKTEPUCTHUKA PABOTBI
AKTYyaJIbHOCTB NPOOJIeMBbI

AKTyallbHOCTh MpOOJEeMbl OOYCIIOBI€Ha OCOOCHHOCTSMHU PpAa3BUTHS, TEYEHHS U HUCXOAa
BPOXKJICHHBIX aHOMAJIHMK Mouek W ModeBbiBomsAmx mytei (BAIIMIT)/ congenital anomalies of the
kidney and urinary tract (CAKUT), BBICOKMM PHCKOM IMPOIPECCHPOBAHUS XPOHHUYECKOH OOJIE3HH
nouek (XBII) y narentoB B perckom Bo3pacte (dnuu B.B. u ap., 2017; BsuikoBa A.A. u ap., 2019;
Gabriele M.M., 2019; 3aiikoBa H.M., 2020; Chevalier R.L. et al., 2023).

B Hedponoruu B coorBercTBuM ¢ kiaccupukanuein NKF-K/DOQI (2002, 2003), BAIIMII y
nereir B Bozpacte Oosiee 2 ser cuntaroT K XBII Cl ¢ moBpexacHHEM IMOYEK W HOPMAaJbHON WU
NOBBIIIEHHOW  CKOpPOCTBhIO  KiyOoukoBoM — ¢unbrparmu  (CK®), mnpu  cHmxennor CKOD
crpatudunupyrot Tsukecth XBIT C2-5 (Hogg R.J.et al., 2003; Bsuikoa A.A. u ap., 2019; Baiiko C.B.,
2020; LiJ. et al., 2020; Kynakora E.H., Hacraymesa T.JI. u ap., 2021).

Tepmunosorust u cucremaruka BAIIMII BBenensl B nutepatypy A.J. Barakat u J.G. Drougas
(1991), nomonuenst E. Winnicki u H. Copp (2019). BAIIMII BrisiBnsitor o Y3U B nepuHaTaabHOM
nepuozie, y HOBOPOKIEHHBIX, TPYIHBIX U neTeill panHero Bo3pacrta ([lamasu A.B., CaBenkoBa H./I.,
2008; Haddad M.N. et al., 2019; Ymanarora M. U. u ap., 2020; Li J., 2020;). I[Ipu mosaexyssipHO-
TEHETUUYECKUX MCCIIeIOBAHUAX Y JIETEH YCTAaHOBJIGHBI MYyTAllMM T€HOB, OTBETCTBEHHBIX 3a Pa3BUTHUE
U30JMPOBaHHbIX M cuHApoMabHBIX BATIMII npu opdannbix 6onesnsx (Nicolaou N. et al., 2015;
Sanna-Cherchi S. et al., 2018; Tomasi L.De et al., 2017; Adam M.P. et al., 2020; Goodier P. et al.,
2022; Ganesan N. et al., 2023).

[Toueunslii porHo3 y nereil ¢ couetanHbiMu BAIIMII (aByCTOpPOHHSS TUIOMIA3US MOYEK,
ypeTeporuipoHedpos, my3bpHO-MoueTOUHUKOBBIH pedutoke (IIMP) u pedurokc-nedponatus (PH)),
HeOnmaronpusaTHeIE B cBsa3u ¢ mporpeccupoBanueM XbII nmo C 4-5 u  HeoOXOAMMOCTHIO
3aMecTHTEIbHON moueyHoi Teparnuu (3opun U.B., 2014; Ishikura K. et al., 2016; 3aiikosa H.M., J{nun
B.B., 2017; Maxkaposa T.I1. u ap., 2021). B stuonorudeckoii crpykrype XbBII y nereit npeobnamarot
BPOXKJICHHBIC M HAcJeICTBeHHbIC 3a00seBanus nmouek (JIsicoa E.B., CaBenkosa H./I., 2017; Emma F.
etal., 2022; BsuikoBa A.A. u ap., 2021).

Crenenb pa3padOTAHHOCTHU TeMbI HCCJIEI0BAHUS

C MoMeHTa BBEIEHUsI TEPMHUHOJIOTMM U cucTeMaTuku coueTaHHblx BAIIMII, ux ctpykrypa y
NeANaTPUYECKUX MallMEeHTOB aKTUBHO M3ydaeTcs. B oTedyecTBeHHON U 3apy0OexHON JIuTepaTrype Ham
HE BCTPETWIOCh paboT MO pe3yiabTaTaM CPAaBHUTEIBHOI'O HMCCIEIO0BaHUS OCOOEHHOCTEH CTPYKTYpHI,
¢deHotuna, noueyHoM (yHKUMM U BbBDKMBaeMocTd, ImporpeccupoBanus XbBII y gerelr ¢
U30JIMPOBAaHHBIMH U aCCOLIMMPOBAHHBIMU C ophaHHBIMU cuHApoMaMu BATIMIL.

MyTanuu TeHOB, OTBETCTBEHHBIX 3a pa3sutne BAIIMII y nerelt, BeusiBmsror B 10 — 16%
(UrunatoBa M.C. u ap., 2014; Brophy P.D. et al., 2017; Kohl S. et al., 2021; Emma F. et al., 2022;
Goodier P. et al., 2022; Haffner D. et al., 2023). IIpexacTaBnsieTcss BaKHbIM TPOBEJCHUE aHAIN3a
¢deHoTHna, MOYeYHON (YHKLIMHU U BBDKMBAEMOCTH y feTel ¢ couetaHHbIME BAIIMII npu opdanubix
CUHApPOMax, 00yCJIOBJIEHHBIX MyTallUsIMU T'€HOB.

B oredecTBEHHOH JMTEpaType HE BCTPETHIIOCH PE3YNIbTATOB CPABHUTEIBHBIX HCCIIEJOBAHHUN
noyeyHoi QpyHKuMU M BbDKMBaeMocTH 1o Metony E. L. Kaplan — P. Meier (1958) y neauarpuueckux
narueHToB ¢ u3oaupoBanHbiMU BATIMII u accormupoBanHbIMU ¢ Op(haHHBIMU CHHAPOMAMH.

ean uccaenoBanusi

N3yunth 0COOEHHOCTH (EHOTHIIa H30JIMPOBAHHBIX M ACCOLMHPOBAHHBIX C Op(haHHBIMU
CUHAPOMAaMH BPOXJCHHBIX aHOMAJIMM MOYEK M MOYEBBIBOJALIMX IMyTEeH, MOUYEUHYIO (PYHKIHIO U
BbDKMBaeMocTh 1o wmerony E. Kaplan—P.Meier (1958) y mnenmaTpuyeckux MNAnMEeHTOB IS
MIPOTHO3UPOBAHUS MPOTPECCUPOBAHMS XPOHUUYECKON OOJIE3HU TOYEK.
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3agauu uccjaea0BaHus

1. OueHUTH CTPYKTYpPY U30JIMPOBAHHBIX BPOXKJICHHBIX aHOMAJIUN MMOYEK U MOUYEBBIBOISAIINX ITYTEH y
NEeIUATPUICCKUX MTAIUCHTOB.

2. BpIBUTH OCOOCHHOCTHM KIMHHYECKOTO (EHOTHIIA, TEYCHUsS HW30JIMPOBAHHBIX BPOMKICHHBIX
AHOMAQJIMH TOYEeK W MOYEBBIBOISIIUX MyTeH, ()eHOTUNAa W TEHOTUNA ACCOIMMPOBAHHBIX C
op(haHHBIMH HACJIEICTBEHHBIMH CHHAPOMAMH BCJIEJCTBHE MYTallMd TEHOB IO pe3yiIbTaTaM
MOJICKYJISIPHO-T€HETHYECKOTO HCCIIEJOBAHUSI.

3. ITlpoBecTn  cpaBHUTENBHOE  WCCIeAOBaHHWE  (YHKIIMOHAJIHHOTO  COCTOSHHUS  TIOYEK U
MPOTPECCUPOBAHUSI B XPOHHUYECKYIO Oosie3Hb modyek C2-5 y meauaTpudecKux NAIlHeHTOB C
W30JIMPOBAaHHBIMU M aCCOIMUPOBAHHBIMH C Op(QAHHBIMU CHHIPOMAMH  BPOXKICHHBIMU
AHOMAJTUSIMU TIOYEK U MOYCBBIBOSIINX TyTEH.

4. MWccnenoBaTh MOYCUHYIO BRKHBaeMOCTh 1o Metony E.Kaplan—P.Meier (1958) y neauatpuyeckux
MAIMEHTOB C W30JMPOBAHHBIMU M aCCOIMUPOBAHHBIMH C Op(aHHBIMU CHHAPOMAMH BCJICICTBUC
MYTaIlH T€HOB BPOXKJICHHBIMH aHOMAJIASIMU TI0YE€K ¥ MOYEBBIBOISIINX ITYTEH.

Hayunasi HoBU3HA padoThI

[TonydeHbl HOBBIC TaHHBIE, IEMOHCTPUPYIOLINE OCOOEHHOCTH CTPYKTYPbI, YACTOTHI COYETAHUS
KJIMHUYECKOTO (EHOTUNA HW30JIMPOBAaHHBIX M ACCOIMHPOBAHHBIX C Op(aHHBIMH CHHIPOMAMH,
COYETaHHBIX BPOKACHHBIX aHOMAJIMI MOYEK U MOYEBBIBOIALLIMX yT€H Y IEANATPUUECKHUX MTALIUEHTOB.

Bnepseie B cTpykrype wuzonupoBaHHbix BAIIMII y nereil ycraHoBieHo mnpeobiiajgaHue
aHomanuii mouek, [IMP, ypereporuaponedposa/ ruaponedposa (YI'/I') u yactota ux coyeTaHus.

[Tokazano npeoOnajsaHue aHOMaluiM IMOYEK y JAETed U MoApocTKoB B cTpykrype BAIIMII,
accoruupoBanubix ¢ opdanueiMu cuaapomamu (CHARGE, Fraser tum 1, Pierson, Lowe, FOXP1,
Schuurs—Hoeijmakers, Dent 2, VACTERL accomuarnust, Renal-Coloboma; Illepemesckoro—TepHepa,
Down/ Tayna), Renal hypodysplasia/ aplasia 3 tuma;

BnepBble B pe3ynbTare CpaBHUTENBHOTO MCCIEAOBAHUSA IOJIYYE€Hbl HOBBIE JIaHHBIE,
nemoHctpupytomue mnporpeccupoBanne XbII or Cl (¢ coxpannoit CK®) po C2-5 mnpm
M30JIMPOBAHHBIX U aCCOLMUPOBAaHHBIX ¢ opdanubiMu cuaapomamu BAIIMII y neteit B Bozpacrte Ooiee
2 ner.

BnepBrie wuccienoBaHa BepOSTHOCTH S-neTHedt, 10-metHedt u  15-meTHel moOdYeUHOM
BeDKMBaeMocTH 1o Metoay E.Kaplan—P.Mier y nmeteit B Bo3pacte Gosee 2 JeT ¢ H30JIMPOBAHHBIMHU
BAIIMIL. IlpuBenena BeposiTHOCTh S-neTHel u 10-netHelt coxpannoctu ¢pyHkiuu noyek (XbBII C1 c
HOopManbHBIM ypoBHeM CK®) y nereit B Bo3pacte Oonee 2 sner ¢ BAIIMII, accormupoBaHHBIMH ¢
opdaHHBIMH CHHAPOMAMHU.

Teopernueckasi 1 NPaKTHYECKasi 3HAYUMOCTb PadOTHI

Teopernueckass 3HAUMMOCTb  IOJIYUEHHBIX  pE€3yJIbTaTOB  JUCCEPTALMOHHOH  paboThI
3aKJII0YAETCs B YIIyOJI€HHOM M3YYeHUU CTPYKTYphl, 0COOEHHOCTEH (PeHOTHNA M TeHOTUIIa, TOYEYHOH
(GYHKIIMM ¥ BBDKMBAEMOCTH y JETE€H C H30JUMPOBAHHBIMU U ACCOIMHUPOBAHHBIMU C Op(aHHBIMHU
cuapomamu BAIIMIIL. Ilpu cpaBHMTENBHOM HCCIEOBAaHMU MOKa3aHbl y JeTeid mnpeobianaHue
aHomanuii nouek, [IMP, VI/I', wacrora ux coderaHuss B cTpykType u3oiupoBaHHbIx BAIIMII u
npeobiananue anomanuit moyek npu BAIIMII, accoumupoBaHHbIX ¢ Op(PaHHBIMUA CHHIPOMAaMH.

Pesynbrarhl auccepTalimoHHOW pPaOOTHI BOCIOJNHSIOT CBEACHUS O (EHOTHIE, MOYCYHOUH
¢yHKIMM W BBDKMBaeMocTH y jereil ¢ coderaHHsiMM BAIIMIIL, u30onmupoBaHHBIMH |
ACCOLIMHMPOBAHHBIMHU C Op(aHHBIMH CUHIpoMamu. /laHHBIE HCCleAOBaHUSA MOYEYHON (GYHKIMH U 5-
netHed, 10-neTHel n 15-1eTHEN BEpOSITHOCTH BBDKUBAEMOCTH PACIIUPSIOT NIPEACTABIEHUS NIEANATPOB
1 He(dposoroB o nmporuozupoBanuu nporpeccupoBanusi XbIl y neret ¢ n3onupoBanubiMu BATIMII.
OOGOCHOBaHO M MPEUIOKEHO NPOBOIUTH MNEAUATPUUYECKUM TAallMEHTaM C HW30JIMPOBAaHHBIMH U
aCCOLMUPOBAHHBIMH ¢  opdaHHbIMUH  cuHapoMamMu BAIIMII  MonekyssipHO-TeHETHYECKOe
UCCIIEIOBAaHME IO BUAY BBICOKOTEXHOJOTMYHOW MEIUIIMHCKOM TMoMomM — Hedponorus B
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cootBercTBUU ¢ IloctanoBnenuem IlpaButensctBa PO «O Ilporpamme rocynapCcTBEHHBIX TapaHTHI
OecIiaTHOTO OKa3aHMs TpakIaHaM MEAUIIMHCKON momomy Ha 2023 ronx U Ha maHoBBIN niepuoy 2024
u 2025 rogos» ot 29.12.2022 Ne2497.

C uenbl0 ONTUMH3ALMK JUATHOCTUKU, OIpPEACIICHUs] CTpaTernd KOHCEPBATUBHOIO U
xupypruueckoro sedenust aersm ¢ BAIIMII, BbISIBICHHBIMU IO YIBTPAa3BYKOBOMY CKPHUHUHTY B
NepUHATAIBLHOM TEPHUOJIE, Y HOBOPOXKJICHHBIX U TPYAHBIX J€TEH, PEKOMEH0BaHA FOCHUTAIN3ALUS B
NepPUHATATIBHBINA LEHTP WK CIIEHUAIU3UPOBAHHBIE HE(PPOIOTUYECKUI U YPOIOTHUECKUN CTAllMOHAPBI.
PekoMeH0BaH MEXIUCIUIUIMHAPHBIA TMOAXOJ HAa amOylIaTOpHOM JTame K BEACHUIO JAETel ¢
M30JIUPOBAaHHBIMH ¥ aCCOIMUPOBaHHBIMH ¢ opdaHHbIMU cuHapomamu BAIIMII neamarpom—
HE(POJOTOM, YpOJIOTOoM, OQPTATEMOJIOTOM, CYpPIOJIOTOM, HEBpojioroMm, kapawoiorom. C ydeTom
BbICOKOTO pucka mporpeccupoBanusi XbII y nereit ¢ BAIIMII noka3zan nuHaMU4YeCKUA KOHTPOJb
(GyHKINU TTOYEK.

MeToa0J10THSI 1 METObI HCCJIeI0OBAHUS

MeTo0510THs  AUCCEPTAIIMOHHOW pPabOThl MOCTPOEHA HA OCHOBE W3YYCHHUS W OOOOIICHHS
JAHHBIX OTEYECTBEHHON U 3apyOeXHOW IuTepaTyppl O CTPYKType, MOYeUHOH QYHKIMH U
BebkMBaeMoctu y gaereit ¢ BAIIMIIL. [duccepraiimoHHOe HCCIIEIOBAHUE OJIOOPEHO HSTHUYECKUM
komuteToM (mpotokon Ne 31/17 ot 18.10.2023). IIpumeHeHbl aHAMHECTHYECKHH, KIMHUYECKHI,
1ab0paToOpHbIH, (DYHKIIMOHATLHBIN, TEHEATOTHUYECKUN METOBI MCClie0BaHus. buonnpopmarnueckuii
ananmu3 cekBenupoBanus JIHK mposenen B nabopatopusix «F:GENETICS», «GENETICOy,
«'enomen» (Poccust), maboparopuu Mousekymsipaoit nuarHoctuku HUWL u kadenper oOmeir u
MoJekyisipHoit MeaunuHckoi reHetuku CIIGITIMY. Busyanusupyrommue MeToAbl HCCIeI0BaHUS:
VY3U, oskcrperopHas yporpadus, MHKIUOHHAs mucroypereporpadus, KT, MPT, cratudeckas
HedpocuHTUTpadUs.

HOJ’IO)ReHI/Iﬂ, BbIHOCMMbI€ HA 3aIlIUTY

1. CymecTByl0oT OCOOEHHOCTH CTPYKTYpPbl M YacTOThl COYETaHHUS KIMHUYECKOro (eHOoTUra
M30JIMPOBAHHBIX U ACCOLMUPOBAHHBIX C OP(PAHHBIMU CHHIPOMAMHU BPOXKIECHHBIX aHOMAIHN MOYEK
Y MOYEBBIBOJSIINX ITyTel y NEAUATPUIECKUX MALUEHTOB.

2. B cTpykType M30JUPOBAHHBIX BPOXKICHHBIX aHOMAJIUH MOYCK W MOYEBBIBOISIINX MyTeH Yy JETeH
npeo0iasatoT aHOMaJIuu MOYEK, Iy3bIPHO—MOYETOYHUKOBBII peduttokc,
ypereporuipoHedpo3/ruapoHedpo3; acCOIMUPOBAHHBIX ¢ Op(AaHHBIMU CHHIPOMAMHU — aHOMAaJIUU
MIOYEK.

3. Tlokazarenu mporpeccupoBanmsi XpoHudeckoi 6osie3an mouek ot Cl (¢ HopmansHOUt CK®) no C2
— C5 y neauatpuuecKux NalMeHToB B Bo3pacTte Ooiiee 2 JIeT ¢ BPOXKACHHBIMU aHOMAJIUSIMU TTOYEK U
MOUEBBIBOJIAIIMX MYyTE€H, H30JMPOBAHHBIMU M ACCOLMHUPOBAHHBIMU C Op(aHHBIMH OOJIE3HAMH,
UMEIOT Pa3JInyusl.

4. CymiecTBYIOT pa3inudus MoKaszaTelied BepOsSTHOCTH S-jeTHed, 10-netHeir u 15-neTHel modeuHoi
BBDKMBAaEMOCTH y JeTeld U MOAPOCTKOB (2—17 yer 8 Mec) ¢ M30JMPOBAHHBIMH BPOKACHHBIMU
QHOMAJIUSIMU TIOYEK M MOYEBBIBOAAIMIMX MyTell. CHIKEHbl 5-neTHsst u 10-JleTHssE BEpOATHOCTH
coxpanHocT ¢yHkuuu noyek (XBII C1 ¢ HopmansabM ypoBHeM CK®) y neteii B Bo3pacte 6onee
2 net ¢ BATIMII, accounupoBaHHBIMU C OpPaHHBIMU CHHIPOMAMHU.

CTeneHb 10CTOBEPHOCTH H anpodaus pe3yabTaToB

JIOCTOBEPHOCTH MOJYYEHHBIX PE3YJIBTATOB MOATBEPKIAETCS PENPE3CHTATUBHBIM KOJIUYECTBOM
NeMaTPUIECKUX MALUEHTOB C U30JIMPOBAHHBIMU M aCCOLMUPOBAHHBIMU C Op(aHHBIMU CHHIPOMAMHU
BAIIMII 1 BBIMOJIHEHHOTO PErHUCTPAMOHHO-HAOIIOAATENFHOTO PETPOCHEKTUBHOIO KIMHUYECKOTO
uccinenoBanus. B paboTe  MCMonb30BaHBI  M3BECTHbIE M COBPEMEHHBIE  JIaOOpaTOpHBIE,
(GyHKIMOHAJIbHBIE, MOJIEKYJISIPHO-TEHETUUECKUE METO/bl, HMCCIEIOBAHUE BEPOSITHOCTH MOUYEYHOU
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BbDKHBacMocT 1o Metony E.Kaplan—P.Mier (1958), coBpemeHHBIE METOABI CTATHCTHYECKOM
00paboTKH pPe3yabTaTOB UCCIICTOBAHMSI.

OcHOBHbIE TOJIOKEHUSI M PE3yIbTaThl pabOThl JONOKEHBI U OOCYX)AeHbl Ha Poccuiickux u
MexyHapoaHbix KoHrpeccax: XVI Poccuiickuit Konrpecc «/HHOBalMOHHBIE TEXHOJOIHMU B
MeUaTpu W JIETCKOW XHUPYPrUU» C MEKIyHapoaHbiM ydactuem, MockBa (2017); Konrpecc
«3110poBBIe AeTH—OyIyllee CTPaHBI» C MEKIyHApOAHBIM yuactheM, Cankr—Ilerep6ypr (2017); 50"
Annual the European Society for Pediatric Nephrology Meeting, Glasgow, Scotland (2017); Konrpecc
«3110poBBIe AeTH—OyIyllee CTPaHB» C MEKIyHApOAHBIM yuactheM, Cankr—Ilerepbypr (2018); 511
Annual the European Society for Pediatric Nephrology Meeting, Antalya, Turkey (2018); Konrpecc
«3/10poBBIE NeTH—OyAyIIee CTpaHbl» C MEKAyHapoAHbIM ydactueMm, Cankt—IlerepOypr (2022); XXI
Poccuiickuit  Konrpecc «VHHOBallMOHHBIE TEXHOJOTHMM B TMEIUATPUM M JCTCKOM XHUPYPTHH» C
MEXIyHApOAHbIM yudacTueM, MockBa (2022); MexnyHapoaHas KOH(pepeHIHs  «AKTyaJbHbIE
po0JieMbl NeauaTpuyeckoi HepoIorum» B paMKax KoHrpecca «3/10pOBble 1eTU—OyayIiee CTPaHbI»
¢ MexnayHaponaueiM  yudactueM, Cankr—IletepOypr (2023); XXII Poccuiickuit  Konrpecc
«/IHHOBaIMOHHBIE TEXHOJIOTMM B NEAUATPUM U JETCKOM XUPYPLUHW» C MEXKAYHAPOJIHBIM YYaCTHUEM,
Mockaa (2023).

ITo Teme auccepTallOHHOM pabOTHI OMyOIMKOBaHO 14 HaydHBIX paboT, U3 HUX 4 B JKypHajax,
PEKOMEHIOBaHHBIX BbICHIEN aTTECTaMOHHOW KOoMHUCCHMEHd Npu MHHHMCTEpCTBE HAYKM U BBICHIETO
oOpa3zoBanus Poccuiickoit denepannu U BXOIANMX B 6a3y JaHHBIX SCOPUS.

Pe3ynbrarel quccepTalilmoOHHOM pabOThl UCHOJIB3YIOTCS B JIEUEOHOM M yuyeOHOM IMpolieccax B
OI'bOY BO CIISITIMY M3 PO.

JIMYHBIA BKJIaJ aBTOPaA

ABTOpPOM €aMOCTOATENBHO MPOBEAEHBI aHAIM3 OTEUECTBEHHBIX M 3apyOEkHBIX MCTOUHUKOB
JUTEepaTypsl MO MpoliieMe U30JIMpPOBaHHbIX U cuHApoManbHbIX BAIIMII y nereit m moapocTkos;
000CHOBaHME LIEJIM U 33/1a4, COCTABICHHUE TU3aiiHa Mcciel0BaHus; (OPMUPOBAHUE TPYII MAIL[EHTOB;
aHaM3 MEIUIMHCKON JOKYMEHTAllM¥; MaTeMaTHKO-CTaTHCTHYeCKas o0paboTka H  aHaIu3
pE3yJIbTaTOB; HAIMCAHUE IJIAaB, 3aKJIIOUEHUS, OCHOBHBIX IOJIOKEHUN W BBIBOJOB IUCCEPTALMOHHOIO
HCCJICIOBAHMS; HAIIUCAHUE CTATEN; COCTABICHUE NPE3CHTALUN.

O0beM u CTPYKTYypa AUCCePTANMHA

TexkcT nuccepranuu u3/I0keH Ha 185 cTpaHMIIaX MAIIMHONHMCHOTO TEKCTa M COCTOUT W3
BBEJICHHUS, LIIECTHU IJ1aB, BKJIIOYAIOUIMX B ce0s 0030p JIUTEpaTyphl, MaTepHUajIbl U METO/bI, TPEX TJaB C
ONMCAHUEM pPE3YJbTAaTOB COOCTBEHHBIX HCCIIEIOBAHUM, IJIaBbl OOCYKIEHHUS PE3YJIbTaTOB, BBHIBOJOB,
NPaKTUYECKUX PEKOMEHJAlMi, CIMCKa COKpalleHud u jureparypsl. Pabora wmutoctpupoBana 21
tabmuueit u 32 pucynkamu. CHucok auteparypbl COCTOMT M3 186 HMCTOUYHHMKOB, M3 KOTOPBHIX 65
OTe4eCTBEHHBIX U 121 3apyOexHbIX.

OCHOBHOE COIEPXAHUE PABOTbI
Marepuajbl 1 METOABI

B muccepranmoHHoOe McciieoBaHUE BKIOYEHO 127 manueHToB B Bo3pacte oT 1 mecsma mo 17
aer 11 mecsiueB. Bee manuenTtsr moapasaenensl Ha rpynmsl: | rpymmy cocraBunu 113 (89%) manueHTs
¢ BAIIMII, 6e3 accouumarmu ¢ opdaHHbIME cuHApoMamu (u3oiupoBaHubie); |l rpynmy—14 (11%)
nanmenToB ¢ BAIIMII, acconuupoBaHHBIMH ¢ Op(haHHBIMH CHHJIPOMaMHM M  YHCIOBBIMHU
XPOMOCOMHBIMH O0Jie3HsIMH (CHHIpoManbHbIe). M3 127 nanuentoB 18,9% neteii B Bo3pacte 110 2 JeT
u 81,1% B BozpacTte Oonee 2 jet; 57,5% manbuukoB u 42,5% neBouek.

Kpurtepun Bxitodenust B uccinenoBanue — Hanuuune BAIIMIL;, nmoanucanHoe oduimaibHbIM
IpeJCTaBUTeNIeM TNalueHTa HMH()OpPMUPOBAHHOE JOOPOBOJILHOE cOTJacue Ha METUIMHCKOE



BMENIATEIbCTBO UM Y4YacTHE€ B KIMHUYECKUX HCCIENOBaHUAX. KpuUTepuM UCKIIOYEHHS U3
uccienosanus: orcyrcrsue BAIIMIL; oTka3 poauteneii oT yuacTusl B KJIMHUYECKOM HCCIIEJOBaHHM.

Cucrematnka BAIIMII mnpoBenena B cooTBeTcTBUM ¢ Kiaccudukanuendn A.J.Barakat,
J.G.Drougas (1991), nomomuenno#r E.Winnicki u H.Copp (2019). Ompenenenst I-Vcr. IIMP B
COOTBETCTBUH C paauojormucckoi kmaccuduranueir R.L. Lebowitz et al. (1985); 1-4 tunsr PH mo
kiaccudukamuu |. Goldraich (1983); I-IV cragum YI/Tmo pesynbratam Y3U, skckpeTopHOi
yporpaduu (ITanmasa A.B. u coasr., 2008).

Juarno3 XbBII y nereit 1 mOapOCTKOB yCTAaHOBJICH B cOOTBETCTBUU C Kiaccudukarueit NKF-
K/DOQI and R. Hogg et al., 2002; Hogg R.J., Furth S., Lemley K.V. et al. (2003) na ocHoBaHuu
KPUTEPUEB: TIOBPEXKJICHHWE IOYEK B TeueHHUE 3 WM 0Oolee MECSIeB CO CTPYKTYPHBIMH WA
(GyHKIIMOHAJIBHBIMA ~ HapyUICHUSIMH  TOYEK, €O CHIbKeHueM uian  6e3 cHmwkenus CKO,
MaHUPECTUPYIOIICE OAHUM HIIA 0oJiee U3 CICIYIONINX MPU3HAKOB: HAPYIIICHUE B aHAIN3aX KPOBU WIH
MOYH, TIPH BHU3yaIM3allMy TIOYeK, Npu Ouonicuu mouku; cHmwkeHne CK® < 60 mn/mun/1,73 Mm% B
TeueHue >3 MecsleB, ¢ WM 0e3 JPyrux NPHU3HAKOB IMOBPEXKACHHS IMOYEK. B COOTBETCTBUM C
ompenenennem mo K/DOQI (2002) and R.Hogg et al. (2003), y meauaTpuyecKux ITalMECHTOB
ocymectBieHa crparudukanus ctaauii XbIT C1 CKD®>90; C2 CK® 60-89; C3 CK® 30-59; C4 CKD
15-29; C5 CK®<I15mn/mun/1,73m?no xputepusm CK®, paccunTaHHOH MO KIMpPEHCY KpeaTHHHHA
(Mxmosb/m)B hopmyinie G.J. Schwartz, u kareropuu albOyMUHYPHU/TIPOTCHHYPHUH.

UccnepoBanne mnoudeyHoll BbDKMBaeMocTu y mnanueHToB ¢ BAIIMII mpeaycmarpuBano
HOCTpOCHKME TAOJHUI| TOKHUTUS ¥ MOMEHTHBIM HenHTepBaibHblii MeTon E.L.Kaplan—P.Meier (1958).
Tepmun «BbDKHMBIIMEY» HcHodb30BaH g Aere ¢ BAIIMII, umerommx coxpannyro CK® wumm
KoMIieHcupoBaHHy0 XbBII.

PE3YJIBTATBI HCCJIEJOBAHUA U UX OBCYKJIEHUE
Oco0eHHOCTH CTPYKTYPHI M TeueHus u3oanpoBanHbix BAIIMII y nereit

VY 113 nmanuenToB | rpynmsl cpeanuii Bo3pact Ha MOMeHT BbisiBeHUsT BATIMII cocraBun 1,06
roga (1 mecsan—17 ner 8 mecdaues). Y manpuukoB uzonaupoBaHHble BAIIMII nuarnoctupoBaHsbl
JIOCTOBEpPHO B OoJiee paHHEM Bo3pacTe, 4eM y aeBouek (p<0,05).

Crpykrypa nzonupoBanusix BAIIMII y 113 manuentoB | rpynmsr:

I'unoniazusi mouku/ mouek (I'Il) BeisBnena y 34 (30%) nereil, U3 HHUX YCTAHOBIIEHO
coueranue [Tl ¢ aHomamusiMu MoveTodHHKOB (67,6%), apyrumu aHoManusmu moyek (26,5%),
MoueBoro my3sips (14,7%), yperpst (5,9%). ¥V 34 nereii ¢ I'Tl auarHoctupoBano coueranue ¢ [IMP B
61,8% (mocrosepno yamie) u YI/T' B 23,5% ciryqaes.

AHOMAJINU KOJHYeCTBA MO4YeK BbIsABICHbI Y 28 (24,8%) nereil: yaBoenue nouek/ nouku (YII)
y 23 (82,1%), omHocTopoHHsisi areHe3ust mouku y S5 (17,9%). U3 23 mnamuentoB ¢ VII
JIMAarHOCTHPOBAHBI JJOCTOBEPHO dYallle HENoiHoe ogHocTopoHHee (47,8%), monHOE OJHOCTOpPOHHEE
(39,1%), nemonmHoe nBycTopoHHee (8,7%), monHoe aBycroponHee (4,4%). YV 23 nereit ¢ VII BbIsBICHO
couetanue ¢ anoManusamu mouek (60,9%), mouerounukoB (52,2%), moueBoro my3bips (4,3%).
Coueranue YII ycranosneno ¢ [IMP B 52,2%, VI/T B 39,1%. Coueranue OJHOCTOPOHHEH arcHE3WH
MOYKH y 5 fereit: ¢ TazoBoit pucronueit mouku (1), YI/T (1), nuBeptrkynom moueBoro my3bips (1). 13
28 nereil wame IUArHOCTUPOBAHO COYETAaHUE AHOMAJIHMHA KOJWYECTBA TOYEK C aAHOMAIIUSIMHU
MoueTouHuKoB (60,7%), mouek (50%), moueBoro my3bips (3,6%).

AHOMAJMU B3aMMOPACIHOJIOKEHUsS] TO4YeK UarHocTHUpoBaHel y 25 (22,1%) nereii:
noKoBooOpas3Hast mouka y 23 (92%), raneroobpasnas nouka y 1 (4%), L-o6pa3nas nouka y 1 (4%):
nocroBepHo dame (p<0,05) BeisIBIeHa MOAKOBOOOpa3Has mouka. CoueTaHWe —aHOMATIHA
B3aUMOPACIIOJIOKEHHSI MMOYEK JMAarHOCTUPOBAHO C JPYTMMH aHoManmusmMu  mouek  (40%),
MoueTouHuKOB (44%), ypetpsl (8%). OnpeneneHo coueTaHre aHOMAIHI B3aHMOPACIIOIOXKCHHS TOYEK
¢ [IMP (36%), YI'/T" (36%).

IIMP I-V cr. nuarnoctupoBan y 60 (53,1%) neteit, u3 Hux B 51,7% BbIsIBIEH OJJHOCTOPOHHUI
(B 35,5% cnpaga, B 64,5% cnesa), B 48,3% nBycroponnuii. Crenenu [IMP B 89 mouerounukos: I cT.
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(7,9%), Il cr. (19,1%), Il cr. (33,7%), IV cr. (20,2%), V cr. (19,1%). JlocTOoBepHO wHaile Mpu
nsycropoHHeM [IMP BeisiBnens! I1-V cr., uem npu ogHocroponHem (p<0,05). BersiBieHo couetanue
I[IMP ¢ anomanusmu mouek (80%), moueBoro myssips (10%), yperpsr (6,7%). JluarHoctupoBaH
coueranubiii [IMP ¢ VI'/T" (40%), T'TI (33,3%), VII (20%).

YI'/T' nuarnoctupoBan y 47 (41,6%) nereii, u3 Hux B 66% onnocroponnuit (B 41,9% crpasa, B
58,1% ciniesa), B 34% nBycropoHHuid. CTAaTUCTHYECKU Yallle TUArHOCTUPOBAH OAHOCTOpoHHMU YI/T'
(p<0,05). Cramuu YI'/T: | ct. (22,2%), 1l cT. (31,8%), Il cr. (23,8%), IV cT. (22,2%). BoIsBiaeHbI
coueranust YI'/T' ¢ anomanusimu nouek (68,1%), mouerounukoB (59,6%), moueBoro mny3sips (14,9%),
ypetpsl (6,4%). {uarnoctupoBan y 47 nereii couerannsiii YI/I' ¢ TIMP (51,1%), moakoBooOpa3Hoi
noukoit, nucronueit u I'll ¢ ogunakoBoit yacroroit (17%).

Kuaanan 3aauneii yperpsl quarnoctupoBat y 9 (8%) ManbuukoB. JlnarHocTUpOBaHO CoYeTaHHE
KJIalaHa 3aHei ypeTphl ¢ moKoBooOpa3Hoi noukoii (2), I'TI (2), YI/T' (3); IIMP (3); nuBepTHKYIOM
Mo4eBOro my3bIps (1).

JKeTpodus MOUEBOro My3bIps aAuarHoctupoBaHa y 6 (5,3%) nereir. U3 6 y 5 manueHnToB
nuarHoctupoBaHo couetanue ¢ YI/T', y 4 ¢ I[IMP, y 1 ¢ nBycroponneii I'TI.

V¥ 113 nanuenTtoB ¢ nzonupoBanHbiMU BAIIMII He npoBeneHbl ypoJOorHYecKue OIepaluu B
49,6%, poBenensl B 50,4%, u3 Hux 2 u 6omnee B 16,8% (pucynokl).

6,2%  93%
8,0%

38,9%

B OnepaTuBHOE JIEYEHNE HE MPOBOIMIOCH (N=56)
O Peumraranus MOYETOUHUKOB (N=12)
ODunockonuueckas koppekims [IMP (n=44)

O AGmsmvs KiamaHa 3agaeit yperpsl (N=9)
OHedpyrepepakromus (N=7)

@ AnmnengonucToKyTageoctoMus (N=6)

Pucynok 1 — OnepaTuBHbIe BMEIIATENbCTBA HA OPraHbl MOUEBOW cucTeMBbl y 113 manueHToB
¢ uzonupoBanHbiMu BATIMII

VY 113 namuentoB B cTpykType uzoiaupoBaHHbix BAIIMII gocroBepHO 4aie ycTaHOBIIEHBI
aHomasuu nouek (76,9%).

Ocobennoctu ¢peHornna cunapomaibubix BAIIMII y 14 nereit

Renal — Coloboma cunapoM Yy JeBOYKH: KOJIOOOMa JHCKOB 3pHUTENBHBIX HEPBOB,
XOpUOUJIATbHBIN SMUOYIBbOapHBIM  JepMOUA, UEHTPaIbHBIA M MepUPEpUUYECKUNl XOPHUOPETUHHUT,
MHOIUS 000MX IJ1a3, TOPU3OHTANBHBIA HUCTarM, COAPYKECTBEHHOE PacXo/sIieecs: Kocoriazue 000ux
rna3. BAIIMIIL: mynbTHKHCTO3HAs AMCIIIA3Us MPaBOM IMOYKU IO THUMNOIJIACTUYECKOMY TUMY (MpH
HeprkToMun). CTEHO3 yCThs JIEBOM MMOUEUHOM apTepHH.

Fraser cunapom Tun 1 y wmambumka: KpuntodraabM, CTEHO3 HOCOCIE3HOIO KaHaia;
TUIOIUIA3Usl YIIHBIX PAKOBMH, JABYCTOPOHHSS aTPE3Us HAPYXKHBIX CIYXOBBIX IIPOXOJOB, CYXKEHUE
CIYXOBBIX IPOXOJOB B KOCTHBIX OTJE€NaX, JBYCTOPOHHSS KOHJIYKTHUBHAs TYrOyXOCTb; IEpEaHss
MEXT0JI0cOoBast MeMOpaHa; cuHaaktuins 3-4 nanpies kucteit, BAIIMIT (I'TI neBoit mouku, [IMP).
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Pierson cuHapoM y MajmbuuKa: BPOXKIEHHAs KaTapakTa, OOCTPYKIIMOHHAsT aMOJIMOTIHS 000UX
IJ1a3, HUCTarM, BPOXIECHHBIN JIBYCTOPOHHMM CTEHO3 HOCOCJIE3HOIO NMPOTOKA; MBIIIEUHAs TMIIOTOHUS,
cMemanHas ruapouedanus, perpouepedemiapuas kucra, 3IIMP. BAIIMIT: VI/T', nonkoBooOpa3Has
IoYKa.

Lowe cunapom y manbuuka (2 r 11 mec): IByCTOPOHHSAS KaTapakTa U IJayKoMa, MbIIICYHAs
runoronusi, 3[IMP; cunnapom ®@ankonn, BATIMII (nBycroponnsist ['TI, YI'/T cnpaga).

Lowe cunapom y manbuuka (11 ner): MukpodTanbeMus, MUKpodakusi, BpOKI€HHas IJ1ayKoma,
BPOKJCHHAsI JBYCTOPOHHSS KaTapakTa, pacxXoislleecs KOCOIJIa3ue, TOPU30HTAIbHBIA HUCTarM;
TUIOIIa3usl MO30JUCTOrO Tesa, HajauepeOespHas KHUCTa, BHYTPEHHSs Tuapouedanus, MblleyHas
runotonust; cuaapom Gankonn), BAIIMII (nBycroponnue [IMP u VI'/T).

FOXP1 cunapoM y MaJlbuuKa: BTOPUIHOE HIMMYHOIS(DUIIUTHOE COCTOSTHUE, apTEPUOBEHO3HAS
MaJTbopMaIls JEBOTO JIETKOTO, PEe3UIyalIbHO-OPraHUIeCKOe MOPaKEHUE TOI0OBHOTO Mo3ra; BAIIMIT
(moxkoBoOOpa3Has moyvka, HenojHoe yasoenue YJIC).

Schuurs — Hoeijmakers cMHAPOM y [EBOYKH: CXOAAIICECS KOCOIJa3ue, MHUKPO(TAIbM,
MUKpPOKOpHEs, KOJIoOOMa pafyXKh W COCYAHCTON OO0OJOYKM; NETCKUW IepeOpalbHbIi Mapaind,
smwitentudeckas sHuedanomarus, 3[IMP, runomnnasus CpeIWHHBIX CTPYKTYpP UYEpBsS MO3XKEUKa,
KpaHuodaraibHble MUKPOAHOMAIMH, HUXXHUI criacTuueckuii mapamnapes; BATIMII (aBycropoHHee
nosxuaoe YII).

BoJae3nu Dent 2 y manpumnka: BpoxA€HHAs KaTapakTa 000uX IJia3, ABYCTOpPOHHUI Oydranbm,
BPOXKJCHHAsI TJaykoMma, adakus JeBoro riasa; rujpouedanus, TUIOIIIa3Us MO30JUCTOro Teja,
peTporepederUIsipHas KUCTa, HApyIIEHUE WHTEIUIEKTYalbHOro pas3BUTHs; cuHApoM @OaHKOHH,
MenyusipHbIid HedpoxansiuHos, BAIIMII (aBycroponnwmii YI/T).

CunapoM runormiazuu/ amiasum novek tuna 3 y mansunka: BATIMII (I'TT npaBoit moukw,
NOsSICHUYHAs tuctonus jieBoil mouku, YI/T'), ruapouedanus, 3IIMP, nedopmanms rpyaHOi KIESTKH U
HUKHUX KOHEYHOCTEH.

Cunapom JlayHa y MallbuuKa: KOCOM MOHTOJIOMAHBINA pa3pe3 IJa3, MHUKaHT, KOPOTKUI HOC,
MaJ€HbKHE YIIH, IMOIYOTKPBITBIA POT C BBICYHYTHIM SI3bIKOM; MAaJICHbKHME KHUCTU C IONEPEYHOMN
Oopo3moli Ha JamoOHHW, YKOpodYeHHME QaliaHr S5 mambia ¢ 00euX CTOPOH, CHHIAKTHIINSA,
Opaxucunnaktunus, miaockocronue; BIIC; pe3umyalbHO — OpraHUYEcKOe MOpPaKEHHE T'OJIOBHOTO
Mo3ra, Au3apTpus, onurodpenus; ycranorinensl BAIIMIT (aBycroponnsis I'TI, HIMII).

Cunapom llepemesckoro-TepHepa y 1eBoUKH: 3a/1epKKa pOCTa, IIMUPOKask U KOPOTKas Lies,
KPBUTOBU/IHBIE CKJIAJIKM KOXKH, KOCOTJIa3ue, MT03, SMUKAHT, BBICOKOE TOTHYECKOe HE0O, HU3KHUI pocT
BOJIOC Ha 3aTbUIKE, BJABJIEHHAs TIpyAHas KIETKa, LIMPOKO PpACCTABICHHBIE BTAHYTBIE COCKH,
nurmenTHble HeBychl, 3[IIMP u BAIIMII (moakoBoo6pasHas nouka, HIAMII).

CHARGE cunapom y manpumka (10 mec): «C» koaoOoMa XOpHOHMIEH IMPaBOro Iiasa,
KOJIOOOMa JUCKa 3pUTENIbHOTO HEpBAa U XOPHOWJIEH JIEBOTO TIJiasza, jJaropTajbM cIpaBa, pe3opOrus
NPEepPETUHAIBHBIX TeMOpparuii MpaBoro riasza, KOPTUKOCTEPOHIHAs O(TaTIbMOTHUIIEPTEH3Hs MTPABOTO
rinaza; «H» BIIC; «R» 3IIMP, peueBoro u ¢pusudeckoro pa3Butus; «G» maxoBas JUCTOIHS MPABOTO
AWYKa, BOJSHKAa sAMYKAa CJIE€Ba, I1aXOBO-MOLIOHOYHAs TIpbbka cieBa, «E» 1BycTOpoHHsA
HEWPOCEHCOpHas Tyroyxocth codertanuch ¢ BAIIMII (HedyHKumMOHMpYOMAs MYJIbTHKUCTO3HAS
JMcIuTasus npaBoit mouku, YI/T' eBoit).

CHARGE cunapomom y manbuuka (3 © 7 mec): «C» xonmoboma coCyaucToil 0007I0YKH U
JIMCKa 3pUTENILHOTO HepBa, cxojsmieecss kocornazue OD, mape3 nuiieBoro HepBa, aCUMMETPHUS JIHIIA;
«H» BIIC; «R» nepumut pocra, 3aaepxka ¢pu3ndeckoro pa3Butus; «G» KpUITOPXHU3M, OTCYTCTBHE
IPaBoOro sIMYKa, MHUKpPONEHUC, ¢umo3, runocnaaus; «E» aHomanmbHas (opma yIIHBIX PaKOBHH,
JIBYCTOPOHHSIS HEHpoceHCopHas TyroyxocTtb, ycranoBiaeHsl BAIIMII (nBycroponnss I'Tl, HIAMII).

VACTERL accouuanus y 1eBo4ku: «V» HapylieHue cerMmeHTanuu no3sonkos Th IV-XII u
pebep, BpOKIEHHBIH KH(OCKOIN03 TO3BOHOYHHKA, THAPOMUENHS, alljla3us KOMYMKa, KUCTa KOMUUKa;
«C» npexcrpakapaus; «T» HwkHuN TpaxeonuiieBoAHslii cBull; «E» arpesus numesona; «R»
BATIMII (nepekpectras auctonus npasoii nouku, YI/T', [IMP); «L» BapycHasi nedopmMariusi HUKHUX
KOHEYHOCTEM.

B Tabnuue 1 npencraBieHsl BapuaHThl MyTaliuu reHoB y 10 nereit ¢ cunapomanbHsiMu BATIMIL.
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Tabnmuma 1 — Bapuantel mytanuu reoB y 10 gereit ¢ cuaapomanbHbivu BATIMIT

Hassanue cunnpoma I'en, Myranuu rena
ORPHA KapHUOTHII

Renal — Coloboma PAX2 ['etepo3uroTHas myranus B 6 uatpone renaPAX2: IVS6-1-g-

ORPHA 1475 >C. V orna u cubca npobaHma MyTanusi B 6 UHTPOHE I'eHA
PAX 2 (IVS6-1-g ->C)

Fraser tum 1 FRAS1 Panee He ommcaHHBIM BapuaHT MyTaluud B | 5K30HE reHa

ORPHA 2052 FRASL1 (4:9.78979165T>C) ¢.2T>C; p.Metl

Pierson LAMB2 Panee HE OTIMCAHHBIN BapUaHT (rs143405268)

ORPHA 2670 reTepO3UroTHOM MyTtanuu (MucceHc) B 18 »k30HE reHa
LAMB2(chr3:9.49163473G>T),ENST00000418109.1:¢c.2271
C>A, ENSP00000388325.1: p.Ser757Arg

Lowe (2r 11 mec) OCRL Panee He omnMcaHHBIM BapuaHT TE€TEPO3UTOTHOM MYyTalUH

ORPHA 534 X:0.129562665;  C>TENST00000371113.9:c.  1123C>T
ENST00000360154.4: p.His375Tyr B 12 sx30ne rena OCLR

Lowe (11 ner) OCRL, Hoseiii  Bapuant c¢.737delG (p.Gly246fs) myrauuu rena

ORPHA 534 ROBO2 OCRL; marorennass myramus C.738T>G (p.Cys246Trp) rena
ROBO2

FOXP1 FOXP1 ['erepo3urorHoe HOCUTEJIBCTBO HOBOT'O BapHaHTa

ORPHA391372 ¢.664+1G>C B rene FOXP1

Schuurs — Hoeijmakers | PACS1 [Tatorennsiii BapuanT mytanuu B rene PACS1 (c.607C>T),

ORPHA 329224 p.(Arg203Trp)

Dent 2 OCLR [TpoTskeHHas enenust ydacTka XpoMOCOMbl X € TpaHHUIAMH

ORPHA 93623 129540739-129806486, 4 wmopOumasiMu renamu: OCLR,
ZDHHC9, SASH3, XPNPEP2

Renal hypodysplasia/ GREB1L Panee He onmcanHblil BapuanT (rs1435669398)

aplasia tuma 3 TeTePO3UTOTHON (MUCCEHC) MyTallUU B 9K30HE 27 reHa

OMIM 617805 GREB1L (chr18:9.19088490G>A: p.Arg1558His 617805

Cunnpom Jlayna Kapunotun

ORPHA 870 47,XY(+21) | [laToreHHslit BapuaHT retepo3urotTHoil myrarmu resa WDR35

WDR35 (chr2:19941796A>C): p.Leu630

Cungpom Kapunorun

[TepemeBckoro — 45X

TepHepa

ORPHA 881

@OyHKIHA MOYeK y AeTel ¢ u3oanpoBanHbiMu BAITMIT

N3 113 nereit 81,4% 6wt B Bo3pacte Oomee 2 netr u 18,6% no 2 ner. U3 21 pebenka B
BO3pacte MeHee 2 jieT ycTaHoBJeHbl B 71,4% HopmanbHas, B 28,6% cumxennas CKO.

®enorumnsl n3onmpoBanHbix BAIIMIT y 6 nerteit co camxennem CK®: [IMP 1I-V cr. (6), YI/T
-1V cr. (4), monuroe YII(1), I'TI (1), mogkoBooOpa3Has mouka (1), arene3ust mouku (1), aucronus
noukH (1), sxTonus ycTbst MoueTouHHKa (1).
Crpykrypa nzonupoBannbsix BAIIMIT y 92 neteii ¢ XBII C1-5 B Bo3pacTte 6osee 2 et (pUCyHOK 2):

C1 (27,2%) sxmrouana [ITMP (60%), aHomannu B3auMopaciookeHust mouek (40%);

C2 (8,7%)—TI'TI (62,5%), anomanuu konuyecTBa novek (50%);

C3 (50%) — YI'/T (46,7%), [IMP (36,9%);

C4 (9,8%) — I[IMP (77,8%), YI'/T (55,6%);

C5 (4,3%) na quamuze — [IMP (100%), YI'/T (50%), I'TI (50%).
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4,3% @XBII C1 (n=25)
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@XBII C4 (n=9)

@XBII C5 (n=4)
50,0%

Pucynoxk 2— Crparudukamnus XbII o ctagusam y 92 manieHToB B Bo3pacte 6osee 2 et
¢ uzonupoBanHsiMu BATIMII

VY 45 nereit ¢ [IMP B Bo3pacte Oonee 2 net auarnoctupoBanbl ctagun XbI1: C1 (33,3%); C2
(4,4%); C3 (37,8%); C4 (15,6%); C5 (8,9%).

U3 60 nereii ¢ [IMP | -V ct1. B 41,7% y nauuentoB ¢popmupoBanue PH: 1 tum (28%), 2 tun
(24%), 3 tun (24%), 4 tun (24%).

Boissnenst PH 1 u 2 Tunos ¢ ognocroponaum [IMP B 60%, ripu aBycroponnem B 46%; PH 3 u
4 tunos npu ogHocroponHeMm [IMP B 40%, npu nByctopoHHem B 54%.

VY 92 nepnatpuyeckux nanuentoB ¢ BAIIMII B 12% B Bo3pacte 12 — 16 net ¢ [IMP u PH 3-4
tumna quarHoctupoBanbl XbIT C4-5; B Bozpacte 13 — 16 ner ¢ [IMP u PH 4 tuma XBIT C5 B 4,3%.

Y 37 nereit ¢ YI'/T' ycranoBnens! craguu XbII: C1 (18,9%); C2 (8,1%); C3 (54,1%); C4
(13,5%); C5 (5,4%); nocrosepuo vamie XBII C3; ¢ oganocroponunm YI'/T' mocroBepuo wamie XBII C1-
2, ipu 1ByctoporHeM C4.

VY 30 maruentoB B Bo3pacte 6osee 2 net ¢ I'TI crpatudunmposansl craauun XbIT: C1 (30%);
C2 (16,7%); C3 (36,7%); C4 (10%); C5 (6,7%).

DyHKIMA MOYeK y AeTel ¢ cuHapoMaabHbiMu BAIIMII

VYcranosnensl y 11 neteit B Bo3pacte Oosiee 2 net cranuu XBII: C1 (45,5%), C2 (45,5%), C5
(9%); C3—4 (0%) (tabmuua 2), y 10 u3 14 nanueHToB MPOTEUHYPUSI.

Tabmuua 2 — CK® u craguu XBIT C1-5y 11 nereit ¢ cunapomansabsivu BATIMIIT

ITaniment Bo3zpacr CKo, Cragus

No Cunapombl mi/mun/1,73m% | XBIT o

K/DOQI
1. Renal — Coloboma 13 et 12,0 C5
2. CHARGE 3r 7 mec 68,8 C2
3. Lowe 2r 1 mec 82,1 C2
4, Lowe 11 ;mer 70,0 C2
5. FOXP1 2r 11 mec 90,0 Cl
6. Schuurs — Hoeijmakers 4r 5 mec 134,0 Cl
7. Dent 2 11 ner 114,8 Cl
8. VACTERL 12 ner 80,0 C2
9. Renal hypodysplasia/ aplasia 3 tuma | 4r 9 mec 106,0 Cl
10. | IlepemeBckoro-TepHepa 51 6 mec 108,0 Cl
11. | Cunagpom JlayHa 15 et 70,2 C2
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VY manuentku (17 aer 11 wmec) ¢ Renal — Coloboma cunapoMom (GyHKIIHOHUPYIOIIHI
noueyHbId TpaHcIutanTar. 13 14 y 3 nereil B Bo3pacte 10 2 et — HopmanpHas CKO®.

IMoyeyHnasi BIKMBAEMOCTD Yy JeTei ¢ n3oaupoBanabiMu BAIIMII

Paccunrannas o merony E. Kaplan — P. Meier y 92 manuentoB B Bo3pacte Ooisiee 2 Jiet
BEPOATHOCTH S-JieTHEH, 10-eTHeit u 15-eTHelt moyeyHou BeKMBaeMOCTH coctaBuia 94,4%, 89,5% u
66,5%, coOTBETCTBEHHO (PUCYHOK 3).
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Pucynok 3 — Iloueunas BeixuBaeMocTh o merony E.Kaplan—P.Meier y 92 neteit u moapocTkos
¢ uzonupoBanHsiMu BATIMIT

CpaBHuTeNnbHOE UCCleoOBaHUE D-iieTHeH, 10-ieTHeil u 15-1eTHEl BEpOATHOCTH MOYEUHOU
BBDKMBAeMOCTH y 45 manueHToB B Bo3zpacte Oosee 2 net ¢ [IMP npu BAMIIM u y 69 ¢ anomanusiMu
nouek mpu BAMIIM no merony E.Kaplan—P.Meier nemorcrpupytot pazmauus: 100%, 90,5% u 84,0%
(cootBercTBeHHO) U 100%, 100% 1 98,6% (COOTBETCTBEHHO) (PUCYHOK 4).
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Pucynox 4 — INovyeuynas BebkuBaeMocThb 1o Mmetoay E.Kaplan—P.Meier y nereit u mogpocTkoB B
Bo3pacte 6onee 2 et ¢ [IMP u ¢ anomanusMu nouek rnpu usoauposanHeix BAMIIM
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BepositHocTh 15-11€THEl MOYeUHO# BRDKMBAEMOCTH y AeTeil B Bo3pacte Oosee 2 yet ¢ [IMP u
aHOMaMAMU Touek npu uzosmpoBaHHbX BATIMII umeer nocrosepusie paznuuust (p<0,05).

BepositHOCTH coXpaHHOCTH (PYHKIIMU NOYEK Yy JeTell B Bo3pacre 0oJiee 2 JieT
¢ curapomajasabivu BATIMIT

Ha pucynke 5 nokas3aHa BepOSTHOCTb S5-NeTHAA W 10-7€THsAS COXpaHHOCTH (DYHKIMM HOYEK
(XBII C1 ¢ HopmanbHbIM ypoBHEM CK®D) y 11 nerei.
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Pucynok 5 — Bepostaocts coxpannoctu ¢pynkiuu nodyek (XbII C1 ¢ HopmansabiM ypoBHEM CKD)
y 11 gereit ¢ cunapomansabivu BATIMII B Bo3pacte Goinee 2 et

BepositHocTs S-netHeit u 10-netHeit coxpanHoctu CK® y 11 gerell ¢ cuHApOMaJbHBIMU
BATIMII cocrasisiet 58,5% u 32,0% (COOTBETCTBEHHO).

BbBIBO/IbI

1. B cTpykType coueTaHHBIX BPOXIEHHBIX aHOMAJHMH MOYEK U MOYEBBIBOJANIMX MyTel y 127 nereit
YCTaHOBJIEHBI U30JMpOBaHHbIe (heHOTUTHI (89%) U accOMUPOBAaHHbIE ¢ OpPaHHBIMU CHHAPOMAMHU
(11%). Cpennuii Bo3pacT aeTeil K MOMEHTY BblsiBIeHUs u3onupoBaHHbIX BAIIMII cocraBun 1,06
roga (1 mecsiy — 17 et 8 MecsineB) U acCOLMALMUPOBAHHBIX C Op(aHHBIMU HACJIEJICTBEHHBIMU
cunapomamu — 4,2 rona (1 mecsig — 12 ner).

2. B crTpykType codeTaHHBIX BPOXKIACHHBIX aHOMAJIMN MOYEK M MOYEBBIBOJAIIMX NMyTeH y JeTel ¢
U30JIMPOBAaHHBIMM ()EHOTHIAMU BBIABICHO mpeolianaHue aHoMmanuil mouek/ modku (76,9%),
My3bIPHO-MOYETOYHUKOBOTO pedutokca (53,1%), ypereporuaponedposa/ ruaponedposa (41,6%).
N3onupoBanusie BAIIMII BbIsIBIEHBI NpU YIBTPAa3BYKOBOM HCCIIEJOBAHUM B NEPUHATAIBHOM
nepuone Ha 28-38 Hemensx recrauuu Uy aered B Bo3pacte oT 0 mo 3 mecsieB B Oonee 50%
CJIy4yaeB.

3. BrisBieHa yacToTa COYETaHHS MY3BIPHO — MOYETOYHHKOBOTO pedurrokca y 60 mereit ¢ apyrumu
denoruriamn  BATIMIT: B 80% c aHomamusmMu modvek (rurmorura3us modek/ mouku (33,3%),
yaBoenue movek/ mouku (20%), moakoBooOpazHas mouka (13,3%), arenesus mouku (10%), L-
oOpa3Has u raneroobpasnas nouka (3,4%)); B 40% c ypereporuaponedpo3oM/ TupoHedpo3oM; B
6,7% c skctpoduelt moueBoro my3bipst. Y nereit ¢ [IMP auarnoctupoBana pedurokc-Hedponatus
1-4 timos B 41,7%.
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YcraHoBieHO coyeTaHue ypereporuaponedposa/ ruaponedposza (ogHOCTOpoHHETO B 66% u
nByctoponHero 34%) y 47 nereir ¢ apyrumu ¢enorunamu BAIIMIIL, u3 Hux B 68,1% c
aHOMAJUSMU To4YeK (moakoBooOpasHas nouka (17%), noscuuynas puctonus (17%), runomnasus
(17%) u ynBoenme mnouku/ mouek (12,8%), arenezus mouku (4,3%)); B 51,1% c my3bipHO-
MOUYETOYHUKOBBIM pedtokcom; B 10,6% ¢ skcTpodueir MoueBoro my3sips; B 2,1% c AuBepTUKYIOM
MOYEBOTO MY3bIpsl.

Briseieno y 34 pereit ¢ runoriazueil nouek (ogHoctoponneit B 70,6%, nBycroponneii B 29,4%)
couetanue c¢ apyrumu (enotunamu BAIIMII: my3bipHO-MOueTOYHUKOBBIN pedutokc (61,8%),
ypereporuaponedpos/ runponedpos (23,5%), knaman 3aanei yperpsl (5,9%), muctonus u
yBoeHue novku (5,8%).

[Toxazana yactoTa coueTaHUs aHOMAJIWW KojudecTBa mouek (yaBoenue B 82,1%, areHesus B
17,9%) y 28 nereit ¢ apyrumu denorunamu BAIIMIL: TIMP (60,7%), ypereporunponedpos/
ruaporedpo3 (39,3%), nuBepTuKya MoueBOro my3bipst (3,6%); aHOMaIMii B3aUMOPACIIONOKEHUS
noyek (moakoBooOpasHas B 92%, raneroobpasnas B 4%, L-oOpa3nas B 4%) y 25 nereii ¢ apyrumu
denorunamu: [IMP (36%), ypereporuaponedpos/ ruaporedpo3 (36%), knaman 3amHell ypeTpbl
(8%).

YcTaHOBIIEGHBI Y TIeMATPUUYECKUX NarueHToB ocodeHHoctn BATIMII mpu opdaHHBIX cHHIpOMax
BenecTBre Myranmid reHoB: Fraser tunm 1 (FRASL), Pierson (LAMB2), Lowe (OCLR), FOXP1
(FOXP1), Schuurs—Hoeijmakers (PACS1), Dent 2 (OCLR), Renal-Coloboma (PAX2) wu
xpoMocoMHbIX Oosne3nsax lllepemeBckoro—Tepuepa (MoHocomust 45X), Down (Ttpucomus no 21
xpomocome, wMytanusi reHa WDR35); mpu ayrocomMHO-TOMHMHAaHTHOM cuHApome Renal
hypodysplasia/aplasia 3 Tuma (GREB1L).

VYcranosneno nporpeccupoanue XbII y 92 nereir B Bo3pacte oT 2 jeT 1o 17 jer § MmecsieB ¢
uzomupoBanHeiMu BATIMII ot C1 (27,2% c coxpannoit CK®), no C2 (8,7%), C3 (50%), C4
(9,8%), C5 (4,3%). Y 21 peGenka B Bo3pacte no 2 net cHuxena CK® B 28,6%. V 11 npereii B
Bo3pacte Ooiee 2 et ¢ BAIIMII npu opdannbix cunapomax crpatuduipponansl craguu XbIT Cl1
y 5 mpu cunapomax FOXP1, Schuurs—Hoeijmakers, Dent 2, IllepemeBckoro—Tepuepa, Renal
hypodysplasia/ aplasia; C2 y 5 ¢ cunapomamu CHARGE, Lowe, VACTERL, Down; C5 y 1 ¢
Renal-Coloboma cunapomom. CK® He cHmxeHa y 3 meteil B Bo3pacte 70 2 JIeT ¢ CHHIPOMAaMH
CHARGE, Fraser 1 tumn, Pierson.

. BepositHocTh 5- netneit, 10-netHedt u 15-neTHel moYeyHON BRDKUBAEMOCTH Y JIETEH U MOAPOCTKOB
(2 — 17 ner 8 wmec) ¢ wm3omupoBanHbiMH BAIIMII cocraBiser 94,4%, 89,5% u 66,5%,
cooTBeTcTBeHHO. [lokazarenu BepoATHOCTH S-ieTHed U 10-meTHel COXpaHHOCTH (YHKIMH MOYEK
(XBIT C1 ¢ nopmanbHbiM ypoBHeM CK®) y gereit M mOApOCTKOB B Bo3pacTe Oojee 2 JIET C
BAIIMII, accomuupoBaHHBIMH C HACJIEICTBEHHBIMH CHHApOMaMu, cHWXeHBbI (58,5% u 32,0%,
COOTBETCTBEHHO).

ITPAKTUYECKHUE PEKOMEH/JALINUN

. C uenpio oONTMUMM3AIMM JUArHOCTUKH, OLIGHKM (YHKIMH TOYEK, KOHCEPBAaTUBHOIO U
XUPYPrU4ecKoro jedeHus neTsaMm ¢ BbliBieHHbIMU BAIIMII no ynpTpa3ByKOBOMY CKPHUHHMHTY B
IIEpUHATAIBHOM IIEPHOJIC, Y HOBOPOXKIEHHBIX M TPYAHBIX J€TE€H MOKa3aHa TOCHUTAIU3alHs B
NEepUHATAJIBHBI LEHTp MM B CHEUUAIM3UPOBAHHBIH HE(YPOIOrMUYECKH/  ypOIOTHUECKUI
CTalMoHap.

. PexoMeHZI0BaH MEXIUCUUIUTMHAPHBIA IMOAXO0J Ha amMOyJaTOPHOM JTale K BEJCHMIO JeTed C
M30JIMPOBAaHHBIMU M aCCOLIMUPOBAHHBIMU ¢ opdanHHbiMU cuHApomamu BAIIMII nenuatpom-
HEPPOJIOTOM,  ypOJIOTOM, O(TaTbMOJIOTOM, CYpAOJIOTOM, HEBPOJOroM, KapAuoiorom. Y
nequatpudeckux manueHToB ¢ BAIIMII mokasan auHaMUYeCKWW KOHTPOJb (DYHKIIMH TOYEK C
y4eToM BbIcokoro pucka nporpeccupoBanust XbII or C1 o C2-5.
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[lennaTpryeckum mareHTaM MpU YCTaHOBICHUH quarHo3a couetaHHbix BAIIMII pekomengoBano
MOJIEKYJIIPHO-TEHETUYECKOE MCCIIEIOBAHUE TI0 BUJY BBICOKOTEXHOJOTUYHOM MEIUIIMHCKOMN
nomotnu — Hedposorus B coorBeTcTBUM ¢ IloctanoBnenuem IlpaBurenscrBa PO «O IIporpamme
rOCYJapCTBEHHBIX T'apaHTHUI OECIUIATHOIO OKAa3aHMs TpakJlaHaM MEIUIMHCKONW momoiu Ha 2023
roJ v Ha miaHoBwIi nepuoa 2024 u 2025 romoB» ot 29.12.2022 Ne 2497.
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CIIMCOK COKPAIIIEHUI
BAIIMII — BPOXJEHHbBIE aHOMAJINH MOYEK U MOYEBBIBOJAIINX ITyTEN
BIIC — BpOXJEHHBIN MMOPOK cepa
I'TI — TUTIOTUIA3HSI TOYEK/ TIOYKH
3I[IMP — 3aJIep’KKa MICUXOMOTOPHOTO Pa3BUTHUS
MPT — MarHUTHO-PE30HAHCHAs1 TOMOTpadus
HAMII — HelporeHHas TUCHYHKIIUS MOYEBOTO ITy3bIPs
IIMP — Iy3BIPHO-MOYETOUYHUKOBBIN pedIroKc
PH — pedutrokc-HeponaTus
CKoD — CKOPOCTbH KJIIyOOUKOBOW (DMIIbTpaLuu
Y3U — YIIbTPa3ByKOBOE HCCIICIOBAHUE
yrow — ypereporuapoHedpos/ ruaApoHePpo3
VII — YIIBOCHHE MMOYEK/ TOYKU
XBII — XpOHHUYECKasl 00JIE3Hb IOYEK
CAKUT — congenital anomalies of the kidney and urinary tract
CKD — chronic kidney disease

NKF-K/DOQI - the national kidney foundation kidney disease outcomes quality initiative



