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BBEJIEHUE

AKTYaJIbHOCTBH NPO0JIEeMbI

AKTyallbHOCTh ~ MpOOJIEeMbI ~ OOYCIIOBIIEHA ~ OCOOCHHOCTSIMU  Pa3BUTHS,
JTUArHOCTUKU, TEUCHUS W HUCXOJa BPOXKJACHHBIX aHOMAJIWN MOYEK MU MOUEBBIBOJSIIINX
nyteit (BAIIMII)/ congenital anomalies of the kidney and urinary tract (CAKUT),
BBICOKMM PHCKOM IMpPOTpPecCUpOBaHMs XpoHUUeckoil oOone3nu mouek (XbII) y
HalreHToB B AeTckoM Bo3pacte [9, 29, 35, 51, 52, 74, 92].

B nemuarpudeckoir Hedposioruu B cOOTBeTCTBUM C Kkiaccudukanumein NKF-
K/DOQI (2002, 2003) [108, 114], BAIIMII y neteii B Bo3pacte Goiiee 2 JIET CUYMTAIOT K
XBII Cl ¢ noBpexAeHMEM NOYEK M HOPMAJIBHOW WM MOBBILIEHHONW CKOPOCTBIO
kiyooukoBoit punbrparuu (CK®), npu camwxenHoit CK® ctpatu@uimpyroT TSxKECTh
XBIT C2-5 [5,25, 66, 74, 92, 102, 138].

Tepmunonorus BAIIMII/ CAKUT wu cucremaTuka cOYeTaHHBIX aHOMAaJIUN
NOYEK, MOYETOYHMKOB, MOYEBOrO Iy3bIpS M YpPETpPhl BBEAEHBI B Juteparypy A. J.
Barakat u J. G. Drougas (1991), nomonuenst E. Winnicki u H. Copp (2019) [69, 185].
BAIIMII yanie BbISIBISIOT B IEpUHATAIBHOM NEPUOAE, Y HOBOPOKICHHBIX, TPYIHBIX U
JeTeii panHero Bo3pacTa [25, 34, 38, 47, 52, 53, 66, 102, 112].

B  pesynbrare  BCEMUPHBIX  MOJEKYJISPHO-TEHETUYECKUX  HMCCIEAOBAaHUU
BBISIBIICHBl MYTAalldM TE€HOB, OTBETCTBEHHBIX 32 pa3BUTHE M30JIUPOBAHHBIX U
cunapomanbHeix BAIIMII npu opdaHHBIX HaclIeICTBEHHBIX Ooye3Hsax [18, 65, 73, 81,
88,93, 94, 95, 102, 135, 146, 165].

[Toueunsli mporHo3 y aered ¢ couyeranHeiMu BAIIMIL, mposBistommumucs
JBYCTOPOHHEH THUIOIUIa3uel TMOYeK, OOCTPYKTUBHBIMU YpONATUSIMH, MY3bIPHO-
MO4eTOYHUKOBBIM pedurrokcom (ITMP) ¢ dopmupoBanmnem peduroxc-unedpponaruu (PH),
HeOmaronpusTHeIN B cBsizu ¢ nporpeccupoBanreM XbBII no C 4-5 u HE0OXOAUMOCTHIO
3aMECTUTEIILHOM MMOYeYHOW Tepamuu yXe B JeTckoM Bo3pacte [12, 14, 36, 102, 107,

112]. B uccienoBaHusAX IOKa3aHO, YTO B ATHOJOrMuYeckoi ctpykrype XBII y mereit
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npeo0J1aaroT BPOKICHHBIC U HACJISICTBEHHBIC 3a00yieBanus mouek (42,5% — 75%) [13,

25, 29, 50, 54, 74].

Crenenb pa3padOTAHHOCTH TeMbI UCCJICIOBAHUS

C MomeHTa BBEIEHUS TEPMHUHOJIOTUM M CUCTeMaTUKu codeTaHHbIX BAIIMII
[69,185], ux cTpykTypa y MNeIMaTPUYCCKUX MMAlMEHTOB aKTHBHO H3ydaeTcs. B
OTEUECTBEHHOUN U 3apyOEKHOM JTUTEpaType HaM HE BCTPETUIIOCH PaboT Mo pe3ysibTaTaM
CPaBHUTEIBHOTO UCCIIEeIOBAHUS 0CcOOEHHOCTEH CTPYKTYPHI, dbeHoTuma,
nporpeccupoBanusi XbBII, mnodeyHoil GyHKIMM M BBDKMBAEMOCTH Y JETed C
W30JUPOBAHHBIMU U aCCOLMUPOBAHHBIMU ¢ opdaHHbIMU cuHApoMamu BATIMITL.

MyTanuu  TeHOB, OTBETCTBEHHBIX 3a  pa3BUTHE  HW3OJMPOBAHHBIX U
curapoManbHeix BATIMII y neteit u moapocTkoB, BeisiBicHbI B 10 — 16% ciyuaes [20,
63, 81, 102, 131, 149]. IlpencraBiaseTcss BaKHBIM IPOBEACHHE aHanM3a (EHOTHUIIA,
nmodyeyHord GYHKIMM U BbDKMBAeMOCTH y JeTed ¢ coderanHbiMu BAIIMII npwu
op(haHHBIX CHHIPOMAaX, 00YCIOBICHHBIX MYTallUSIMH T'€HOB.

B oreuecTBeHHOIl IHMTEpaType HE BCTPETUIIOCH PE3YIBTATOB CPABHUTEIBHBIX
UCCIICIOBAaHNN MOYeYHON (DyHKIMKM M BbLDKMBaemocTH mo meromy E. L. Kaplan — P.
Meier (1958) y memuatpuyeckux TMaIMEHTOB ¢ u3oaupoBaHHbIMU BAIIMII u

aCCOIIMMPOBAHHBIMU C Op(GAaHHBIMU CUHAPOMAMH.

eap uccaenoBanus

N3yunth ocobOeHHOCTH (EeHOTHIIa HW30JIUPOBAHHBIX M ACCOIMHUPOBAHHBIX C
op(haHHBIMU CHUHAPOMAaMHU BPOXKJICHHBIX aHOMAJIUN TOYEK W MOYECBBIBOMSINNUX TYTEH,
nmodeyHyro (QyHKIMI0O W BbDKHBaeMocTh 1Mo metony E. Kaplan - P. Meier (1958) y
MeIUaTPUUYECKUX MalMEHTOB JJIsl MIPOTHO3UPOBAHMS MPOTPECCUPOBAHUS XPOHUYECKOM

0O0JIE3HH TTOYEK.



3axauu uccJIeI0BaHuA

1. OueHutrb CTPYKTYpY H3O0JMPOBAHHBIX BPOXKIACHHBIX AHOMAJIUWA TMOYEK U
MOYEBBIBOSINX MMyTEH y MeIUATPUUECKUX MALIIEHTOB.

2. BbIIBUTH OCOOEHHOCTHM KIMHUYECKOTO (EHOTUIIA, TEUEHUS HN30JIMPOBAHHBIX
BPOKJEHHBIX aHOMAJIMKA MOYEK U MOYEBBIBOASIIUX MyTeH, PeHOTUIIa U T€HOTUIIA
aCCOLIMMPOBAHHBIX C Op(aHHBIMU HACJIEICTBEHHBIMU CHHIPOMAaMH BCIIEJICTBUE
MYTallMK T€HOB TI0 Pe3yIbTaTaM MOJIEKYJISIPHO-TEHETUYECKOTO UCCIIeI0BAHMUS.

3. IlpoBectu cpaBHUTENbHOE UCCIENIOBaHUE (QYHKIMOHAIBHOIO COCTOSHHS MOYEK U
IPOrpeccUpoBaHusl B XPOHHUYECKYIO0 Ooje3Hbp mnodyek C2-5 y mneauarpuyeckux
NAlMEHTOB C HW30JMPOBAHHBIMU M  aCCOLMMPOBAHHBIMU C  Op(aHHBIMU
CUHAPOMAaMHU BPOKJIEHHBIMU aHOMAJIUSMH MOYEK Y MOYEBBIBOISAIIUX ITyTEH.

4. HccaenoBaTh MOYEUHYIO BbIKMBaeMocTh 1o Metoay E.L. Kaplan — P. Meier (1958)
y TeIuaTpUYecKUX TMaIlMEHTOB C HW30JMPOBAHHBIMU M ACCOIIMUPOBAHHBIMU C
ophaHHBIMU  CHUHAPOMAMH  BCJIEACTBHE MyTalldd TI'E€HOB  BPOXKIECHHBIMU

AHOMAJIMAMHU ITOYCK M MOYCBBIBOIAIITUX HyTeﬁ.

Hayuynasi HoBU3HA padoThbI

[lonmy4yeHsl HOBBIE JIaHHBIE, JEMOHCTPHUPYIOIINE OCOOEHHOCTH CTPYKTYPBHI,
YaCTOTHI COUYETAHUS KIMHUYECKOTO (HDEHOTHUIIA M30JUPOBAHHBIX U aCCOIMUPOBAHHBIX C
ophaHHBIMA  CHHIPOMaMH, COYETAHHBIX BPOXKICHHBIX AaHOMAadud TOYEeK U
MOYEBBIBOSIIUX MyTEH y MeANaTPUUECKUX MallMEHTOB.

Bnepseie B cTpykType wu3onupoBaHHbix BAIIMII y nereit yctaHoBiieHO
npeoOnamanne anomanuii mouek, [IMP, ypereporuaponedposza/ruaponedposa u
4acTOTa UX COYETAHUS.

ITokazano npeoOaagaHre aHOMAIUN MOYEK y JIETEH U MOJAPOCTKOB B CTPYKTYpE
BATIIMII, accommupoBanubsix ¢ opdanaeiMu cuaapomamu (CHARGE, VACTERL,
Fraser 1 tuma, Pierson, Lowe, FOXP1, Schuurs — Hoeijmakers, Renal-Coloboma,

Down, [llepemesckoro-Tepuepa) u Renal hypodysplasia/ aplasia 3 tuna.
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BrnepBble B pe3yibTaTe CpaBHUTEIBHOIO MCCIEIOBAaHUS MOJYyYEHbl HOBBIE
nanHele, nemoHcTpupytoume nporpeccupoBanue XbII ot Cl (¢ coxpannoit CK®) no
C2-5 npu U30JIMPOBAHHBIX U ACCOLIMMPOBAHHBIX ¢ oppaHHbIMU cuHIpoMamu BAIIMII
y IeTeit B Bozpacte OoJee 2 Jier.

BnepBeie wucciaenoBaHa BEpOATHOCTb S-netHed, 10-metHet u  15-netHen
noyeyHoil BekuBaemoctu o metony E. Kaplan — P. Mier (1958) y neteit B Bo3pacte
6onee 2 net ¢ uzonupoBaHHbiMu BATIMIL.

[IpuBenena BepoATHOCTh S-eTHed U 10-1eTHE cOXpaHHOCTH (QYHKIMH MOYEK
(XBII C1 ¢ nopmanbubiM ypoBHem CK®) y nereit B Bozpacte Oonee 2 net ¢ BAIIMII,

ACCOIMMHUPOBAHHBIMHU C Op(l)aHHBIMI/I CUHApPOMAaMU.

TeopeTnueckasi u NpakTUYeCcKasi 3SHAYMMOCTb PadoThI

Teopernueckass 3HAYMMOCTh TIOJYYEHHBIX pPE3YJIbTATOB JUCCEPTALMOHHOMN
paboThI 3aKIIIOYAETCS B YIUIYOJIEGHHOM WM3Y4Y€HUHU CTPYKTYPhI, 0COOCHHOCTEHN (heHOoTHma
U TEHOTHINA, MOYeUYHOM (YHKIMU U BBDKMBAEMOCTH Y JIeT€d C M30JIMPOBAaHHBIMH U
acconMupoBaHHBIMU C opdanHbiMU cuHApoMamMu BAIIMIIL. Ilpu cpaBHUTETBEHOM
UCCICOBAaHNN TIOKa3aHel y JeTed mpeoOnaganue aHoManmmii mouek, I[IMP,
ypeteporuaponedposa/ruaponedpo3a, dYacTtora HX COYETaHUS B  CTPYKType
nzonupoBanHblx BAIIMII u mnpeobGnamanue aHoManuii modek nipu  BAITIMII,
ACCOIMUPOBAHHBIX C Op(haHHBIMU CHUHIPOMAMH.

PesynbraThl nuccepTanmoHHONW pabOTHl BOCIOJNHSAIOT CBelAeHUs O (eHorure,
MOYeYHOW (YHKIMM W BBDKMBAEMOCTH Yy JeTed ¢ codetanHbiMu BAITIMII,
M30JIMPOBAHHBIMHU U aCCOIMUPOBAHHBIMU C Op(HAHHBIMU CHHIPOMAMH.

JlanHble uccnenoBanus nmodyeyHoi GpyHknuu u S-netaeit, 10-netueit u 15-netnei
BEPOSITHOCTH BBIKUBAEMOCTH PACIIUPSIOT MPEACTABICHHS TIEANATPOB U HE(DPOIOTOB O
nporuo3upoBanuu nporpeccupoBanusi XbII y nereit ¢ nzonupopanusiMu BAIIMIL.

OO6OCHOBAaHO ¥ MPEANIOKEHO MPOBOJAUTH MEAUATPUUYECKUM TMaAlMEHTaM C
M30JIMPOBAHHBIMU U aCCOLIMUPOBAHHBIMU C opdaHHbIMU cuHapomamu BATIMII

MOJICKYJIAIPHO-TCHCTUYICCKOC HCCJIICAOBAaHUC 1o BHUOAY BBICOKOTEXHOJIOTHYHOMU



MEIUIMHCKON moMomu — Hedposorus B coorBercTBUM ¢ [locTaHOBIEHHEM
[IpaButensctBa P® «O Ilporpamme rocyJapCTBEHHBIX TapaHTH OeCIIaTHOTO
OKa3aHMs TpakJaHaM MEIUIMHCKON momomu Ha 2023 rojg v Ha IUIAHOBBIM MEPUOJ
2024 u 2025 rogoB» ot 29.12.2022 No2497.

C nenpro ONTUMHU3ALMU JUATHOCTUKH, ONPEIEIEHNs CTPATETN KOHCEPBATUBHOTO
n xupyprudeckoro JjieueHus netsim ¢ BAIIMIIL, BbISIBICHHBIMU MO YJIBTPa3BYKOBOMY
CKPUHUHIY B IIEpUHATAJILHOM IIEpUOJE, Y HOBOPOXKIEHHBIX U TPYIHBIX [IETEH,
PEKOMEHI0BaHa IOCIUTAIN3alMsl B IIEpUHATAIBHBIA LEHTP WM CHECHUAIU3UPOBAHHbBIC
He(POTOTUYECKUA 51 YPOJIOTNYECKUN CTaLlMOHAPBI. PexoMennoBax
MEXJIUCIUIUIMHAPHBIN MMOAX0A Ha aMmOylIaTOpHOM JTame K BEIEHUI0 JeTed C
W30JIMPOBAHHBIMU W aCCOLMUPOBAaHHBIMU ¢ opdaHHbIMU cuHApoMamMu BAIIMII
neanaTpoM-HeQPOJIOroM, YpoJoroM, OQTaIbMOJIOrOM, CYPAOJIOTrOM, HEBPOJIOroM,
kapauosnorom. C yueToM BbICOKOTO pucka nporpeccupoBanusi XbII y nereit ¢ BAIIMII

ITOKa3aH I[I/IHaMI/I‘ICCKI/Iﬁ KOHTPOJIb q)YHKHI/II/I ITOYCK.

MeTomosiorusi U METOABLI HCCJIEAOBAHMUS

MeTononorusi AUCCepTAlMOHHONW pPabOThl MOCTPOEHA HA OCHOBE H3Y4YEHUS U
0000IIIeHNsT JaHHBIX OTEUECTBEHHONW M 3apyOeKHOM JUTEpaTypbl O CTPYKTYypE,
MOYeYHON (YHKIIMM M BBDKUBAEMOCTH MpH coueTaHHbIX BAIIMII y neamaTpudeckux
MalMeHToB. JHUcCcepTalMOHHOE HCCIENOBAaHHWE IPOBEACHO B COOTBETCTBUU C
3akoHOJarenbCcTBOM  Poccuiickori  depepaunu, MeEXAYHAPOJHBIMU  ITUYECKUMU
HOpMaMmH, W3JIOKEHHBIMU B XEJIbCUHCKOW JeKiapauud BceMUpHOM MEIUIIMHCKON
acconuauuu «PexoMeHmanuu Ui Bpauyed, 3aHUMAOUIUXCS OWOMEIUIIMHCKUMU
UCCIICIOBAHUSIMU  C  y4acTHEM  JIIo/ei», OJOOpPEeHO H3THUYECKUM KOMUTETOM
denepadbHOTO TOCYNAPCTBEHHOTO OIOKETHOTO 00pa30BaTEIBHOTO  YUPEIKICHUS
BBICILIETO npodeccruoHaIbHOTO o0pa3oBaHuA «Cankr-IletepOyprekuii
FOCY/IAPCTBEHHBIN MEAUATPUUYECKU MEIUIMHCKANA YHUBEPCUTET» MHHUCTEPCTBA
3npaBooxpanenusi Poccuiickoit ®enepauuu (mpotokon Ne 31/17 ot 18.10.2023).

3aKOHHBIC npcaACTaBUTCIN MNCAUATPUYCCKHUX ITIALIMCHTOB JdaBaJId HH(l)OpMI/IpOBaHHOG
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corjzacMe Ha Y4YaCcTH€ B HCCIENOBaHMM. THUII MCCIENOBaHUSA: PETUCTPALUOHHO-
HaAOJIOJATEIbHOE  PETPOCHEKTUBHOE  KIMHUYECKOE uccienoBaHue. IIpuMeHeHsI
AHAMHECTUYECKUH, KIINHUYECKUH, 1a00paTOPHHBIiA, (GyHKUMOHATBHBIM,
IE€HEAJIOTUYECKUN METOABl  HCCIIEAOBAHUS. buoundopmaTuueckuii aHaJIN3
cexkBennpoBanusa JIHK nposenen B nmabopatopusax «F:GENETICS», «GENETICO»,
«I'enomen» (Poccust) u nmabopatopun moisexynsipHoit nuarnoctuku HUIL u kadenpor
oOmel u MonekynsipHol MenuuuHckoi reHetuku CIIOITIMY. Busyanusupytoniue
MeToNbl  uccienoBanusa:  Y3U,  akcrperopHas — yporpadusi,  MHUKIHOHHAs

muctoypeteporpadus, KT, MPT, cratuueckas neppocuunturpadus.

HOJIO)KCHHH, BBIHOCHMMbBIC HA 3a1IIUTY

1. CymiecTBYyIOT OCOOEHHOCTH CTPYKTYpbl M YacTOTHI COYETAaHUsI KIMHUYECKOTO
deHoTHma M30JMPOBAHHBIX M ACCOLMHPOBAHHBIX C Op(aHHBIMU CHHApPOMAMHU
BPOKJICHHBIX AHOMAJW IOYEK W MOYEBBIBOASAUIMX MyTEH Yy NEAUATPUUYECKUX
NalMEeHTOB.

2. B cTpykType H30IMpPOBAaHHBIX BPOXKIEHHBIX aHOMAJIWW TOYEK W MOUYEBBIBOISIIUX
nyTel y paeTedl mpeoOiagaroT aHOMAajJuU IOYEK, IY3BIPHO — MOYETOYHUKOBBIM
pediroke, ypereporunpoHedpo3/TuapoHedpo3; acCOUUMUPOBAHHBIX ¢ OphaHHBIMU
CUHIpPOMaMU — aHOMaJINU MOYEK.

3. [MokazaTenu nmporpeccupoBanusi XpoHuueckoir 6one3nu nouek ot Cl (¢ HOpManbHOU
CK®) no C2 — C5 y meamaTpuyecKux NaIlMEHTOB B Bo3pacTe Oonee 2 JeT C
BPOK/JICHHBIMU AHOMAJIMSIMU TIOYEK M MOYEBBIBOJSIIUX IMYTEW, W30JUPOBAHHBIU U
aCCOIMHUPOBAHHBIMU C Op(aHHBIMU OOJE3HAMU, UMEIOT PA3IUYHA.

4, CylecTBYIOT pa3auyus MoKa3aTeliel BeposTHOCTH S-nmetHed, 10-metHedt u 15-
JIETHEW TOYEUYHOM BBIKMBAEMOCTH Yy JIeTel M MoApOCTKOB (2 — 17 ;met 8 mec) ¢
M30JIMPOBAHHBIMU BPOXKJICHHBIMM AHOMAJUSIMU TMOYEK M MOYEBBIBOASIIUX MyTEH.
Cumxenbl S-netHsAst U 10-neTHsASE BEpOSITHOCTh cOXpaHHOCTH (yHKIuU nodek (XbII
C1 ¢ nopmanbubiM ypoBHeM CK®) y nereir B Bo3pacte Oonee 2 sner ¢ BAIIMII,

acCOIMUPOBAHHBIMU C OP(aHHBIMU CUHAPOMAaMHU.
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CreneHb J0CTOBEPHOCTH U aNpodanus pe3yJbTaTOB

JIoCTOBEpHOCTh MOJTYYEHHBIX PE3yJbTAaTOB MOATBEPKIAETCS PENpPEe3eHTATUBHBIM
KOJIMYECTBOM MEAUATPUUECKUX MAIMEHTOB C U30JMPOBAHHBIMU U aCCOIIMUPOBAHHBIMU
¢ opdpanubiMu  cuHapomamu  BAIIMII u  BBINOJHEHHOTO  PETUCTPALIMOHHO-
HAOJIOAATENIbHOTO  PETPOCHEKTUBHOTO KIMHUYECKOro HuccienoBanus. B pabore
UCIIOJIb30BaHbl M3BECTHBIE M COBPEMEHHbIE JlabopaTopHble, (PYHKIIMOHAJbHEIE,
MOJIEKYJISIpPHO-T€HETUYECKUE  METOAbl,  HCCIEJOBaHUE  BEPOSTHOCTU  IOYECUHOMH
BeDKHBaeMocT 1o metony E. Kaplan — P. Mier (1958). IIpuMeHeHBI cOBpeMEHHbBIC
METOJIbl CTATUCTUYECKOW 00pabOTKH Pe3ysIbTaTOB UCCIEAOBAHMS.

OCHOBHBIEC TIOJOXEHUS MU PE3yNbTaThl PAOOTHI OJIOKEHBI U OOCYXKJCHBI Ha
Poccuiickux u  mexayHaponHeix  KoHrpeccax: XVI  Poccuiicknii  Konrpecc
«/IHHOBAIIMOHHBIE TEXHOJOTHH B MEIUATPUH U JETCKOU XUPYPTUU» ¢ MEKTYHAPOTHBIM
yuactueM, MockBa (2017); Konrpecc «3m0opoBble netTH — Oyayliee CTPaHbD» C
MesKTyHapoaHeIM yuactueMm, Cankt-IletepOypr (2017); 50" Annual the European
Society for Pediatric Nephrology Meeting, Glasgow, Scotland (2017); Konrpecc
«300poBBIE JeTH — OyAyliee CcTpaHb» C MEXIyHapoAHbiM ydactuem, CaHKT-
[letepbypr (2018); 51" Annual the European Society for Pediatric Nephrology
Meeting, Antalya, Turkey (2018); Konrpecc «310poBbie aeTH — Oyayliee CTpaHb» C
MexayHapoaueiM yuactueMm, Cankt-lIletepOypr (2022); XXI Poccuiickuii Konrpecc
«/IHHOBaLIMOHHBIE TEXHOJIOTHH B MEIUATPUH U AETCKOU XUPYPTrUU» ¢ MEXKAYHAPOIHBIM
yaactuem, Mocksa (2022); MexayHaponHas kKoHbepeHIusT «AKTyanbHbIe MPOOIEMbI
neANaTpuuecko HeQposoruu» B paMKax KOHrpecca «370poBble AeTH — Oyayuiee
CTpaHbl» ¢ MexayHapoaHbiM yuacTueMm, Cankt-IletepOypr (2023); XXII Poccuiickuit
Konrpecc «/HHOBanMOHHBIE TEXHOJOTMHW B MNEAUATPUA M JIE€TCKOW XUPYPTHUU» C

MEKIyHapOoIHbIM yuacTtueM, Mocksa (2023).



12

IIy0saukanuu mo remMe JUCCepTalUU

Ilo Teme nuccepTallMOHHON paboThl ONyOJMKOBAaHO 14 Hay4HbIX paboT, U3 HUX 4
B OKypHajgax, pEKOMEHIOBaHHbIX BBbICIIE aTTECTAllMOHHOM KOMHUCCHEN IIpHU
MuHuCcTepCTBE HAYKH M BBICIIETO 00pa3zoBanus Poccuiickoit denepanuu v BXOASIINX B

0a3y TaHHBIX Scopus.

JIMYHBbIA BKJIAJ aBTOpa

ABTOpPOM CaMOCTOSITEILHO TMPOBEJICHBI aHAIN3 OTCUECTBEHHBIX U 3apyOeKHBIX
MCTOYHHUKOB JINTEPATYPHI 1O MPOOJIeME COUCTAaHHBIX BPOXKJIECHHBIX aHOMAJUW MOYEK U
MOUYEBBIX MYTE€W U30JUPOBAHHBIX U ACCOLUMHUPOBAHHBIX C PEAKUMM HACJIEACTBEHHBIMU
cungpomamu BAIIMII y nereit W moapocTKoB; OOOCHOBaHWE IEIM W 3ajad,
COCTaBJICHHE AW3aifHa HCCIeNOBaHUsS; (OPMUpPOBAHUE TPYIIN MAIMEHTOB; paboTa ¢
MEUIMHCKUMH JOKYMEHTaMHu (KapThl aMOyJaTOPHOTO M CTAllMOHAPHOTO OOJIBHOTO);
MaTeMaTHKO-CTaTUCTUUYECKass 00paboTka ¥ aHAIM3 PE3yIbTaTOB HCCJCIOBAHMUS;
HAIMCAHUE TJ1aB, 3aKJIOYECHHS, OCHOBHBIX IMOJO0XECHUW W BBIBOJIOB JIHUCCEPTAUOHHOIO

VCCJIEJOBAHMS; HAITMCAHUE CTATEH; COCTABJICHUE MPE3CHTALIU .

O0beM M CTPYKTYpa AUCCEPTALNHU

Texct nuccepramuu u3noxeH Ha 185 cTpaHMIIax MAIIMHOMUCHOTO TEKCTa U
COCTOMT W3 BBEACHHS, INECTH TIJaB, BKIIOYAIONIMX B ceOs 0030p IUTEpaTypHl,
Marepualibl M METOJABI, TpPeX TIJaB C ONUCAHWEM pE3yJbTaTOB COOCTBEHHBIX
WCCJICIOBAHMM, TJaBbl  OOCYXKICHHUS  PE3yNbTaTOB, BBIBOJOB, MPAKTHUYCCKUX
pEKOMEHaIMi, CIUCKa COKpalleHud u JuTeparypbl. Paborta wmmoctpupoBana 21
Tabymmneir nu 32 pucyHkamu. CHHUCOK JUTEpaTypbl COCTOMT W3 186 MCTOYHMKOB, W3

KOTOPBIX 65 oTedecTBeHHBIX U 121 3apyOeKHBIX.
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I'/TABA 1
OB30P JIMTEPATYPbI

1.1 Knuanyeckue 0cO0EHHOCTH BPOKAEHHBIX AHOMAJIMH M0YeK U

MOYEBBIBOAALUX NyTeH y AeTeH U NOAPOCTKOB

Tepmun BAIIMII BkiIrOYaeT COYETAHHYHO BPOXKIEHHYIO AHOMAJIUIO IOYKHA M
moueBbIBO X TyTed (Barakat A. J., 1991) [69]. BAIIMII — sto rereporeHHas
IpyIa COYETAHHBIX BPOXKJIECHHBIX AaHOMAJIMN TIOYEK M MOYCBBIBOMSIINX IyTEH,
KOTOpbIE YacCTO JUArHOCTUPYIOT MPEHATAIbHO U Y HOBOPOXKACHHBIX nereit |14, 18, 29,
74].

B 3apy6exHoit nurepatype ucmnoib3yetcs tepmunosniorus Congenital anomalies
of the kidney and urinary tract (CAKUT) [65, 69, 185].

C yuetom coBpeMeHHBbIX HaHHbIX, BAIIMII — 310 rpynna oJHOCTOPOHHUX WJIH
JIBYCTOPDOHHHX  BPOXKJIEHHBIX aHOMAaJM{ TIOYEK W  MOYEBBIBOIAIIUX  IyTEH,
XapaKTepU3ylIMUXcss (QEHOTUNIUYECKOH ¢ TEeHETUYECKONM TeTePOTeHHOCThIO C
Pa3InYHOM CTEIICHBIO BRIPAKCHHOCTH KJIMHHUYECKUX MPOSIBICHUH u TskecTH [159].

Brepseie A. J. Barakat u J. G. Drougas (1991) [69] cucremarusmpoBaiu
couetanuble BAIIMII/ CAKUT, BbiaeIuB aHOMAINH MOYEK, MOYETOYHHUKOB, MOYEBOI'O
My3bIPS U YPETPHI:

l. BpoxaeHHble aHOMaIUU Pa3BUTHS MTOYEK:

AreHesust/ anasus MOYKA

Jlucninazusi TOYKU: MYJIbTUKUCTO3HAs IOYKa, KHUCTO3HAas I[OYKa,
TUTOIIIA3US TIOYKU

I'uaponedpos

DKTOMHUS TOUKH

Anomanun B3aUMOPACIIOJI0KCHHA IIOYCK
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Il.  BpoxzaeHHbIe aHOMAINK PA3BUTUS MOYETOYHUKOB:
Merayperep
[Ty3bipHO-MOUeTOUHNKOBBIHN pedtokc (ITMP)
Y 1BoeHME MOYETOYHUKOB
CTeHo03 T0XaHOYHO-MOUYETOYHUKOBOTO CErMEHTA
CTeHO03 MPUIIOXaHOYHOTO OT/IeJIa MOYETOUHHKA

1. BpoxpaeHHble aHOMAIHK PA3BUTHS MOYEBOTO MY3bIPS:
DKcTpodus MOYEBOTO MYy3bIps
Heiiporennas nuchynkuust moueBoro my3sipst (HIAMII)
JIuBepTUKYJI MOYEBOTO Ty3bIps

V. BpoxzaeHHble aHOMATNK PA3BUTHUS YPETPHI:
Knanan 3agHeit yperpsol

OO6cTpyKLUs epeHeER ypeTphl.

B 2019 roay E. Winnicki u H. Copp [185] momonuunu kimaccudukaruo A. J.
Barakat u J. G. Drougas (1991) [69] BAIIMII/ CAKUT:

1) BposxacHHBIC aHOMAJIMK Pa3BUTHS MTOYCK

VY nBoeHue o4k (0HOCTOPOHHEE U IBYCTOPOHHEE, MIOJIHOE U HETIOJIHOE)

Y nBoeHue coOMpaTeIbHON CUCTEMBI TTIOYKH

2) BposxeHHbIC aHOMAJIMK PA3BUTHS MOYCTOYHUKOB

Ypereponene

DOKTONUS YCTh MOYETOYHUKA.

BAIIMII y neauatpuyecKkux MAalMEHTOB PAacCMATPUBAKOT KaK HM30JUPOBAHHBIC
(coueraHne BpOXACHHBIX AHOMAJIMM TIOYEK W  MOUEBBIBOASIIMX MyTel) U
CUHJpOMaJibHbIE (COUETAaHUE BPOXKJICHHBIX aHOMAJIMK MOYEK U MOYEBBIBOASIIUX IMyTEH
C aHOMAJIMSIMH Pa3BUTHS APYTUX OPraHoB U cucTeM) [65, 74, 95, 163].

N. Ganesan. u coast. (2023) B ucciemoBanuu 255 manueHTOB y 45 BBIABIIH
CAKUT/ BAIIMII: wuzonupoBanubie (27%), cunmpomanbHbie (51%) m BAIIMII ¢

BPOXKJICHHBIMH aHOMAJIMSIMH JPYTHX OPTaHoB U cucteMm (22%) [65].
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l. Bpoxnennble aHOMaJIUM PA3BUTHS MOYEK

AHOMAJIMH KOJUYECTBA MOYEK

JBycTopoHnsis areHe3usi mouyek miu POTTER-cunapom — 3T0 BpOXIEHHBIN
IIOPOK pa3BUTHsI, HECOBMECTHMBIA C »kH3HbIO. Yactota BcTpeuaemoctn 1:10 000
HOoBOpOXxAeHHbIX [34, 149]. /Insa nauumentoB ¢ POTTER-cunnpomom xapaktepHbl «P» —
pulmonary hypoplasia — runomnasus nerkux, «O» —oligohydramnios — manosoaue, «T»
— twisted face — nmedopmanmm muna, «T» —twisted skin— ckmaguaras «crapueckasy
koka, «E» — extremity defects — nedbopmanuu koneunoctedt, «R» — renal failure —
OTCYTCTBUSI (PYHKIIMM 00EMX MOYEK Y IJI0/1a Yallle BCJIEICTBUE JIBYyCTOPOHHEH areHe3uu
noyexk [2 ,3].

IIpu ogHOCTOpPOHHEIH areHe3WM MOYKH OJIHA U3 MOYEK BMECTE C MOYETOUYHUKOM
MOJTHOCTBIO OTCyTCTBYET. YactoTa BcTpeyaemocTH: 1:2000 — 1:5000 >kuBOpOXKAECHHBIX
HOBOPOJXKJIEHHBIX. Yalle BcTpeuaeTcsi y MaJbuuKOB U B 59% ciydaeB IMarHOCTUPYIOT
areHesuto JeBod mouku [149]. MokeT coueTatbcs C JAPYITHMMH  TOPOKaMHU
MOYEBBIICIUTEIBHON CUCTEMBI (OTCYTCTBUEM IIOJIOBHHBI MOYEILY3BIPHOI'O TPEYIOJib-
HUKa, OTCYTCTBHEM OJIHOTO H3 MOYETOYHHUKOBBIX YCThEB W/ WIU  CJENO
3aKaHYMBAIOIIMMCS MOYETOYHUKOM IIPU HOPMAJIbHOM JIOKQJIM3alUM €ro YyCThs B
MOYEBOM IIy3bIp€) WU MOPOKAMU pa3BUTHUS JPYTHUX OpPraHOB U CHUCTEM (aTrpe3uei
NUIIEBOJA, NOPOKAMHU CEpAlA, MOPOKAMH pa3BUTHS MOJOBBIX JKEJIE3 y JAEBOYEK U
TMIIOIUIa3MEH siMuKa y MajabunkoB) [28]. V mamueHTOB ¢ OZHOCTOPOHHEH arcHe3ueit
MOYEK BBISIBIWIM MHUKpoanbOymuHyputro B 21%, PEHANIbHYI0  apTepHAIBHYIO
runepter3uio B 16% u XBIT C3 -5 B 10% ciygaes [185].

S. G. Woud u coast. (2023) npeacraBmiu pe3yabTaThl 20-1€THETO KOTOPTHOTO
rccienoBanus 944 malnMeHTOB C €IWHCTBEHHOW MOYKOHM, W3 HUX B 75% ciydaes
BCJICJICTBUE areHE3WH KOHTpPJIATePATbHOU MOYKU U B 25% - BChaeACTBUE HE(DPIKTOMUU
KOHTpJAaTepalbHOM TMOYKH MO pa3IudyHbIM npuuuHaMm. [lalieHTsl ¢ codeTaHueM
OJTHOCTOPOHHEM areHe3uu novyku ¢ apyrumu BAIIMII nin nopokamu pa3BUTHS IPYTHX
OpraHOB U CUCTEM B JAHHOE MCCIEJOBAHUE HE BKIIOYAIUCh. ABTOpaMU YCTAHOBIICHO,
yt0 'y 6% mDauMeHTOB C OJHOCTOPOHHEW areHe3umed TMOYKM JUarHOCTHPOBAHO

3HaunTenbHoe cHikeHne CK® k 15 rogam u'y 30% x 30 romam [175].


https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
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Ilpuy anjga3uum MOYKH  MAaKpPOCKONMMYECKH TI0YKa  OTCYTCTBYeT, HO
TUCTOJIOTHYCCKUA UICHTU(OUIIMPYIOT 3apOBIINICBhIE TKAHN B ME3CHXHUME C 3a4aTOYHBIM
MOYETOUYHHUKOM. ATUIa3UI0 MOAPA3AEIAIOT HA OJJHOCTOPOHHIOIO M JBYCTOPOHHIONO [28,
34]. OnHOCTOPOHHSS arIa3usl He BIUSET Ha IPOJOJDKUTEIBHOCTD KU3HH. B oTimdme ot
TUMNOIJIA3UA TIPU  aIUIa3WM IMOYKW HWMEETCS PYIUMEHTapHBIA 3adaToK opraHa 0Oe3
JoxaHKu u cocyaucror Hoxku [59, 149]. UYacrtora Bcrpeuaemoctr: 1:1000
HOBOPOXIeHHBIX [28, 60].

YaABoeHHe MOYKH — OTO pa3jeliecHue IMOYKH Ha JIBa CETMEHTa: OCHOBHOMU
(HKHUN) 1 100ABOYHBIN (BEPXHUIT), TPU ITOM MapeHXUMa MOYKH OJIHA, OTMEUaeTCsl €€
yBEJIMUCHUE B MPOJOJILHOM pazmepe. Yactora Bctpedyaemocty 1:150 HOBOPOKIAEHHBIX.
YaBOeHHE TOYKH TOJPA3ACISAIOT HAa OJHOCTOPOHHEE M JBYCTOPOHHEE, TOJHOE H
HernoiHoe [28, 34]. Ilpm mnomHOM yaABOEHHMH 00€¢ JOXaHKH M 00a MOYCTOYHHKA
OTKPBIBAIOTCS B MOYEBOM ITy3bIpe ABYMS YCThAMH. OCHOBHOE YCThE OTKPBHIBACTCS B
yriay tpeyronbHuka JIbero. JJo6aBouHOE yCThe MOMKET OBITh SKTOMHPOBAHO B 00JIACTH
IMIEMKK MOYEBOTO IMYy3bIpS WM BHEIMY3BIPHO: Y JI€BOYEK JUCTAJbHEE BHYTPEHHEIO
OTBEpPCTUSA YPETPhI (B YpPETpPY, IMOJOBbIE OpPraHbl W MPOU3BOJHBIE YPOTEHHUTAIBHOTO
CHUHYCa), Y MaJIbUYUKOB — BCErJa BBIIIE HAPY>KHOTO CHUHKTEpa ypeTphl (B CEMEHHOM
ny3bIpeK, CeMEeHHOW Oyropok). Ilpu HemoaHOM yABOGHHHM JBa MOYETOYHHKA
COCIMHAIOTCS HAa PAa3JIMYHOM YPOBHE: OT BOPOT MOYKU JI0 MHTPAMYpPaJIbHOTO OTAENa
moueTounuka [59, 60, 149]. YaBoeHnue moyky 4acTo MPUBOAUT K PA3BUTHIO MTy3BIPHO-
MOYETOYHUKOBOTO H YpeTepo-ypeTepaibHbiid pedurrokcos [60, 149].

MyJabTHKHCTO3HAS JHCIJIA3uA  NoYeK (HeQYHKIMOHMpPYIOMAs) SIBISACTCS
TSOKENoN (OopMON TIOYEYHOW AMCIUIa3UHM, TPH KOTOPOM MapeHXHMa OTCYTCTBYET U
MOJTHOCTHIO 3aMeIeHa KOHIIIOMEPATOM MHOKECTBEHHBIX, TUIOTHO MPHJIETAIONIUX APYT K
JIpyTy TOHKOCTCHHBIX KHCT pa3HOTO pa3Mepa, HE HUMEIMUX KpPOBOTOKA H HE
COOOMIAOIINXCST MEKIY CO00H, aHOMaIbHO copmMupoBaHbl uiau oTcyrcTByoT UJIC 1
mouetounuk [2, 3, 4, 59, 79, 121]. Yactora BCTpEYaeMOCTH OJHOCTOPOHHECH

MYJIBTHKHCTO3HOHN auciuiazuu modku cocrapisgeT 1:3000-5 000, neyxcroponneit —1:10

000 [93, 149].


https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
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Tunuunas ¢popma MyTbTUKHCTO3HOHN JAMCIIIIA3UU TTOYEK —TAPEHXUMa OTCYTCTBYET
WJIM TIPAKTHYECKH TTOJTHOCTBIO 3aMeIeHa MHOKECTBEHHBIMU KUCTaMH Pa3HOTO pa3Mepa,
HE UMCIOIIMMHU KPOBOTOKA M HE COOOIIAIOIIUMUCS Mex 1y coboii [19, 34].

Conuonas ¢opma MyIbTUKUCTO3HOM AUCIUIA3UM TOYEK — B JUCILIACTUYHOMN
MapeHXUME MEXIYy MEJIKHMH KHUCTaMHU OIpPEACNseTCS PeayIHPOBAHHBIN KPOBOTOK,
KOTOPBI OTHOCHUTCS K (hpaKTOpaM pHCKa pa3BUTHS MaJMrHu3auu [2, 79, 121].

T'uoponegppomuuecxasn ¢popma MyTbTUKACTOZHOW TUCIUIA3HH TMOYCK OTIUYACTCS
3HAYUTEJbHBIM YBEIIMUCHHUE MovYeuHoM Joxanku [28, 80, 133].

MynbTHKHUCTO3HYIO AUCILIA3HUIO MMOYKH PAcCMATPUBAIOT KaK HA OJJHOCTOPOHHIOIO
U JBYCTOPOHHIOI; H30JUPOBAaHHYIDO W B CTPYKType peakux cuHapoMoB (Renal-
Coloboma wu apyrux) [2, 28, 34, 156]. JIByctopoHHssI HE()YHKIHMOHUPYIOIIAS
MYJIBTUKUCTO3HAS JUCIIIA3Us MIOYEeK HE COBMECTHMA C XKU3HbIO [3, 121].

[To maHHBIM JUTEPATYphl, MYJIbTUKHCTO3HAS JUCIUIA3USl TIOYCK SBIISCTCS
HamboJee dYacTOM KHUCTO3HOM OO0Ne3HbI0 TOYeK, B  OOJBIIMHCTBE CJIy4yaeB
JAMArHOCTHPYETCS] aHTEHATAIbHO M MMEET XOPOIIHid Mporuo3 [2, 124]. B uccnenoBanuu
M. Kopa¢ u R. Kordi¢ (2022) [121] yuacTtBOoBamo 80 meredi ¢ MyIbTUKHUCTO3HOMU
nucrutazueit nouku. M3 80 nereit y 43,8% nuarnoctupoBansl Apyrue BAIIMII, yame
[IMP. V geteit B 98,7% ckopocTh KiIyOOYKOBOM (UIBTpallud  COOTBETCTBOBAJA
BO3pACTHOW HOpPME W y OJIHOTO peOeHKa ¢ JUCIUIa3Medl KOHTpajdaTepalbHOM MOYKH
OTMEUEHO CHIDKEHHE.

AHOMAJIUM BeJIHYUHBI MOYEK

B oTedecTBeHHOM NMHUTEpaType K AMCMJIA3UM MOYKHM OTHOCST PYAUMEHTAPHYIO U
KapymkoByto mouku [19, 34, 59]. Yactora BcTpewaemocTu qucruiazuu mouek 1:4 000 —
1:4 500 >kuBOPOXKICHHBIX HOBOPOXIeHHBIX [115, 185].

Pyoumenmapnas nouxa mnpenctaBiser co0oil opraH, pas3BUTHE KOTOPOTO
OCTaHOBHWJIOCH HAa PaHHEM dTare SMOpHOoHaIBHOTO iepuoa [19, 149].

Kapnuxoeas nouxa 3Ha4NTENBHO yMEHBIIEHa B pa3mepe (10 2 — 5 cM) U B ee
MapeHXUME KOJIMYECTBO KIYOOUKOB PE3KO YMEHBIIEHO, a WHTEPCTUIMAIbHAS
¢ubpo3Has TkaHb pa3BuTa W30bITOYHO [28, 34]. KonmruecTBO MOYCUYHBIX COCYIOB M HX

KaJIMOp Tak)Ke 3HAYUTEIbHO YMEHBIIEHBI, MOYETOYHUK MHOTJa 00nuTepupoBaH. Takas
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dopMa AMCIUIa3UM TOYKH HEPEAKO OCIIOKHIETCS HEPPOreHHOW apTepuanibHOU
runeptensucii [19, 20, 149].

I'mnonia3usi MOYKH OTHOCHUTCS K BPOXKIACHHBIM aHOMAJUSIM BEJIUYUHBI U
MpeACTaBIsAeT cOOOW yMEHbIIEHHE MOYKH B pazMepax Oosiee, 4eM Ha 2 CUTMalbHBIX
OTKJIOHEHUSI OT HOpMBI [59]. BbIIensioT OJHOCTOPOHHIOID U JIBYyCTOPOHHIOIO
runomnazuo nouek [19, 34, 149]. T'unmonnazupoBaHHash NOYKAa HMMEET POBHBIN
HapyXHBI KOHTYp, YMEHbIIEeHHbIN Y3M-meTpuueckuii 00bEM MOYKM B CPaBHEHUU C
BO3pPacCTHOM HOPMOW, pPABHOMEPHO MCTOHYEHHYI0 TMAapeHXMMY C HOPMaJbHOU
HXOr€HHOCThIO, MEHBILIE J0JIed W MUPaMHJl, BU3yalTU3UpyeTcss MeHee 5 uamreyek [21,
59]. T'unomuia3ust moyek SIBISIETCS] YacTOM MPUYMHON MapeHXUMATO3HOM apTepHabHON
runepTensuu, nporpeccuposanus XbII qo craguu C5 [20, 92, 115].

AHOMAJIMH PACIIOJIOKEHHUS MOYEK

Juctonus (AKTONMS) MOYKH XapaAKTEPU3YETCs] HEMPABUIHLHBIM PACIIONIOKEHUEM
nouku. Yacrora BcrpeyaeMoctu 1:900 XKMBOpOXKIEHHBIX HOBOPOXKIEHHBIX. [lo MecTy
PACIIONIOKEHHS JUCTONUS MOAPA3IEsAeTCs Ha TPYIHYIO (TOpaKaJIbHYI0), TOSICHUYHYIO,
OJIB3/IOIIIHYIO, Ta30BYIO U mepekpéctuyio [19, 59, 115].

Topaxkanvnass ~ Oucmonusi ~ NOYKU ~ 4YAaCTO  COYETACTCSl C  BPOXKICHHOU
nuadparMalibHONM TpBDKEH M TPU TMEPBUYHOM BBISIBICHUM TpeOyeTcsl MpOBEACHUE
auddepeHnnaIbHON JMarHOCTUKH C OIYXOJIsIMu cpegoctenus [19, 28].

loacuuyno Oucmonuposanuas nouka OCTA€TCS B TOSCHUYHOW 0OJacTH, HO
pacronaraeTcs Hioke o0braHoro. Yacro yBenmueHa B auuny [34, 115].

IIpu noog30owinoli ducmonuu noyka BU3YaIU3UPYETCs y BXOJla B OOJIBIION Tas.
[losichmyHass ¥ TOAB3JOIIHAS JUCTONMHS Y JETEH YacTo MPOSBISETCS OO0JEBBIM
a0IOMUHAIILHBIM CHHAPOMOM U JH3ypHYeCKUMH siBlieHUsMU 60, 149].

Ilpu masoeoti oucmonuu nouka BU3YAINU3UPYETCS 3a MOYEBBIM IIy3BIPDEM Yy
MY>XKYMH U 332 MaTKOM y >keHIIuH. TazoBas gucromnus coctaBisieT 40% OT BceX IKTOMUMN
MOYeK, NpU TEPBUYHOM BBIABICHUU TpeOyerca mnpoBeaeHue aud@epeHnuaibHon
JMArHOCTHKH C OITYXOJISIMH OpraHoB majoro tasa [19, 115].

Ilpu nepexpécmmuoii oucmonuu OAHA TNOYKA CMEIIEHA HAa IPOTUBOIOJIOXKHYIO

CTOPOHY, TakKUM o0O0pa3oM 00€ TOYKH pacrojararorcs, ¢ OJHON CcTOpoHbI. Yarie
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nporekaeT beccumnToMHo. B 50% cirydaeB nepekpécTHasi TUCTONMMUS MOYKH COYETAETCs
C AHOMAJIMSIMHM Ppa3BUTHS TOJIOBOM CHUCTEMBbl (KpUIITOPXM3M WA OTCYTCTBHE
CEMSIBBIBOISIIIIMX MPOTOKOB Y MYKUMH U aTpPE3usl BIIarajuiia WIK MOPOKU MATKU Y
xenmuH) [34, 115, 149].

IIpu mnpoBenenun ynpTpazBykoBoro wuccienoBanus (Y3W) mnoyek Bcerga
HEO0OXOIMMO TPOBOJUTH AU(PGPEpEeHIUANbHYIO TUAarHOCTUKY MEXIy He(pponTo30M H
auctonuen nouku. [Ipu HepponTo3e B TOPU3OHTAIIBHOM MOJI0KEHUHU narenTa Ha Y3U
pacnoyioKeHre MoYeKk OyAeT CTaHJAapTHOE, a B BEPTUKAJILHOM IOJIOKEHUM MalMeHTa
noyka Oynet omyckathces [21, 59].

K anomanusiM B3aMMOpAcCHOJIOKEHHUS] TOYEK OTHOCST CpaIlEHUs TMOYeK,
KOTOpbI€ cOCTaBISOT 15-20% Bcex MOYEUHBIX aHOMalui. PaznmuuyaroT CUMMETpUYHBIE
(monkoBooOpasHasi, rajeTooOpas3Has) U acUMMeTpUYHbIe cpamenus (S, |- u L-o0pasnas
nouka) [19, 28, 34, 149].

Ilookosoobpasnas nouxka pa3BUBAETCS MPH CPALICHUU TOYEK OJTHOMMEHHBIMU
noJirocaMu, vaiie HuKHUMH (90%) u KpaitHe peako BepxHUMHU nosirocaMu. CocTaBisieT
90% Bcex aHomanuii B3auMmopacmnoyioxkeHus mnoyek u 10 — 15% Bcex BpOXKIEHHBIX
aHomanui mouek. [lepemeek MOIKOBOOOpAa3HOM IMOYKM MOXET pacrojiaraThbCs I10
CpeIHEeH JUHUW WU JIaTepajbHO, YTO MPUBOIUT K aCHMMETPUYHOHN IMOIKOBOOOPA3HOU
nouke, 70% kotopoil octaetcs nomunupyromeil. Ilepemeex B 80% ciaydaeB cOCTOUT U3
nouyeyHo mapeHxumbl (dyHKkuuonupyromwuii), B 20% wu3 ¢ubpo3HOro TAKA
(HeYHKITMOHUPYIOIIUI ) 1 pacrioiaraeTcs Knepeau OT aOpThl U HIDKHEH TOJION BEHBI, B
ocHoBHOM Ha ypoBHe L3 — L4 mo3BonkoB. Yactora BcTpeuaemoctn 1:400 — 1:500
HOBOPOXKICHHBIX, Jaie y MainpunkoB [109, 119].

[TonkoBoOOpa3Hasi MOYKa YacTO  SIBISAETCS  NPUYMHONW  HepOTreHHOMH
apTEepUaJbHON THUNEPTEH3UM W BEHO3HOW THUIIEPTEH3WMM HWKHEW IOJIOBUHBI Tena
BCJICJICTBUE C/IABJICHUS TICPEIICHKOM HMXKHEH 10101 BeHBI [28, 34].

[TonkoBooOpa3Hass mouka ©Oe3 mpucoenunenus npyrux BAIIMII wumm
XPOHUYECKOTO MHUKPOOHO-BOCHAIUTENBHOTO Mpoliecca OPraHOB MOYEBBIICIUTEIbHOM
CUCTEMbI OOBIYHO MPOTEKAET 0ECCUMITOMHO U HE IUarHOCTUPYETCS] B PAHHEM JIETCKOM

Bo3pacte [173].
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[lo panHbIM JuTEpaTyphl, y JAeTedl ¢ mnoaKoBooOpa3Hoil moukoil B 50%
muarHoctupytot [IMP u peunnuBupytonme MHQEKIHH OPraHOB MOYEBBIIECIUTEIBHOM
CUCTEMBI, B 5% aHOManuu pa3BUTUs NOJOBBIX opraHos, B 3% VACTERL-accounanuo
[100, 142].

l'anemoobpasnuas nouka — HTO CUMMETPUYHOE CpalleHUE TMOYEK 10 UX
MeUaIbHON MOBEPXHOCTH B SMOPUOHAIIBHOM MEPUOJE, €IIE /10 3aBEPLICHUSI POTALUHU C
HapyIlIeHUEM MOCIEAYIONUIEro MPOJABUKEHHSI BBEPX M 00pa30BaHUS aTUIIMYHOTO JIOXKa
[19, 28].

S-obpasnas nouka XapakTepU3yeTCs ACUMMETPUYHBIM CpalleHUEM IOYeK
BEPXHUM TIOJIIOCOM OJHOW TOYKH C HHUXXHUM TIOJIOCOM JPYrod, Mpu 3TOM TMOYKa
HallOMHUHAET JaTHUHCKYI0 OykBy «S». Yacrora BcTpewaemoctu coctasisger 1:4 000
HOBOPOXX/CHHBIX [34, 185].

L-o6pasnas nouxa — acUMMETpUYHOE CpallleHUE MOYEK, MPU KOTOPOM JIJTMHHBIC
OCH TOYEK MEPIEeHINKYIISIPHBI APYT K APYry Ha YpOBHE MO3BOHOYHHMKA WM KPECTUA,
MOJIOCTHAsI CHUCTEMa AaTHIMYHA W HE HMMEET ONpeNeJeHHOM XapaKTepHOU (OpMBI.
Yacrora Bctpeuaemoctu coctaBisieT 1:4 000 HoBopokaeHHBIX [28, 34].

I-06pa3nas nouka — acUMMETPUYHOE CpallleHUE MOYEK HIKHUM TMOJIFOCOM OJTHOM
MOYKH M BEPXHUM TIOJIFOCOM JIPYTOM, IIPU 3TOM MPOJI0IbHBIC OCH MOYEK COBMamaroT [34,
149].

II. BpoxkaeHHble aHOMAJIHUU PAa3BUTHS MOYETOYHUKOB

Merayperep  (HeiipoMbllieyHasi  JUCIUIA3Us  MOYETOYHUKA)  SIBIISETCS
coOUpaTeNbHBIM TOHATHEM, BKJIIOYAIONIUM B Ce€O0S pa3jMYHbIE BHJIBI PACIIUPEHUS
MoueToyHuKa. Merayperep (opMmupyercs B pe3yiabTaTe IWIaTalldd KOJUIEKTOPHOU
cuctembl mouku U mouetounuka npu [IMP Il — V. V xenmun Bctpevaercs B 1,5 paza
Jae, 9eM y MyxxuuH [34, 60].

I'maponedpo3 — cToiKOE, NPOTPECCUPYIOIIECE PACIIUPEHUE TTOJOCTHOU CUCTEMBI
MOYKH, TIPUBOJIAIIEE K HAPYIICHUIO OTTOKa Mouu [34]. ['maporedpos ¢ pacmupeHuem
MOYETOYHUKA CUUTAIOT ypereporuaponedpo3om [19, 28]. A. B. INamasHom m 3. H.
CronoBoit (1999) pazpabotana kiaccupukanys OPraHUYECKUX W (PYHKIHOHAIBHBIX

oOcTpyKIMil U1 OOCTPYKTUBHBIX HEponaTUil B IeTCKOM Bo3pacte [34].
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IIy3bipHO-MO4eTOUHNKOBBI peduroke (IIMP) paznensior Ha MacCUBHBIA WU
AKTUBHBIN PETPOrpaJHbIA 3a0pOC MOUM U3 MOYEBOTO MY3bIPsi B BEPXHUE MOUEBBIC MYTH,
NPUBOISAIIMNA K TIOBPEXKJACHUIO TKAHEH TIMOYKM W MOYETOYHHKA, IOCTOSSHHOMY
MH()UIIUPOBAHUIO MOYEBBIICIUTEIBHON CHUCTEMBI, Pa3BUTHIO peduirokc-HedponaTtuw,
HeporeHHou aprepuanbHoii runeprensuu, XbI1[19, 36, 38, 52, 127].

IIMP paccmarpuBarOT Kak NEpBUYHBIM U BTOpUYHBbIM. [lox mnepBUYHBIM
pedIIIOKCOM MOHMMAIOT U30JUPOBAHHYIO AHOMAJHUIO PAa3BUTHS, XapaKTEPU3YIOIIYHOCS
HAJIUYMEM Pa3JIMYHBIX THUIIOB JHCIUIA3UM  MYy3bIPHO-MOUYETOYHUKOBOTO COYCThSI.
BropuunbiM pediirokcoM CUUTAIOT €ro MPOSIBJICHUE MPU JPYTUX aHOMAIHUSIX Pa3BUTHS
WIM  HApYMIEHUSIX  MOYEBBIBOMSIIMX  MyTeH, ¢  JUCPYHKIUEH  My3BIPHO-
MOYETOUYHUKOBOTO coycThs. [IMP pa3genstor Ha maccCUBHBINM, BO3ZHUKAIOIIMKA B ITOKOE,
aKTUBHBIN — BO BpeMsl MOYCHCIYCKaHMs M MACCUBHO-aKTUBHBIN (cMemIanHbiin) [37, 84,
125, 174].

Crenens [IMP |-V onpenenseTcss corimacHO MEXAYHAPOIHON paguoI0THUYECKOM
knaccudukaruu R.L. Lebowitz, H. Olbing, K.V. Parkkulainen et al. (1985) no crenenu
pEeryprutaiuud MOYU U U3MEHEHUIO MOYETOYHUKOB M MOJOCTHBIX CUCTEM Touek [28, 34,
113].

[IMP B pgerckoM BO3pacTe 4YacTO  XapakTepU3yeTCs  CTEPTOM WU
masocumnTomMHon ¢opmoi [13, 139]. Ilo mamueiM M. M. VYmanmatosoit m I'. M.
Jlerudona (2018) yacrora BcTpeuaemoctu [IMP cocrasnser 1-3% nonyssiuuu [52].

H. Miyakita u coast. (2020) npegocTaBwin pe3yabTaThl MeTaananm3a 770 merei
U coobmmin, 4to 4actota BcTpedaemoctu [IMP B crpykType 3aboneBaHuil MOYEK U
MOYCBBIACIUTSIIbHON cucTtembl coctaBisier 0,4-1,8%. Ilo wx pmamaeiM IIMP
JUArHOCTUPYIOT TMpu oOciegoBaHuu mnaunumeHta ¢ vacteiMu HWMBIT (88%), ¢
TUCHYHKIIUSAMH MOYEBOTO IMY3bIpsl M KuIIedHHuKa (4%), ¢ OTCYTCTBHEM KIMHHYECKUX
MPOSIBJIEHU, HO MPU HAJIMYUM OTArolleHHOW HacnenctBeHHoctu no [IMP (7,4%) wu
o0Ocne0BaHNEe HOBOPOXKIEHHOTO C TMOJ03pPEHHEM Ha TUAPOHE(DPO3 MO pe3ylbTaram
anTeHaTanbpHOro Y3U (1%) [100].

H. M. 3aiikoBa u coaBt. (2017) nuarnoctupoBanu B 57-77% IIMP III-IV ctenenu
npu BATIMII y nere#i pannero Bo3pacra [13, 37].
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JlanHble 0 mpeobsIalaHui OJJTHOCTOPOHHETO WK ABycTopoHHero [IMP y nereii ¢
BAIIMIT wneomno3Haunbl. H.M. 3aiikoBoit u coaBt. (2018) [31] BbIsIBICHBI
onnocroponuuit [IMP B 55%, nBycTtoponHuuii B 45% ciyyaes.

VY nogpoctkoB ¢ IIMP nocne sHaockonuuecko Koppekunu B 85% ciydaeB He
IUArHOCTUPYIOT peuuauBoB, B 42% dopmupyerca pedumrokc-negponatuss (PH) u
XpoHHYECKas 0oje3Hb nouek [41, 42, 127, 174].

YaBoeHHe MOYETOYHHKA KiIacCHQUIUPYT KaKk TMOJHOE H HemonHoe. llpu
MOJTHOM yJIBOCHHH 00a MOYETOYHMKA WAYT OTIEIBHO J0 MOYeBOro my3wips. llpum
HETIOJTHOM Y/IBO€HWH, MOYETOYHHUKH CIIUBAIOTCS MEXy COOOH, HE JOXOS A0 MOYEBOTO
My3bIpsl HA Pa3IMYHOM YPOBHE.

YaBoeHHE MOYETOYHHMKA dYaimle OBIBaeT OJHOCTOPOHHUM, COYETaeTCs C
yIBOCHUEM IIOYKH, MPH STOM KaXKIBIH MOYETOYHHK HCXOJUT M3 OTACIBHON JIOXaHKH
[19, 34, 149].

CTeHo3 J10XaHOYHO-MOYeTOYHUKOBOI0 CerMeHTAa SIBJISICTCS YacTOM MPUYMHON
rugponedposa, auarHoctupyemoro npu Y3U Bo Bpems OGepemennoctu [28, 59]. YV
neteit B 60% ciydaeB oOCTpYKIHS JOKAJIU3YeTCs CJeBa, Y MAJIbYUKOB BCTPEUYAETCS B
7Ba pasa yaie, yeM y geBodek. B 10% cinyuaeB oOctpykius aByctoponsss [34, 99].
BcenenctBue  BBICOKOTO — BHYTPUIIOYEUHOTO — JIaBIIGHHUS ~ CTEHO3  JIOXaHOYHO-
MOYETOYHHKOBOTO CETMEHTa TMPUBOAUT K THUIPOHEPPO3y U  3HAYUTEILHOMY
yXyaieHuio GyHkiuu mouku [19, 99].

CTeHO03 NPHIOXAHOYHOI0 OTAeJa MOYETOYHHKA 3aKII0YaeTcsl B CY)KEHUHU
MOYETOYHHKA HA €r0 TPAaHMIIE C TMTOYCYHOW JIOXAaHKOU, YTO MPEMSATCTBYET OTTOKY MOYHU
U3 JIOXaHKH, Pa3InNdaoT (QyHKIIMOHATBHBIE U OPTaHUYECKUE CTCHO3bI MIPHIIOXaHOYHOTO
oTaea MoyeTouHuKa [28, 34].

Ypertepouene ¢opmupyercs Npud  BHYTPUIY3BIDHOM  T'PBDKENOAOOHOM
BHITISTYMBAHUE BCEX CJIOCB HWHTPAMypajdbHOTO OT/AEIa MOYETOYHHMKA. Pa3nudaroT
HKTONMUYECKOE (BCETAa COMPOBOXKJIAET YJBOCHHME IMOYKH M MOPAKaeT ee 100aBOYHBIN
CETMEHT) M OPTOTOMHYECKOe (PEeIKO IOCTUTaeT OONBIIMX pa3MepoB M MOUYTH HeE

BCcTpeuaeTcs) ypereporene [28, 34].
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B 3aBUCUMOCTH OT ypOBHS SKTOMUH YCThsI 100AaBOYHOTO MOYETOUHHUKA U CTETICHU
€ro CTEHO03a BBIACISAIOT TPU CTAJAUH SKTOIUYECKOTO YPETepolLelie:
| cmaous  compoBoXxgaeTcs — ypereporuapoHe@po3om  BepXHEM  IMOJOBUHBI

YABOCHHOU MOYKH;
Il cmaous  NPUBOAUT K TOTAIBHOMY ypeTeporuaApoHePpo3y Ha CTOPOHE OPAKECHHUS;
Il cmaous  conpoBoXjaeTcs ABYCTOPOHHUM ypeTeporuapoHedpo3om, mpu HTOM
WHOT/1a OBIBAIOT BBITIAJIEHUS SKTOIMUYECKOTO ypeTepoliesie U3 HapyKHOTO
OTBEPCTHUS YPETPHI Y ICBOUCK.

IKTONMHUA YCThA MOYETOYHHKA XapaKTEPU3yeTCs] aHOMAJIbHBIM PaCIOIOKEHUEM
YCThsl MOYETOYHHKA B 3aJHEH YaCTH MOYEHCITYCKATEIILHOTO KaHajia, CBOJIC BlIarajula,
BYJIbBE, PEAKO B MpsMOM Kuiike. OCHOBHBIM KIMHUYECKUM TIPOSBICHUEM SIBIISICTCS
Hesepkanue Moud. [Touka M MOYETOYHUK C ADKTONMMPOBAHHBIM YCTHEM IOJIBEPTalOTCs
yactoMy uHpumpoBanuio [28, 34, 149].

I1l. BpoxkaenHble aHOMAJIHUU PAa3BUTHS MOYEBOI0 MY3bIPA

JkcTpodusi MOYEBOr0 MY3bIPA— OTCYTCTBHE TIEpeIHEH CTEHKH MOYEBOTO
Ny3bIpss W Tpejiekaliero oTiena nepeaHeil OpromHoi cTeHku. JIOHO OTCYTCTBYeT,
MOYEBOM IMy3bIph BBIBEPHYT 3aJIHECH CTeHKOM Hapyxy. Yactora Bctpeuaemoctu 1:40000
HOBOPOJKJICHHBIX, B TPU pa3a 4Yallle y MaJbuuKOB. YacTo codyeTaeTcsi C paculeIuiCHHEM
ypPETPhI ¥ HAPYXKHBIX TOJI0BBIX opranos [19, 28, 34, 149].

JIuBepTUKYJ MOY€BOr0 My3bIpsl — 3TO MEIIKOBHUJIHOE BBHIMSYMBAHUE CTECHKU
MOYEBOTO My3bIps. BBIAEIAIOT UCTUHHBIE U JTOKHBIE TUBEPTUKYJIbI:

WcTuHHBIN TUBEPTUKYI COCTOUT U3 BCEX CIO0EB CTEHKH MOYEBOTO MY3bIpS.

JIOKHBIN AUBEPTUKYI — O3TO BBIMSYMBAHUE CIU3UCTOM OOOJOUKH MEXKIY
MBIIIEYHBIMU MYYKAMHU JI€TPY30pa, BO3HHUKAIOIIWE NPHU 3aTPYJIHEHUHU OIMOPOKHEHUS
MOYEBOTO My3bIpsi. JIMBEpTUKY]l MOYEBOTO My3bIpsd 4Yalle pacrhojiaraercss Ha
3aIHe00KOBBIX CTCHKAX U B 00J1aCTH yCTheB MoueTOuHHKOB [19, 28, 34, 149].

Heiiporennas nucgynkuus moueBoro my3nips (HIMII) — 310 pazHooOpa3Hbie
no gopMme HapylleHUs pe3epByapHOM M 3BaKyaTOPHOU (PYHKUIHMM MOYEBOIrO My3bIpS,
Pa3BUBAIOIIUECA BCIEJICTBUE MOPAXKEHUS MEXAaHW3MOB PETYJISLHUM MOYEHUCITYCKaHUS

pPa3IMYHOIO TE€HEe3a W Ha pPa3IMYHOM YpOBHE (KOPKOBBIC, CIHUHAJIBHBIE IIEHTPHI,
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nepudepudeckas uHHepBanus) [28, 34, 149]. Beimensror aBa THNA HEWPOTCHHOM
TUCHYHKIIMA MOYEBOTO y3bIps [28, 149]:

T'uneppegnexmopnwiii mun — 0OTMEYaeTCs NOJUTAKUYpHUsl, UMIIEPATUBHbBIE MTO3bIBHI,
UMIIEpaTUBHOE HEyACpKaHWEe MOYH, YCHJICHHE TMO3bIBa HAa MOYEHCITyCKaHUE, HOYHOU
SHYpe3 HEOJHOKPATHO 3a HOYb, JE€TH, OOMOYMBIINCH, IPOCHINAIOTCSA; NATOJIOTUYECKHE
MO3bI JUISI KYITMPOBAaHUS WMIIEPATUBHBIX IMO3BIBOB (CXKATHE TOJIOBKM IMOJIOBOTO YJIeHA
pykamu, cBeaeHue Oexnep). Henmepkanwe MouM MPOUCXOIUT B pe3yibTaTe PE3KOro
TIOBBIIICHUSI BHYTPUOPIOIIHOTO aBIeHUs (MPH Kalwie, cMexe, PU3nIecKor Harpyske).

T'unopegnexmopnsiti mun — 0TMEYAIOTC PeAKUE MOYEHCIyCKaHUs, Oclla0ieHue
WIA OTCYTCTBHE TIO3bIBa HA MOYCHCITYCKaHUE, HApYIICHHE CTPYH MOYH, OOJBIION
00BeM MOYHM 3a MOYCHCITyCKaHHE, BO3MOXXHO HEJep)KaHHWe MOYM Mo Tumy ischuria
paradoxa (mapamokcajibHOE HEAep)KaHUE MOYM) — BBIJICJICHUE MOYH IO KaIUIsM.

V. BpoxkaeHHble aHOMAJNU PA3BUTHS YPETPHI

Kaanan 3agHeil yperpbl — 3TO TUIEPIUIA3UPOBAHHBIE CKIAIKUA CIM3UCTON
000J10YKH, pacmojiokeHHbIe B 3aaHei yperpe [19, 28, 149]. Yacrora BcTpeuaeMocTu
9,34 na 100000 HOBOPOXKIEHHBIX MaTBUUKOB [53].

B 3aBucumocTtu ot PAacCIIONIOKCHUA, BbIACILIIOT TpU THUIIA KIIAIIAHOB BaﬂHeﬁ

ypEeTpHI:

| mun HUKE CEMEHHOTro Oyropka, Jarie Jameoopa3Hoi (hopMer;

Il mun OT CEMEHHOTO Oyropka K IIeiike MOYEBOI0 My3bIpsi, Yallle MHOKECTBEHHbIE
¥ UMEIOT BOPOHKOOOpa3HyIo hopMy;

H1 mun norepevyHas AuadparmMa BbIIIE WK HUKE CEMEHHOTO Oyropka.

Knamanel 3amgHeil ypeTpbl NPUBOAST K WHGPABE3UKYJISIPHON OOCTPYKIUU Y
MaJIbYUKOB. 3aJHUM KJamaH ypeTpbl pacCMAaTPUBAETCS KaK OJHA W3 MPUYUH Pa3BUTHUS
BTOPHYHOI'O HEecaxapHoOro auadera y aeteit [19, 28, 34].

VY nerell ¢ kjamaHoM 3aJHEN YpeTpbl B MOAABISIONIEM OOJIBIIMHCTBE CIy4aeB
auarnoctupyrot coderanue ¢ [IMP Il — V crenenu u ruaporedpozom [53].

CrteHO03 ypeTpbl — CYKEHUE IMPOCBETA YPETPHl C HAPYLUIEHUEM OTTOKA MOYH.
Yacrora BcTpeuaemoctn CTEHO3 ypeTpbl NOAPA3AEIAIOT HA CTEHO3 MPOCTATUYECKOU

yacTu (Yaile BCTpeYaeTcss y MajbUMKOB) M JUCTAJbHOM YacTu (Yalle BCTpedaeTcs y
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JEBOYCK) ypeTphl. KiWHWYECKWE TIPOSBICHUSA: HEJACPKAaHWE MOYM, YacThIe
MOYEHCITyCKaHHs, MOYeHcIyckanue mo kammsm |60, 149, 185].

OOcTpyknusi MOYeK M MOYEBBIBOASIIUX NMyTeld — HapyIICHWE OTTOKA MOYHU
BCJICACTBUE PA3JIMYHBIX MPUYHH. B 3apyOeHOW JIUTEpaType HCIONB3YETCS TCPMHH
urinary tract obstruction u ykaspiBaeTcs ypoBeHb OOCTpyKIuHU (HHEIOypeTpaibHas,
MOYETOYHUKOBAS, Iy3bIPHO-MOUYETOYHUKOBAS, HH(ppaBe3ukanbHas) [34, 144, 149, 153].

Hapymenue ypoauHaMUKH TIPH OOCTPYKIIMH, MPUCYTCTBYIOIIEE JIUTEIBLHO U
HapyIIaronee OTTOK MOYH M3 TTOYCYHOHW JIOXaHKHU, IPUBOJNUT K MOPAKCHHUIO TTOYCUHOMN
NapeHXUMBI M Pa3BUTHIO OOCTPYKTUBHON Hedpomatnu. OCHOBHBIMHU KIMHUYECKUMU
NPOSIBIICHUSIMH OOCTPYKTHBHOW He(pomaThu SBIAIOTCS HHPEKIIMH MOYCBOTO TPaKTa M
TYOYJIOMHTEepCTUIIMANBHBIN Hedpurt [7, 9, 153].

OoOctpykruBHass  ypomatust  (Obstructive  urophathy)  xapakrepusyercs
CTPYKTYPHBIMH ¥ (PYHKIMOHAJIBHBIMA M3MCHCHHSIMHU MOYCBBIBOASIIMX MyTeH W3-3a
HapyIlIeHUsT OTTOKa MOYHM BCJEICTBHE OOCTpyKuMH. Yacto AHMArHOCTUPYIOT
MUENI0IKTa3uI0, 00ycloBiIeHHYI0 B 70% cilydaeB HE3peIOoCThbI0 MOYEBBIACIUTEIbHON
cucrembl mionxa [7, 12, 153]. V nereit ¢ XBII C5 B Oonee, yem 40% caydyacs
JUArHOCTUPYIOT BPOKACHHYIO OOCTPYKTHBHYIO ypomnaTtuio [12].

OOCTpYKTHMBHAs ypOIaTHs MOXET OBITh OCTPOH (ypOJWTHA3) M XPOHUUYECKOM
(BAIIMII). Octpast 06cTpyKTUBHAS ypomaTtus B OCHOBHOM oOpatuma. [lo jokanuzanuu
BBIJICTISIIOT OOCTPYKIIMIO BEPXHUX MOYEBBIBOAAIIUX TyTel (OOCTPYKIUA TOYECUHBIX
JOXaHOK, BEPXHUX OTACIIOB MOYETOYHHKOB M  JIOXaHOYHO-MOYETOYHHKOBOTO
COCIMHEHUS) W HIDKHUX MOYEBBIBOASAIINX MyTell (OOCTPYKIMS HUKHHUX OTACIIOB
MOYETOYHHKOB, MOYEBOTO My3bipsa U ypetpsl) [19, 34]. Ilpu oOCTpyKIuu HIKHUX
MOYEBBIBOAIIUX MyTEH TMPOIECC 4Yalle BCErO JBYCTOPOHHUH, TOTJa Kak TMIpH
OOCTPYKIIMM BEPXHUX MOUYEBBIBOASIINX IyTeH MMAaTOJOTHYECKUN TIPOIECC dalle
OJHOCTOPOHHUM. OOCTPYKIIUS HUKHUX MOUYEBBIBOJAIIMX MyTeH vyacTo cBa3ana ¢ [IMP
[61, 144].

OOCTpyKTHBHASI ypoTaTHs B HEKOTOPHIX CIIydasX MPOTEKAeT OECCUMITOMHO, HO
IPA 3TOM SIBIIAETCA OAHOM M3 OCHOBHBIX NpUYMH mporpeccupoBanus XbII y neren

paHHero Bo3pacTta. [lanueHTsl ¢ 0ECCUMITOMHBIM TE€YEHUEM OOCTPYKTUBHOM ypOnaTUU
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JOJDKHBl JMHAMUYECKH HaOII0AaThCs HEPPOJOroM M YpOJIOrOM i KOHTPOJIS
apTepUANILHOTO JaBJICHUs, PYHKIIUY IMOYeK U npotennypun [12, 153].

B. D. Chiodini u coaBr. (2023) cunTaior, 4T0 0OCTPYKTUBHAS ypOIIATHS SIBIISCTCS
HaunboJiee yacToi npuuuHON TepMuHaIbHOU ctanuu XbI1 y nereit [144].

I[To pesynabTatam uccinenoBanus 3aiikoBoii H. M. u coasr. (2017) [13] pedrokc-
Hepponarust (PH) 1 tuna dopmupyercs y 7,6% mnauuenros ¢ I[IMP, PH 2 tuna — y
20,3%, PH 3 tuna —y 32,9% u PH 4 tuna —y 27,8%.

ITo nanubim U. B. 3opuna u A. A. Bsnkosoit (2016), HapyiieHue ypoaMHAMUKA
SBJISIETCS 3HAYUMBIM  (aktopoM B pazputuu PH: wunHTepcTHIManbHbii  Gudpos
HaOmomaercsa y 25% naereit ¢ peuuIUBUPYIONIUM MHEIOHePpUTOM, U3 KOTOPHIX 30—
50% wumeror I[IMP. ®aktopamu pucKa pa3BUTHS HWHTEPCTHIHAIBHOTO (Pudpo3a
spisitorest: [II-V crenens TIMP, nBycroponuuii [IMP, uHTpapeHanbHblli peduirokc,
codeTaHue ¢ oOCTpyKiueH, reneTnueckue axkropsr [16].

Bpoxnennas obctpykruBHas ypomnartus, o ganaeiM O. JI. UyryHoBoit u M. B.
Mymuxunort (2021) mpuBoaut k mnporpeccupoBanuto XbII mo cragum C5 B 41%
ciydaes [58].

B crpykrype 6onesneii mouek y aereit BAIIMII nuarnoctupyror B 5,4 — 32,5%
ciayyaeB. HacToTa BpOKI€HHBIX aHOMAJIMK MOYEK U MOUYEBBIBOSIIMNX ITYTEN 110 JAHHBIM
auTepaTypbl B cpeaHeM cocrtaBisieT 1,6 Ha 1000 xuBopoxaeHHbiX nerei. B 30%
canydaeB BAIIMII codeTaloTcsi ¢ BpOXIACHHBIMM AaHOMAJIUAMHU PA3BUTHUS JPYTUX
OpPraHoB M cHCTeM, Hauboyiee 4acTo C MOPOKaMU Pa3BUTHUS ONOPHO-ABUTATEIBHOIO
amnrmapara, MUILEeBapUTEIIbHON CUCTEMBI (HAPUMEpP, aHAJIbHAS aTpe3Hsi), IOPOKHU cep/ilia
Y aHOMAJIMU TICHTPAJIbHON HEpPBHOW CHUCTeMBbI (Hampumep, spinabifida) [115, 149, 185].
BAIIMII sBnsiercst onnoit u3 npuuuH XbBII C5 y nereii, moaydyaronmx 3aMeCTUTENbHYIO
nouyevHyto tepamuo [5, 9, 185].

M. Richter-Rodier u coart. (2012) u C. Policiano u coasr. (2015) mokasanu, 4to
IIpU MpOBeNEHHM I1aHoBoro Y3M BO BTOpOM TpuMecTpe OEpeMEHHOCTH MOXKHO
MOCTaBUTh npeaBaputenbHbld auarHo3 BAIIMII y mmoma B 73 — 88% cayuaes.
Marepunckue QakTtopbl, cBszanHble ¢ pa3ButueM BAIIMII y pebGenka, BKIOYarOT

nuaber, MOXWIONW Bo3pact, Oelyl0 pacy, pa3iudHble 3a0ojieBaHUS TOYEK U
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peruauBUpyoomue nHOEKIMK MouenojioBoi cucteMsl [18, 65, 74, 95]. L. Jadresi¢. u
coaBT. (2021) mpoBenu MeTaaHanu3 M TOKa3ald, YTO OXHUPEHHE Yy MaTepu [0
oepemennoctu siBisiercs: pakropom pucka CAKUT [151]. [To manueim Chien-Ning Hsu
n You-Lin Tain (2021) nedurur dhonmeBoit KUCIOTHI U BUTaMUHA A y OepeMeHHOMU
YKEHIIMHBI, a TAK)K€ HU3KOYTJIEBOHAS JUETA BO BpeMsi OEPEMEHHOCTU MOTYT MPUBECTHU
K (hopmupoBanuto BAIIMIT [75].

0. FO. YeborapeBa u coaBt. (2021) mokaszaiu, 4TO JEBOYKAM-TIOIPOCTKAM C
BAIIMII B couyetaHun C aHOMAalWSAMHU pa3BUTUS MATKUM W Biaraiuiia Tpedyercs
yriay0iaeHHoe  oOcieloBaHHWE JUIsl  CBOEBPEMEHHOW  OLEHKH  COCTOSIHUS — UX
PENpOYKTUBHOTO 310pOBbs [55].

Exerogno pacrter kosmuectBo mnamueHToB ¢ BAIIMIL. Cpenu Bcex BHUIOB
ypomatuii y aetei yacto Bctpeuaetcs [IMP [11, 12, 144]. ¥V pereli ¢ XpOHHYECKOM
uHdekuer opranoB MoueBoi cucteMbl [IMP BeisBisroT B 15 — 64,5% ciyyaes [1, 13,
149].

H. Cordell u coaBt. (2016) yka3siBatoT Ha BbicOKyt0 udactoty [IMP (62%) B
ctpyktype BAIIMIT [183].

ITo nanasiM H. M. 3aiikoBoii (2020), [IMP B ctpyktype BAIIMII BcTpeuaetcs B
33,6% cnyuaes [14].

H. Miyakita u coasr. (2020) ykaswiBator, uro IIMP B crtpyktype BAIIMII
BcTpevaeTcsa B 46% ciyuyaeB. Y nerell ¢ OTSAroumeHHOM HacienctBeHHOCThio (IIMP y

Marepu B aHaMmHe3e) B 40% ciydaeB quarHoctupyioT [IMP Ha mepBoM roay kKu3HuU

[100].

1.2 HaciieacTBeHHbIE€ CHHAPOMBI, ACCOLIMMPOBAHHBIE ¢ BPOKIeHHBIMH

AHOMAJIMAMHA MMOYEK U MOYCBBIBOAAIIINX HyTeﬁ

MOJ’IeKy.HHpHO-FeHeTI/I‘-IeCKOC HCCIICAOBAaHHNC HMCCT BaXHOC KIMHHYCCKOC
S3HAYCHUC TJIA IPHUHATHUA peIHCHI/Iﬁ O TAaKTHKC I[ElJ'II)HCﬁIHGFO JCUYCHUA U O6CJ'ICI[OB3HI/I$I

MManrCHTOB, BKJIIOYas TPaHCINIAHTAIUIO ITIOYKH He(I)pOJIOFI/I‘-IeCKI/IM OOJBHBIM.
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Coueranne BAIIMII ¢ BpOXIEHHBIMM ITOPOKAaMH Pa3BUTHSA JIPYTHX OPTaHOB U
CUCTEM M XPOMOCOMHBIMM aHoMamusiMu B 70 — 76% ciy4daeB ABISETCA NPUYUHOU
HEOHaTalbHOM cMepTHOCTH [65, 76, 120].

PazpabatsiBatorcst Mmetonuku nporno3uposanus BAIIMII y nereit [77].

M. Harris u coast. (2022) ormerwiu, uto Omaromaps Y3U-CKpuHHHTY
O6epemMeHHbIX KeHIIUH okojo 50% BAIIMII BeisBisitorcs mMexay 18 u 22 HemensMu
O0epeMeHHOCTH. MOJeKyIIpHO-TEHETUYECKOE UCCJEAOBAaHWE C  HCIOJIb30BaHUEM
MOJIHOAK30MHOTO cekBeHupoBaHusi (WES) no3Bonuino BeisiBUTE 6osiee 40 MOHOTEHHBIX
MyTallHii, OTBETCTBEHHBIX 3a pa3utue BATIMII B 20% cnyuaes [180].

I[To pannpiM oxHux aBTopoB, BAIIMII sBnsioTCS ClHeaCTBUEM MYyTallUuU
paznnunbix TeHoB B 10%-16% cnydaes [32, 49, 76, 118].

Hacnencreennsie popmbr BATIMII cocrasistor ot 10% m0 20% Bcex ciaydaeB
BAIIMII, wame mnoAaTBEp:KAaeTCd ayTOCOMHO-AOMWHAHTHBIA THUI HAcCJIEJOBaHUS C
HETIOJIHOM TICHETPAaHTHOCTHIO I'eHOB [4, 145, 146].

YacTble  BBIBJICHUST  CEMEWHBIX  HACJIEACTBEHHBIX  ciaydaeB  BAIIMII
CBUETEILCTBYIOT O 3HAYMMOCTH MyTallMM T'e€HOB B maTtorenese [33, 118, 149].
[IpoBenén aHanmu3 JaHHBIX JUTEpPATypbl O B3auMocBs3u (opmupoBanus BAIIMII ¢
MyTalMsIMH ONPEJCTICHHBIX T€HOB — B HACTOSIIEE BPEMsSl YCTAaHOBJICHA CBA3b MEXIY
passutueM BAIIMII u myramusmu B 6oaee yem 75 renax [128, 141, 143, 166, 167,
168, 186].

ITo manubiM F.P.E.Vairo u coast. (2021), stronorus XbII y yacTu mamueHTOB
OCTaeTCsl HEM3BECTHOW. ABTOpaMH JIOKa3aHO HaJMUKW€ MYyTallMil B pa3IMYHBIX T'€HaX y
33% mammentoB ¢ OeccumnrtoMHbM TeueHunem BAIIMII u mporpeccupyromum
camwkenuem CK® [96].

B xaraimore ORPHA.net Fraser cuHapoM ommcaH Kak PEIKUA BPOXKICHHBIN
MOPOK Pa3BUTHS, XapaKTEPU3YIOUIUUCS MPEUMYIIECTBEHHO OJHOCTOPOHHUM WIJIH
JIBYCTOPOHHUM KPHUNITOPTATbMOM, CHUHIAKTHIMEH M YpPOTCHUTAIbHBIMH aHOMAaIUSMHU.
Pacnpoctpanénnocts Fraser cunnpoma B EBpome cocraBmser 1/500 000
HOBOpOXAeHHBIX. Opdannsiii Fraser cuaapoM 00ycioBieH Mmytanusamu B reHax: FRAS1

(4921.21) — Fraser cuaapom tun 1, FREM2 (13913.3) — Fraser cunnpom Tum 2, GRIP1
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(12914.3) — Fraser cunmpom tun 3. IlepeunciieHHbIe TCHBI KOAMPYIOT OCIKH
BHEKJIETOYHOI'O MaTpUKCa, HEOOXOUMBIC ISl are3ur MexXIy OazalbHOW MeMOpaHOM
AMUJEPMUCA U COCTUHUTEIbHBIMU TKaHSMH B TEPUOJ SMOPHUOHAIBHOTO pa3BUTHUS.
Manpurky ¥ AEBOYKH O0JIetoT ¢ oauHakoBoi yactoTtor. I. T. Thomas u coaBT. (1986)
MIPEIOKUIN KPUTEPUN TUArHOCTUKM Fraser cuHapoma, pa3feiauB €ro MposiBICHUs Ha
OCHOBHBIE KpUTEpUH (KpUNTOPTAIbM, CHHIAKTIINS, aHOMAJIUM OPraHOB MOYEBOU U
JBIXaTEJIbHOW CHUCTEMBI, TEHUTAIMH, CEMEMHOrO aHaMHE3a, YKa3bIBAKOUIETO Ha
OJIM3KOPOJICTBEHHBIH Opak) W BTOPOCTETICHHBIE KPUTEPUU (BPOXKICHHBIE TOPOKHU
pa3BUTHA HOca W yuieH, JedeKThl OKOCTEHEHHE ueperna, aHOPEKTaJIbHbIE aHOMAJIUH,
nynouHas rpepka [24, 91, 130, 148].

H. Cordell u coast. (2010) u3yunau nHanuuue mytaiuii B renax AGTR2, HNF1B,
PAX2, RET u UPK34 y nanuentoB ¢ [IMP. 13 nony4ueHHBIX TaHHBIX aBTOPHI CETATH
BBIBOJI, UYTO MYTallud B TMEPEUYUCICHHBIX TeHaX K pas3BuTuio apyrux BAIIMII He
npuBoasT [183].

ITo pesynbratam uccnenoBanus S. K. Boualia u coaBt. (2011), ogHOM U3 npuyuH
passutus BAIIMII sBasieTcst ogrHoBpemeHHas mytanus PAX2 (MIM: 167409) u EMX2
(MIM: 600035) [178].

[lo manubIM 0030pa nuTeparypbl, onyonukoBanHbM S. Kohl u coast. (2021),
ormmucano 6osiee 50 «CAKUT-renoB». Hamboisiee 4acTo BBISBISIOT MyTallud B T'€éHax
HNF1B u PAX2 [131].

L. Lusk u coaBtr. (2023) BeIssBHAM y manueHToB ¢ Schuurs — Hoeijmakers
cuHapomMoM BeneactBue mytanun B rene PACS1 (MIM: 607492) BposkieHHBIE TOPOKHU
pPa3BUTHS MOYETIONOBOM CHUCTEMBI: KPUIITOPXU3M, YABOCHHE IOYEK, THAPOHEDPO3,
MAaTOJIOTHYECKOE HEJECp)KaHUE MOYM, arcHe3Ws Mo4YeK, TepMmuHaidbHass ctaauss XDbII,
[IMP, TeCTUKYNSpHBIA MHUKPOJIMTHA3, TUIOCHAJWsI, UCKPUBICHUE ITOJIOBOIO 4IEHA U
naByporas matka [147].

I. Friedmann u coasrt. (2020) omucaiu cirydaid peKIeBPEMEHHOTO IPEPHIBAHUS
OepeMEHHOCTH Ha 22 Heaene recTallud MO MEIUWIMHCKAM MOKa3aHusM. Y IUloja

MYXXCKOI'0 II0JIa QaHTCHATAJIbHO BbIABJICHBI IIOJHMKHCTO3HAsA JUCILIA3WA IIOYKH,



30

AQHTHJIPAMHUOH, OJHOCTOPOHHSISI TOJUIAKTAIUS W JBYCTOPOHHSS CHHIAKTUIUS
BeiiencTBre MyTtaiuu de Novo B 5 ak3oHe reHa TP63 [171].

Y. Bao u coast. (2021) yka3siBatoT Ha T0, uro MyTanus B rene NPHP3 npuBoaur
K Pa3BUTHUIO MYJIbTUKUCTO3HON JUCIUIA3UU MOYEK, KOTOPYIO MOKHO JUArHOCTUPOBATH C
19 Henenu recraruu [68].

S. Negrisolo u E. Benetti (2023) ormeyaroT, 3a mocieAHHE 28 JIET IO
pe3ynbTraTaMm OOJIBIIOTO KOJIMYECTBA KOTOPTHBIX MCCIEIOBAHUN JOKa3aHa B3aUMOCBS3b
mMexay MyTtanusimu B reHe PAX2 (MIM: 167409) u pa3BuTHEeM pa3iM4YHBIX MOPOKOB
pa3BUTHs TMOYeK M ria3. JlaHHbIA (EHOTUIl OMMCHIBACTCS B JUTEpaType Kak
«pacctpoiicTBa, csizaHHbie ¢ PAX2». B cBoeM wucclieloBaHMHM aBTOPHI JI0KAa3ad, 4TO
HECMOTps. Ha TO, yTo MyTanuuu B TeHe PAX2 wumeror 0Oosee BBICOKYIO 4YacTOTy Yy
naiueHToB ¢ Papillorenal cuHapomMoM, OHM TakXe BCTpEYAIOTCS Yy NAIMEHTOB C
HECHHAPOMAJIbHOM rumnoriasueit moyek 0e3 riasuoro penoruna [140].

B uccnenoanun H. Sawaf u coaBt. (2023) mokazaHo, 4TO MyTallud B TE€HaX
HNF1B (MIM: 189907) u PAX2 (MIM: 167409) npuBoasTt k ¢popmupoBannto BAIIMIT
y 5-15% mnanuenTos [160].

JlaHHBIC NHTEpAaTyphl yKa3biBalOT Ha MmyTanuio renoB PAX2, HNF1lb, LHXI,
CDC5L, USF2, UPK3A, NPHP3, TP63, SALL1l, OTBETCTBEHHBIX 3a pPa3BUTHE
MYJIbTHKHCTO3HON AUCILIA3UU ToYUeK y aeteit [2].

H. M. 3aiikoBa u coaBT. (2023) coobmarmT o ABYX MpoOaHIax ¢ CHHAPOMOM
bapakara u BbeisiBIeHHON MyTarueil B 4 sk3oHe reHa GATAS3. V mepBoro manueHTa
BATIMII npu cuanpome bapakaTta mposiBASUINCH KUCTO3HOW JMCIUIA3HeH 00enX MOoYeK,
XBII C2. YV Broporo mansurika BAIIMII npu cunapome bapakaTta xapakrepu3oBaiuch
KUCTO3HOM nucraszueit ooeux mnouek, [IMP Il crenenn AByCTOpOHHMM U OBICTPHIM
nporpeccupoBanuem XbI1 g0 C4 [46].

Mytammmu B rene CLCNS mpuBomar k pa3Butvio ophaHHOW HACIEICTBEHHOM
6onesan Dent 1 (ORPHA 93622). Xapakrtepusyercs muporeunypueii (100%),
runepkanbuuypueid (90-95%), nedponutuazom (30-50%), nedppoxanbuuHozom (40-
50%), cunapomom Dankonu (amuHOauUAypus, ¢docdarypus, TIOKO3YypHs),

OCJIO)KHEHHBIM paxuToM Wi ocreomansuued. I[IporpeccupoBanHue 10 TEPMUHAIBHOU
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craguu XbBII y myxuun B Bo3pacte 30-50 net nuarHoctupyioT B 35-40%, B Bo3pacte
ot 50 no 60 netr — 75%. BHenouyeyHble NMpOSBICHUSI BCTpEUalOTCs KpaliHe penako [145,
146].

S. Ramadesikan u coaBT. (2021) omuchBalOT TreHETUYECKOe 3a0o0JieBaHUE —
cunapom Lowe, Bei3BaHHOE MucceHc-MyTanusiMu B TeHe OCRL1, xapakrtepusyrorieecs
TpUAJ0i CUMIITOMOB: JIBYyCTOPOHHEH KaTapaKTOH, HEBPOJIOTHUECKIUMH HAPYIICHUSIMU U
BAIIMII ¢ 6sictpeimM niporpeccupoBanueM XbII 10 TepMuHaIbHOM cTaguu U CMEPTHIO
MAaIMEeHTOB B paHHEM BO3pacTe. ABTOPHI OTMEUAIOT, YTO KOPPEJIAIUS MEXITy HATHIUEM
KoHKpeTHbIX MyTaruii B rene OCRL1 (MIM: 300535) u ¢enorunom cunapoma Lowe
He ycTaHoBieHa [97].

ITo manaeiM N. Murdock u E. Chou (2023), myramuu de novo B rene OCRL
MOTYT BO3HUKATh y MallMEHTOB Oe3 ceMeiinoro anamuesa [134].

Y. Motoyoshi u coast. (2022) coob6miatot, yro Oone3nu Dent u cunapom Lowe
pasBuBarorcs BeieactBue Mytanuu B reme OCRL1 (MIM: 300535). Tak kak
JI0OCTaTOYHOT'0 KOJIMYECTBAa CBEACHUIN O B3auMOCBs3u Mexay myranuei rena OCRL1 u
(deHOTUNMYEeCKMMU TPOSIBIICHUSAMH, Y TallMeHTa AuarHo3 Oone3Hb Dent u cuHIpoM
Lowe ycTaHaBIMBAIOT Ha OCHOBAaHUHU KIMHHYECKOTO (eHOoTHIA [62].

Myrtamuu B reie OCRL1 (MIM: 300535) mpuBoaAT K pa3BUTHIO OphaHHOM
HacnenacTBennoi Oonesnun Dent 2 (ORPHA 93623), koTophlii BCTpedyaeTcs TOJIBKO Yy
MY>K4uH, B 4 pa3a damie 6one3nu Dent 1. Knunudyeckue CUMITOMBI OPaKEHHSI TIOUEK U
MOYEBBIJICITUTEIBHON CHUCTEMBI Te ke, 4yTo W mpu Oone3nu Dent 1. Buemoueunsie
MPOSIBIICHUS TUATHOCTUPYIOT TIOYTH Y BCEX MAIMEHTOB, BKIIOYAIOT UHTEIUICKTYaJlbHbBIE
Hapymenus (20-25%), xartapakty (10%) mnamueHTOB W 3aIepkKKy (U3HUECKOTO
pa3BuTHs. Y  OONBIIMHCTBA TAIMEHTOB JUArHOCTHPYIOT  TIOBBIIEHWE  YPOBHS
kpeaTrH(pOCHOKMHA3HI W/WIHK JTaKTaTaeruaporeHassl [ 145, 146].

CHARGE cunapowm, Brepseie onmicanubiii B. D. Hall w H. M. Hittner (1979),
XapaKTepu3yeTcs COYETAaHNEM aTPe3WH XO0aH M MOPOKAMU PAa3BUTHUS JIPYTHUX OPTraHOB U
cucrteM. B 1998 rony K. D. Blake u coaBt. omy0iiMKoBamu KIMHHYECKHE KPUTCPUH
CHARGE cunapoMa, mpeAcCTaBisIIONIEro coboli abOpeBHaTypy 6 OCHOBHBIX

npu3HakoB: «C» coloboma — kosoboma cocymucToir 000JIOUKH, TUCKA 3PUTEIHLHOTO
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HepBa, «H» heart defects — cepaeuno—cocyaucreie anomanuu, «A» atresia of choanae
— arpe3us WK CTeHo3 XoaH, «R» retardation of growth and development — nedwurur
pocra, oTcTaBanue B pa3putun, «G» genital anomalies — aHoMasu MOJOBBIX OPraHOB,
«E» ear abnormalities and sensorineural hearing loss — anomanuu oprana ciyxa. C. L.
Hale u coapt. (2016) npeanoKuwim BKIIOYUTH B 00sI3aTEIbHBIC KITUMHHYSCKUES KPUTECPHH
muarHoctukn CHARGE cunapoma MoJIeKyJIsipHO-T€HETHUYECKOE THUIMPOBAHUE T'€Ha
CHD7 (MIM: 608892) [67]. Ilammentsl ¢ TspkeasiMu nposiBacHusmMu CHARGE
CUHApOMaA Yaie UMeroT mytanud B TeHe CHD7, yeM mamueHThl ¢ JISTKUM TCYCHHEM
3aboneBanus. Y mnamueHtoB ¢ CHARGE cunapoMoM u HaaudueMm MOJATBEPKIACHHON
mytanuu B TeHe CHD7 muarnoctupyror BAIIMII, kak JTONOJHUTEIBHBIC KPUTCPUH, B
55% cny4aes [72, 82, 111].

CHARGE cuHgpom sBiseTcss op(aHHBIM CHHAPOMOM C MHOXXECTBCHHBIMHU
MOPOKAaMH Pa3BUTHS U IIMPOKON (EHOTHITUYECKOW M3MEHYUBOCTBIO, Pa3BHBAIOIICECS
BeieacTBue myTaiuii B renax CHD7 (MIM: 608892) u, pexxe, SEMA3E (MIM: 608166)
[72, 111]. Yacrora Bctpeuaemoctd CHARGE cunapoma y aereii 1. 12 000. duaruo3
CHARGE cungpoMm MokeT OBbITh MOCTaBJEH MPH HAJIMYUU Yy TMallMeHTa He MeHee 4
OCHOBHBIX  JIMarHOCTHYECKHX  KpUTEepUeB  0€3  MOJIEKYJISIPHO-TEHETHYECKOTO
ucciegoBanus [72].

A. Brockschmidt u coast. (2012) nccaenoBanu myranuu B rede SIX1 (MIM:
601205), xak npuuuny pa3sutus BAIIMIL. Onu nokazamu, yto mytanuu B rere SIX1
MPUBOAAT K pa3BuUTHIO branchiootorenal wmmm branchiootic cMHAPOMOB, OJHO- HIIH
JBYCTOPOHHEH arcHe3uu MOYCK M K Pa3BUTHIO MeraypeTepa u ruapoHedposa [73].

B wuccnenoBanmu S. Negrisolo u coaBt. (2014) mpueacnsl naHHBIE O 50
naupeHtax (13-21 ner) c¢ umzomupoBanHbiM CAKUT. OOcnenoBanue mpoBOIUIOCH
IyT€EM KOJWYECTBEHHOTO CpPABHEHUS B pexume peanbHoro Bpemenu [IHP s
BhISIBICHUS Hanmumuwst jgeneruu rera  SIX1  (MIM: 601205). Dtu  pe3ynbrathl
CBUJICTENBCTBYIOT O TOM, YTO U3MEHEHHS B ATHUX TOCIEAOBATEILHOCTSAX BPAJl I MOTYT

OBITh OJTHOW W3 OCHOBHBIX IPUYUH H3oaupoBanHoro BATIMIT [165].
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A. Vivante u coant. (2014) onucanu peneccuBHbie MyTanuu B reHax FRASER,
MOTA, BNAR otBetrcTBeHHBIX 3a pa3Buthe uzoiaupoBanHoro BAIIMII B 2,5% u3 590
obcnemyeMbix cemeii [164].

S. Sanna-Cherchi u coasrt. (2017) mo pe3yiabsTataM ucciaeaoBanusa 612 naryeHToB
C areHe3Wedl M TUNOAMCIUIA3MEeN MOYeK W KOHTPOJbHOM rpynmbl (6905 310poBBIX
YeJIOBEeK) JoKa3aiau, 4ro MyTanuu B reHax SLIT3 (MIM: 603745) u GREB1L (MIM:
617782) snsitorcst npuunHoit pa3Butuss BAIIMII. Takke ObUM BBISIBIECHBI MyTalluu B
rene GREBIL de novo: y mammeHTa OT 300pOBBIX pOAUTENEH C H30JIMPOBAHHOMN
OJIHOCTOPOHHEH areHe3uel MOYKM U Yy MalKMEHTa ¢ OJJHOCTOPOHHEW MYJIbTUKUCTO3HOU
JMCIUIa3Mel TOYKU OT MaTepH ¢ TUIOUCIIIa3uei mouek [88].

L. De Tomasi u coarr. (2017) BeisBuiu mytanuu B reie GREBIL (MIM:
617782), OTBETCTBEHHBIC 3a JBYCTOPOHHIOI areHe3Wio Mmo4yek. ABTOpel y 183
nanreHToB ¢ BAIIMIIL, u3 Hux y 54 mioa0B, AWAarHOCTUPOBAIM JIByCTOPOHHIOIO
areHe3HIo MoYeK M 16 reTepo3uroTHsIX BapuanToB myTaiuii rena GREB1L [135].

A. Jacquinet m coaBt. (2020) cooOmawT O TPOBEACHHOM MOJICKYJISIPHO-
reHeTHYECKOM HcclieoBannn y 9 maruentoB ¢ Mayer — Rokitansky — Kuster — Hauser
CUHAPOMOM (MaTOYHO-BIATAJIMIIHAS aIula3us, NMEpBUYHAS aMEHOpesi, KOpOTKas Iies,
nedopmanus Kmunmens-deiinsg meliHoro otaena nmo3BoHouHuka) U BAIIMII (oxHo-
WIH IBYCTOPOHHSISI areHe3us 1movek). Y 4 malueHToB JUarHOCTUPOBAaHA MYTallus B T€HE
GREBLL (MIM: 617782) ¢ ayroCOMHO-IOMHHAHTHBIM THIIOM HACJICJOBAHHUS M
HETOJIHON MEeHETPAHTHOCTHIO TeHa. ABTOPBI MPUILUIA K BBIBOJY, YTO MYTallMd B T'€HE
GREBLL npuBozsT k mopokaM pa3BUTHS MaTKH u rmouek [98].

[To gammeiM P. D. Brophy wm coaBt. (2017), rer GREBIL (MIM: 617782)
AKCHPECCUPYETCS MPEUMYIIECTBEHHO B PAHHUX MPOKCHUMAIbHBIX KaHANIbIAX, & TAKXKE B
MeTaHeppalbHOM ME3E€HXMME M 3a4aTKe MOYETOYHHMKA. MyTalluM B YKa3aHHOM T€HE
MOTYT MPUBOJIUTH K OJTHO- WJIM IBYCTOPOHHEH areHe3uu modek [63].

M. K. Herlin u coast. (2019) omuceiBatoT Renal hypodysplasia/ aplasia 3 type
(RHDA3) cuampom Bcienctue mytanuu B rene GREBIL (MIM: 617782) kak
ayTOCOMHO-JOMUHAHTHOE 3a0oieBaHue, xapakrtepusymwmieecss BAIIMIL ®denotun

RHDA3 cunapoma y MNalMEeHTOB TE€TEPOTCHEH: JHArHOCTHUPYIOT JIBYCTOPOHHIOKO
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areHe3uI0 TMOYEK, KOTOpask MPUBOAMUT K JICTAIBHOMY HCXOAY BHYTPUYTPOOHO WU B
NEepUHATAIBHOM NEPHUOE; OJHOCTOPOHHIOK areHe3HMl0, COBMECTUMYIO C KU3HbIO HIIU
My3bIPHO-MOYETOYHUKOBBIN peIitokc. ¥ *KEHIIMH-HOCUTENEeH MyTallui OOHAPYKUBAIOT
BPOXJICHHBIE aHOMAJIUM PA3BUTHS MaTKU WM SUYHUKOB, BKJIIOYash MaTOYHO-
BJIArajIMIIHYI0 areHe3HI0 U areHe3uio suaHuKoB [181].

B xaranore OMIM Beinenen Renal hypodysplasia/ aplasia cungpom 1, 2 u 4
tunoB. Renal hypodysplasia/ aplasia cunapom 1 tunma (OMIM: 191830) pa3BuBaetcs
BcaeacTBue myTaiuu B reHe ITGAS8. V nanueHToB ¢ JaHHBIM CUHJIPOM JUArHOCTUPYIOT
muio  Potter (yrmulomieHHBI HOC, CKOIIEHHBIM MOAOOPOAOK, OOJBIINE, HHU3KO
MOCAKEHHBIE YIIH, IIMPOKO PACCTABJICHHBIC TIja3a), TMMOIUIA3UI0 JIETKUX, areHe3uto/
JUCIIIA3UI0 TIOYEK, alljla3Mi0 MOYETOUHMKA, aHOMAJUW Pa3BUTHS MOYEBOTO ITy3bIpS,
KUCTH B ()OpME JIOTIAThI, SKBUHOBAPYCHBIE CTOIIBI, KOcoJanocTh [145].

Renal hypodysplasia/ aplasia cungpom 2 tunma (OMIM: 615721) BcnenctBue
mytanu B rene FGF20, xapaktepusyercs cunapomom Potter, rumomnnasueil jJerkux,
JIIBYCTOPOHHEM aruia3ueld Mo4YeK, ABYCTOPOHHEW arjia3ue MOYETOYHUKOB, BapyCHOM
nedopmanueit HIKHUX KOHEYHOCTEH, OOJBIIIMM KOJIMYECTBOM JIMIITHEH Koxu [145].

Benencreue myranun B rene GFRAL Renal hypodysplasia/ aplasia cunapom 4
tunia (OMIM: 619887), mposiBIAIOIIUKCS MJIUTEIBHOE BpEMs HE 3aKPbIBAIOIIUMCS
OOJIBIIIUM POJHUYKOM, JHIIOM Potter, rumormasueli JTerkux, TByCTOPOHHEH areHe3uei
MOYEK, areHe3Me MOYEBOTO My3bIps, KOHTPAKTYPHI JIOKTEBBIX CYCTABOB, BPOKIECHHBIM
BBIBUXOM Oejpa [145, 146].

H. M. 3aiikoBa u coaBt. (2023) mpenctaBwid KIMHHUYECKOEe HaOI0/ICHNE
naruenTkn ¢ CAKUT (runoaucruia3usi/amniasusi TOYKu 3 TUTA), CTEPOUIPE3UCTEHTHBIM
Heppotuaeckum cuHapoMoM u XBIT C4 Benencreue mytanuu rera GREBLL [39].

M. R. Bekheirnia u coasr. (2017) B wuccinemoBanmu 112 manueHTOB C
KInHUYeckuM auarsozoMm BAIIMII mo pesynbratamMm MOJNEKYJISPHO-TE€HETHYECKOTO
uccienoBanus BbiiBWM Mytanun B rene FOXPLl (MIM: 605515). ¥V mamnueHTOB,
YYaCTBYIOIIUX B MCCJIEIOBaHUs, TUATHOCTUPOBAHBI BPOXKJICHHBIE aHOMAJIUU Pa3BUTHS !
HepBHOM  (ruaporiedanus, wMaiabdopmalids TOJOBHOTO  MO3ra, KOTHUTHBHBIC

HapyIIEeHUs) CUCTEMbI, 3pUTEILHOIO HEPBA, PA3BUTHS BEPXHUX MOYEBBIBOASIIUX MyTEH
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(ITMP) 1 HI>XHHX OTAEIOB MOYETOJOBOM CUCTEMBI (HEOMYIIEHUE SUYKa, TUIIOCTa s,
HEHPOTCHHBIH MOYEBOM My3bIPh) M CEPACYHO-COCYTUCTOMN crucTeMbl [182].

A. Myers u coaBt. (2017) onucaiu 4YeThIPEXJIETHETO MAal[MEHTa C MyTalHed B
reie FOXP1 (MIM: 605515) ¥ KIMHUYECKMMH MPOSBICHUSIMH: ITOJAKOBOOOpa3Has
MOYKa, TUTIOCTIaaus, 1e(PEKThl MOYEBBIBOASAIIUX MyTeH, pEIUIUBUPYIONIAs JTUXOpPaIKa,
nucMopduueckue TpU3HaKW, oOIasi 3a7iep’KKa pPa3BUTHS, 3aJepKKa pedHu, ayTu3M,
YKOpPOUYCHHUE JUTHHHBIX KOCTEH BEPXHUX U HMKHHUX KOHeuHocTel [89].

T. B. Johnson u coaBr. (2018) onucanu pebenka B Bo3pacte 2 jeT 11 mecsies ¢
KIMHUYECKMMHU TposiBieHusMu wMyTtanmn B reHe FOXPl (MIM: 605515):
OIKOBOOOpa3Hasi Movyka ¢ ruJipoHedpo30M MPaBoii MOYKH, IBYCTOPOHHEE HEOIYIIICHUE
SMYEK, CATMTTAJIbHBIA KPaHHMOCHHOCTO3, Makpoledanus, MUPOKUNA BBICOKHH JI00 ¢
BBICTYMAIONIUM 3a0CTPEHHBIM MOAOOPOJAKOM, YIIM HHU3KO TOCAXKEHBI M 3aJePKKOU
TICUXOMOTOpPHOTO pa3BuThs [71].

D. M. Connaughton u coaBt. (2020) BKJItOUMIK B HCCaea0BaHue 551 manueHTa ¢
BAIIMII u nokazanu B3auMocBs3b Mexay BAIIMII u myranmsmu B reHax FOXP1
(MIM: 605515) u ZMYM2 (MIM: 602221). Ilo MHEHHIO aBTOPOB, 3TH JaHHBIC JAIOT
HOBBIC HANpaBJICHHS B HCCaea0BaHusAx marorenesa BATIMII [136].

R. Lozano u coasrt. (2021) onucanu cuaagpom FOXP1 (MIM: 605515), koTopsrii
NpPOSIBIIIETCA ~ YMCTBEHHOM  OTCTaJIOCTBIO,  3aJEPKKOW  PEUueBOr0  Pa3BUTHS,
PacCTpONCTBOM ayTHUCTHYECKOTO CIIEKTpa, TUMIOTOHUEH U BPOXKIACHHBIMH aHOMAJIUSIMU
pa3BUTHA TOJIOBHOI'O MO3Ta, CepAlla U MOYENOJIOBOW cuctembl. [0 MHEHHIO aBTOpPOB,
JUIS  JIeYeHHs TanueHToB ¢ cuHApoMoM FOXPl HeoOxomwmo NpHBIEKAThH
MEXIUCIUIUTMHAPHYIO rpynny crierpanuctoB [90].

M. R. Bekheirnia u coast. (2017) yka3piBaloT Ha BapHaOEIbHOCTh (EHOTHIIA
Pierson cuunapoma, BcaenctBue mytamuu B reHe LAMB2 (MIM: 150325). Pierson
CUHJPOM KIMHUYECKH XapaKTEPU3YETCsI BPOKIECHHBIM HE(YPOTUUECKUM CHHAPOMOM M
JIBYCTOPOHHEW MHKpoKopued u BrmepBbeie omucaH M. Pierson m coaBt. (1963) Ha
npuMepe 2 cecTep C TKENIbIM HePPOTUUECKUM CUHAPOMOM, MPUBEIIIEM K Pa3BUTHIO

tepmuHanibHOM ctaguu XbBII u cmeptn o0eux [aeBOYEeK B TMEepBble 2 HeAEIU
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KU3HU. Bpok/IeHHbIE aHOMAJIMU TJ1a3 BKIIOYAIA MUKPOKOPHIO, AHOMAIMK XPYCTAJINKA,
aTpoduei UINAPHOMN MBIIIIBI, K3MECHCHUSIMH POTOBHIIBI M ceTyaTku [182].

S. Guler u coanrt. (2017) onucan namnuenta ¢ myramuei B reie LAMB2 (MIM:
150325) u Pierson cuHApOMOM, KOTOPOMY B BO3pacTe 2 JIET MPOBEIH YCIEUIHYIO
TpaHCIUIAaHTALUIO TOYKHU OT YMEPIIEro JOHOpa. ABTOPHI MPUIILIU K BBIBOJY, YTO JETH C
Pierson cuHIpOMOM MAOMKHBI OBITH OILIEHEHBI C TOYKH 3pPEHHUS HEO0OXOIUMOCTHU
TPaHCIUTAHTALMK TIOYKH B OYyyIeM, Kak TOJIbKO UM OyjeT moctasiieH auardo3 [101].

Bnepsoie VACTER accouuanust omucana B 1972 D. Smith u L. Quan kax
0003HaYEeHNE MHOXKECTBEHHBIX BPOXKJICHHBIX MOPOKOB pa3Butusi: «V» (vertebral) —
nedeKxThl MO3BOHOYHUKA U pedep; «A» (anal atresia) — arpesus 3agHero mpoxoja; «T»
(tracheoesophageal fistula) — Tpaxeoszodaranshbie ductyssl; «E» (esophageal atresia)
— arpesus numieBoaa; «R» (radial dysplasia and renal) — nucmiasust 1yd4eBO KOCTU U
nouek; «C» (cardiac) — mopoku cepamna; «L» (limb anomalies) — nedextbl KoHEUHOCTEH
[142, 177]. Yactora Bctpeyaemoctd VACTERL accormarnuu cocrasisier 1:10 000 — 1:
40 000 H©HOBOpOXACHHBIX. Bo BpemMs OepeMEHHOCTHM YacTO JUArHOCTUPYIOT
AJKOTOJIbHYI0 (heTOnmaTUI0O M TeCTAlMOHHBIA caxapHblii auaber. Beigensior 3
reHetndeckux BapuaHta VACTERL accouumamum — BCIeACTBME MYyTallMd B TEHE
HOXD13; VACTERL-H accomuanus — Bcineacrteue mytanuu B reHe FANCB rene u
VACTERL-H accormmanus ¢ ruapouedanueii myrarueii B 10q23.31 [142, 177].

T. Kotani u coasrt. (2023) npeacTraBuin KIXMHHYECKOS HAOIIOICHUE MMAIMECHTKHU C
VACTERL accommanueii u myranueid B reie EFBN2. BAIIMII (nucriasus moyek,
yABOCHHE TIOUCK, ypeTreporuaponedpos, I[IMP, skromupoBaHHas IOJAKOBOOOpa3Has
Mo4ka, OoAHOCTOpOoHHsAs areHe3usi mouku) npu VACTERL accoumamuum y nereit
muarHoctupyroT B 50%. Quarno3 VACTERL accommanuu MOXXHO TOCTaBUTH 03
MOJIEKYISIPHO-TEHETUYECKOTO HCCJIEAOBaHUSA, HO NPU HAIWYUU 3 U3 7 OCHOBHBIX
BBIIICTIEPEYUCIICHHBIX KpuTepues [150].

S. Y. Hong u coast. (2023) onucanu namuentky ¢ VACTERL accornumarnueit, y
kotopoit BAIIMII mposBiIssINCE OAHOCTOPOHHEW areHE3Werd IMOYKWM W THUMOIIa3uei
KOJIIaTepalibHOM. ABTOpBI yKa3bIBalOT, uro aumarHo3 VACTERL accommanuss Moxer

OBITh YCTAaHOBJICH 0€3 MOJICKYJIIPHO-TEHETHYECKOT0 HecieaoBanus [142].
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N. Ganesan u coaBt. (2023) mpencraBuwin HcclielOBaHHE 255 MalMEHTOB, U3
kotopbix y 45 BeisiBiieH CAKUT. Haunbonee yacto 6putn nuarnoctupoBansl BATIMIT —
nporpeccupytonuii ruaponedpos u arenesust nouku. Cpenu cunapomubix BAIIMII
4acTO JIMarHOCTUPOBAHbI NMOPOKU pa3BUTHUA ypopekTanbHol neperopoaku, VACTERL
accoumanus W aKpopeHanbHbI cuHapoM. B 60% cnyuaeB mumarno3 VACTERL
accoryaiys ObUT yCTaHOBJICH BO BpeMs OepeMeHHoCTH [65].

Y. [zumita u coaBt. (2020) nuarHoctupoBaiu y 122 mainueHTOB B BO3pacTe OT 2
no 18 gmer c¢ cunapomom Illepemesckoro-Tepuepa B 13,5% BAIIMII
(monkoBooOpa3Hasi  IMOYKa, TMOYeYHAs  TUMOJUCIUIA3UST U MYJbTUKUCTO3HAs
JIUCIUTACTUYECKAsl TMo4YKa). ABTOpel cooOmawT, 4ro y 8 u3 9 mnaiueHToB C
noJikoBooopasHoii moukoir CK® Owuia B npezenax BO3pacTHOM HOpMBI U y 1 marnueHTta
camkena [157].

ITo manueiM T. Ogawa u coaBT. (2021), u3 63 manueHTOB B Bo3pacrte OT 2,8 10
39,3 ner ¢ cunapomom IlepemeBckoro-TepHepa y 22 (35%) AMarHoCTUPOBaHbBI
BAIIMII: nonkoBoo6pa3znas nouka y 7 (11,1%); ruaponedpoz y 11 (17,5%); HenonHoe
yaBoeHue nouku y 3 (4,8%); arene3us nouku ogHoctopoHHss y 1 (1,6%). B teuenue
nepuona HaOmoneHus (meaumana 7,9 roma) CK® y Bcex NaIlMeHTOB TOCTETICHHO
CHMYKaJIach, HO MUHMMAJIbHOE 3HaueHue 06110 > 60 mu/mMun/1,73m? [154].

I. A. Schierz u coaBt. (2022) co0o0ImaOT 0 KIMHUYECKOM HAOJIOICHUH MaJlburuKa
¢ BAIIMII npu cungpome IllepemeBckoro-Tepuepa. @enotun BAIIMII y nanuenta
MIPOSIBJISJICS THUTIOIIIA3KMEH JICBOM MOYKH, NUCIUTA3UEH MPAaBOM MOYKH, THAPOHEPPO30M U
I[IMP IV crenenun. Ilo pesynbrataM MOJEKYJSIPHO-TEHETHUECKOTO HCCIENOBAHUS
BbIsIBIICHa MyTanus B reHe STS [110].

B uccnenoBanme L. Postolache u coast. (2022) 6vimo BrumroueHo 49 nereit c
cunapomoM Jlayna. ITo pesynbTraram Y3U mouek y Bcex gerei Y3M-meTtpuueckuid
00BEM TMOYEK HIKE HOPMBI, BBHISBICHA THUIOIUTA3usl movek. M3 49 manueHToB ¢
cuapoMoMm JlayHa wu rumnormjiasued modek y Bcex mnainueHToB CK® cHukeHa
OTHOCHUTEJIBHO BO3PAacTHOM HOPMBI, npu »ToM y 21 pebenka (42%) CKD <90

m/mun/1,73m2, y 5 (10 %) CK® <75 ma/mun/1,73m2[184].
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R. L. Chevalier (2023) BwisiBun cpenn BAIIMII npu XpoMOCOMHBIX OOJIE3HSIX
npeobnananue [IMP 1 00CTpyKIIMM HUKHUX MOYEBBIBOJSIINX Iy Tew [ 74].

B. Ranchin u coast. (2023) npunuii K BBIBOAY, YTO BPOXKJICHHBIC aHOMAJIHH
HUKHUX MOYEBBIBOJALIMX IMyTEH Yy MAIMEHTOB C CUHIpOMOM JlayHa JUarHOCTUPYIOT B
27-T77% cny4aeB. ABTOpbl YCTAHOBUJIM, YTO YPOBEHb CHIBOPOTOUYHOI'O KpEAaTMHUHA Yy
nerei ¢ cuHapomom JlayHa Bbllie, 4eM B OOIIEW MOMyJsIIMU, a OECCUMITOMHAS
runepypukeMus Habronaetcs y 12-33% atux nanuenrtos [116].

['omo3uroTHast M cioxkHas rerepo3urotHas myrtauus B rene WDR35 npuBoaut
kK passutuio Short-rib thoracic dysplasia 7 with or without polydactyly cunapoma,
BKJIFOYAIOIIIETO BAIIMII (MOTUKKCTO3 MOYEK, TUIIOILJIA3UIO0 MIOYECK) u
nporpeccupoBanue XbII [145].

JlanHble JuTEpaTyphl YKa3bIBAlOT HA Pa3IUYHYI0 YacTOTy BCTPEYaEMOCTU
¢enoruna BATIMII npu opdanHbIX cMHIpOMaXxX BCIEACTBHE MYTAllMd MHOTHX I'€HOB U
XpoMocoMHBIX Oone3nsix ¢ mporpeccupoBanuem XbII Cl1 mo C5, uto moaTBepkmaer
aKTyaJbHOCTh W Ba)XHOCThb HcCcleAoBaHUM TeHoTHna ©u (enotuna BAIIMII y

MNEANATPUICCKHUX ITAlITUCHTOB.

1.3 Ioyeunas (pyHKIUS U MPOrpecCUPOBAHUE XPOHUYECKOI 00JIe3HH MOYEK
y deTeil 1 MOAPOCTKOB € BPO:KIEHHBIMU AHOMAJIMSIMU MO4YEK U MOYeBbIBOASIIIIAX
nyreu

Knaccuduxarnus XBIT mo K/DOQI (2002) npeana3znadeHa AJis B3pOCIbIX U JeTel
B BO3pacTe cTapiie 2-x jet ¢ yueroM Hu3kot CK® B Bo3pacte meHee 2-x jet [114]. R.
J. Hogg et al, NKF K/DOQI (2003) agantupoBanu y nereit kinaccudurarnmio XbIT mo
K/DOQI  (2002) w mpemioXWiI K  HWCIOIB30BAHUIO B  IMEIUATPHUIECCKOM
Hedposorunueckoi npaktuke [108]. B coorBercTBum ¢ kinaccudukanueii NKF-K/DOQI
and R. Hogg u coast. (2003) [108, 114], BAIIMII y nereri otHOocsaT k XBII co
CTPYKTYpPHBIMHU HApyIICHUSIMH, 0€3 WU CO CHUXKEHHUEM CKOPOCTH KIyOOYKOBOM
¢unsrpanuu (CK®) [5, 23, 44, 45, 117, 138].

XBII puarnoctupoBana npumepHo y 10% HaceneHuss HameW IUIAHETHI H

MPUBOJAUT K MPEKICBPEMEHHOMY DPa3BUTHIO CEPIACYHO-COCYJUCTHIX 3a00JIeBaHUM U
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panHedt cmeptHocTH [7, 87, 172]. AprtepuanbHas TUNCPTCH3WS H TMPOTECHHYPHSI
SIBIISIIOTCS. HE3aBUCUMBIMU (pakTOpaMu pucka nporpeccupoBanust XbI1 [104, 122].

R. L. Chevalier (2023) yka3siBaet, pacrnpoctpaneHHOCTh XbBII pe3ko Bo3pacrtaer
C BO3pacToOM: y JieTeil oHa cocTaBisieT okoyio 1%, a y B3pociabix crapiie 40 net Oosee
40%. IlocnencTBust OAHOCTOPOHHUX aHOMAJIMU, TAKUX KaK OJTHOCTOPOHHSSI OOCTPYKLIHS
JI0XaHOYHO-MOYETOUYHUKOBOTO coeauHeHus unu [IMP, oOblyHO MeHee cepbe3HbI, YeM
TIOCJIC/ICTBHS JIBYCTOPOHHUX aHOMaUi [ 74].

A. Urisarri 1 coaBt. (2018) mokazanu, 4To JETSIM C OSCCHMIITOMHBIM T€UCHHEM
BAIIMII, AuarHOCTUPOBAaHHBIM C TIOMOIIBIO HEOHATAJIBHOIO  YJIBTPa3BYKOBOIO
CKpUHMHTA, HEO0OXOJUMO JMHAMUYECKH OIIEHHWBATh HAJMYUe albOyMUHYpUH U
apTepUaAIbHOM IMIIEPTEH3MH, KakK NepBbix nposiBieHni XbI1 y Takux nanuentos [158].

A. A. BsuikoBa u coaBt. (2021) pa3paboTranu anropuT™M paHHEH JMArHOCTUKHU
XBIT y nerei, OCHOBaHHBIN Ha OLIEHKE CKOPOCTH Ki1yOoukoBoil duibrpamuu (CKOD),
BBISIBJICHUS! YHUBEPCAIBHBIX CTPYKTYPHO-MOPGOIOTHUECKUX U KIMHUYECKIX MapKEpOB
nouyeuHoro nospexaenus [50, 56].

BAIIMII u nacnenctBeHHble Hedponatuu, aBisioTces npuunHoi 60 — 70% Bcex
cnydyaeB XBII B pa3BUTBIX cTpaHax, a MPUOOPETEHHBIC NPHYUHBI TMPE0OIATAIOT B
Pa3BUBAIOLIMXCS CTpaHAX. 3aMECTUTENIbHYI0 MOYEUYHYIO TEpanuio AETAM MIAJUIErO
BO3pacTa MPEANOYTUTENIbHO HAaYMHATh C NMEPUTOHEATBHOTO JUain3a, IETAM CTapLIEro
BO3pacra — ¢ remoauanusa [107].

VYV nanmentoB ¢ BAIIMII wacTo AuarHOCTHPYIOT MHOPOKH PAa3BUTHS JIPYTUX
opraHoB u cucteMm. Jletu ¢ XBII C2—4 oTHOCATCS K TpyMmIiie BBICOKOTO pUCKa IO
Pa3BUTHIO CEPACYHO-COCYAUCTHIX OCJIOKHEeHUM, et ¢ XBII C4-5 — k rpynmme oueHb
BBICOKOTO prcKka [45].

M. U. VYmanatoBa u coaBT. (2020) BeisiBmin B 15% y nereir ¢ BAIIMII
BPOXJICHHBIC TTOPOKH PA3BUTHS CEPJICUHO-COCYIUCTON CUCTEMBI, U3 HUX B 39% ciydaes
BBISIBIICHA JIOKHAsl XOpJa JIeBOro »kemyaouka U B 34% — mpojanc MHUTPabHOTO
KJlaraHa. ABTOpbI MPUIUIM K BBIBOAY, 4TO BceMm marueHtam ¢ BAIIMII tpeGyetcs

KOHCYJIbTaIms Kapauosora 1 — 2 pa3za B rox [51].
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O. B. Komaposa u coart. (2016) mokazanu, 4To CKOpPOCTb MPOTIPECCUPOBAHUS
XBII no craguu C3 y nanueHToB ¢ aprepuanbHoil runepreHsueit |l crenenn
3HAQUYMUTENILHO BBINIE, YeM Y TMAaIlMeHTOB O3 apTepuaJbHOM TUMEPTEH3UU WIH C
apTepuanbHOi runeprensueii | crenenu [47].

B nyOnukanusx aBTOpPhl aHAIM3UPYIOT TPUYUHBI  (HOPMUPOBAHUS U
nporpeccupoBanust XbII. B stnonoruueckoit ctpykrype XBII y nereir mpeobiianaror
BPOXKJICHHBIC M HACJICJCTBEHHbIE 3a00JI€BaHHUS TOYEK B OTIMYHE OT B3POCIBIX
nanentoB ¢ XbII [5, 19, 36]. Cpeau nmpuuun XbBII y nereit BAIIMII cocrtaBnsioT
56,5% [25].

N3 nambonee ywacteix npuunH XbBII y meauatpuyeckux MalMEHTOB BBISIBISIOT:
BAIIMII (36,4%), rnomepynonedputs (19,9%), kucto3usie 6one3nu nouex (10,1%),
MeTa0oIMYeCKue W TYOYyJIOMHTEepCTUIMANbHBICe HapymieHus (4,7%), Tokcuueckas /
uIieMyu4YecKkass TO4YeYHass HeJA0oCTaTouyHOCTh  (2,2%), TIeMOJUTHUKO-YpEeMHUECKUN
cuaapoM (4,9%), BackynuTsl (1,8%),couerannbie npuuunbl (18,1%) [85].

ITo nanusiM E. B. JIsicoBoit m H. JI CaBenkoBoii (2016), B 3THOJIOrHYECKOM
ctpykrype XBbBII ycranoBnenst B 42,5% BAIIMII (runponedpos, I[IMP c PH,
METaIiCTHC, MeraypeTep, MHTPABE3UKYISIpHAs OOCTPYKIMS, KiamaH 3aJHEW YpeTphl;
AKCTpO(US MOYEBOTO IY3bIPsS, YABOCHHE IIOYKH, THUIOIUIA3US U AMUCIUIA3US TOYEK,
nosmkucto3 noyek) [30]. B ctpykrype XBII y nereit u monpoctkoB B 75% ciydaeB
YCTaHABJIMBAIOT BPOK/ICHHBIC M HACIIEJICTBEHHBIE 3a00JIEBaHMS TTOYEK, CPEIU KOTOPBIX
BAITIIMII cocraBmusiet 56,5 % [29].

C. A. YecnokoBa, A. A. BsukoBa (2021) otHecnu BAIIMII Kk OCHOBHBIM
dakTopam prcka pazButus XbII o pe3ynbpraraM IpoBeACHHOTO UCCiIeJoBaHus [56].

C. A. YecnokoBa u A. A. Bsnkosa (2022) yctanoBunu B ctpykrype XbII y gereit
npeobiiailanie TyOyIo-MHTEPCTUIINAIEHONW OoJte3Hn mouek (80%), acCOMUPOBaHHOM C
BAIIMII (63,3%), pedmtokc-yponatuu (25,6%) u yponutuasa (11,1%) [57].

H. M. 3aiikoBa u B. B. [nun (2017) pokazamu, uro BAIIMII sBusercs
OCHOBHBIM 3THONOrHMYeckuM (akropom XBII y npereit mmaamiero Bo3pacTta: HX
pacrpocTpaneHHOCTb cocTaBisieT 48—59%, u B 43% cnydaes BAIIMII npuBoaur k

pa3BUTHUIO TepMUHAIBHOM cTaguu XbII [48].
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E. H. KynakoBa u coanrt. (2023) nokaszanu, 4To y MOApPOCTKOB B Bo3zpacte 15 — 17
net Haubonee yacto peructpupytoT no MKb-10 tyOynounTrepcTuninanbabpie 00ne3Hn
nmouyek (N 10 — N16), ¢ ocHoBHbIM guarnozom XBIT (N18 — N19). B nurteparype Ha
00Cy>XJIeHHE BBIHECEH BONPOC TOTOBHOCTH MoApocTKoB ¢ XBII k mepexony u3 AeTckoit
BO B3pOCIIyI0 Heposorndeckyro ciyxoy [9, 35].

B otedecTBeHHOI 1 3apyOexxHON nuTeparype s ctpatudukanuu craguu XbIl 'y
JeTel crapiie 2 JieT ucnosib3yercs kinaccudukanus no K/DOQI (2002), NKF-K/DOQI
(2003) u R. Hogg et al. [5,44, 45, 46, 102, 114]. Y nereii B Bo3pacte ot 0 10 2 jer,
uMermux Hu3kyw BennunHy CK®, crpatudukanus tspkectd XbII He npoBoauTcs [5,
44, 45, 47, 50, 54, 102, 114]. V nereit ana crparudukarmu craguu XbII CK®
pacCcUMTHIBACTCS 10 KIIMPEHCY KpeaTrHUHA B hopmyite Schwartz [5,64, 162].

B 79% cny4yaeB npuunHoit popmupoBanusi u nporpeccupoBanusi XbII sBisercs
BAIIMII [6]. BAIIMII B ctpyktype XBII coctaBnsier 40 — 50% [164].

[To mamaeiM M. Moxey-Mims (2019), HemoHOIIEHHBIE JE€TH HMMEIOT Oolee
BBICOKMI puUCK pas3Butuss XDbII, dyem nonHomennsle. [lo MHeHHIO aBTOpa, Takas
3aKOHOMEPHOCTh CBsi3aHa C HHU3KMM BECOM IMPU POXKICHUU M CBSI3AHHBIM C HHUM
CHI)KCHHEM KOJIMYECTBa HE(PPOHOB, YaCTOE NPUMEHEHHE Y HEIOHOIIEHHBIX IeTei
HE(POTOKCHUECKUX MPEnapaThl M MOBBIMICHHBIA PUCK HHPeKIui [132].

E. Wihl u coaBr. (2013) Bxaroumnun B ucciaemoBanue 212 930 manmeHTOB,
MOJIYYJAIONIUX 3aMECTUTEIBHYIO TOUYEYHYIO TEepaluio TeMoanain3oM, B 2,2% ciaydyaes
nuarHoctupoBan BAIIMIIL. Meauana Bo3pacta B Hayalle 3aMECTUTEIbHOM MOYEUHOU
Tepanuu remoauann3om coctasuia 31 rog B koropre BAIIMII u 61 ron B koropte 6e3
BAIIMII (p<0,001) [170].

ITo manaeiMm M. M. Gabricele u P. C. K. Nogueira (2019), BAIIMII sBasrorcs
OCHOBHOW mnpu4uHOW TepMmuHainbHOM XbBII y nereit, momydaronipx 3aMeCTUTEIBHYIO
noyeunyto tepanuio [92]. B uccnenoBanuu P. D. Imani u coaBt. (2021) Brurouen 71
pederok ¢ XbII. BAIIMII BeisaBuau y mnamueHtoB B 39% wu XBII C3 — 5,
TUIOBHTaMUHO3 D ¥ aHeMus cpenHel creneHu TsokecTH B 63% [78].

J. Masalskiené u coaBt. (2021) nuarnoctupoBanu BAIIMII y 79% nereit ¢ XBII
C2 -51[123].
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R. M. Lombel u coaBr. (2022) coobmator, uto BAIIMII saBasitoTcss mpudnHO
nporpeccupoBanusi XbII no tepmunansHoi ctaguu B 30% cimyqaes. Y 10 — 19% nereit
¢ tepmuHainbHOM craauerd XbII nuarHocTHpOBaHBI KUCTO3HBIE WIIM HACJIEACTBEHHBIC
3aboseBanus mouek [176].

UccnenoBanne R. L. Chevalier (2023) npemoncTpupyer, 4YTO OOJBIIOWM
CIOKHOCTBIO B BeAeHUMUM HOBOpoxaeHHoro ¢ BAIIMII, nuarHocTupoBaHHBIMH
BHYTPUYTPOOHO, SIBJIIETCS OIpeEJeieHUe MPOrHo3a U MPOrpeccupoBaHUst (QYHKIUU
nouek. BAIIMII cocrasnstot 6onee 50% cnyuae XbII y nenuarpuyeckux nanueHTOB,
u3 Hux Oosiee 50% He TpeOyIT 3aMECTUTENILHON MOYEYHOHN Teparuu TeMOIHAIU30M 10
YEeTBEPTOTO JECATHICTHS KU3HU [74].

J. Harambat u D. Morin (2023) moxazamu, yro BAIIMII u HacjaencTBeHHBIE
Hedponatuu, coctaBistoT oT 50% m0 60% cinydaeB XBII y nereit B crpaHax ¢ BBICOKHM
YpOBHEM JIOXO/Ja, TOIJla Kak MpuoOpeTeHHble HedponaTuu MpeodsiaialoT B
pazBuBaroniuxcsa crpanax. XbII nporpeccupyet meanennee y neteii ¢ BAIIMIL, uem y
nerel ¢ qpyrumu 3adoneBanusmMu noyek [105].

Pexe peaAMETOM CIEHAIIBHOTO UCCIIEOBaHUSA ObLI IIPOTHO3
e(DyHKITMOHUPYIOIIEH MYJIbTHKUCTO3HOM HCIUIa3UU TOYeK y JeTei. B mccinemoBanum
D. G. Matsell u coart. (2023) yuactBoBaso 452 manueHTa C MYJIBTUKHUCTO3HOU
JIUACIUJIA3UEN  TIOYEK, OJIHOCTOPOHHEW areHe3uel MOYKH, THUIOIUIa3ued TOYKH |
KJIAallaHOM 3aJIHeW ypeTpbl. ABTOpHI ycTtaHoBWIH, uTo BAIIMII sBnstorcs Hambomee
gactoit mpuuamHoi XBII y nereit [126].

[To nanaeiM H. Sawaf u coast. (2023), BAIIMII nuaranoctupoBansl 6oiiee ueM y
40% npereid W TOAPOCTKOB, HAYMHAIONIUX 3aMECTUTEIILHYIO IIOYCUHYIO TEeparuio
remoauanu3oM. bonsmuHCTBO omHOCTOpoHHMX BAIIMII 'y nereir mpoTekaroT
OecCHMMNTOMHO. Y JeTell ¢ auCIIa3ueil MoYek, MOAKOBOOOpa3HOM IOYKOM, Ta30BOM
JUCTONIMEH TIOYKH, BPOXKICHHBIM TUAPOHEDPO30M, OOCTpYKIHEH JIOXaHOYHO-
MOYETOYHUKOBOTO coeauHeHus, [IMP, skctpodueii ModeBOro my3bips M KIamaHOM
3aHEA ypETPbl BBICOKWW PHUCK Pa3BUTHUS TIKEIOW apTEPUATIbHOW TUIIEPTECH3HH,
MPOTEUHYPUH, TIPUCOCTUHEHUSI XPOHUUYECKOTO MHUKPOOHO-BOCHAIUTEIBLHOIO Mpolecca

u niporpeccupoBanust XbI1 10 TepMUHAIBHON CTaquu B IOJIPOCTKOBOM Bo3pacte [160].
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IIpu nposenenun Y3U mnouexk y mnanueHtoB ¢ [IMP MoxHO 3amomo3puth
passutue PH: B 70% ciayyaeB yMeHbllIeHa TONIIMHA MAPEHXUMBI B 001aCTH MOJIIOCOB U
B cpeaHed dYacT NOo4YkH, B 65% — u3meHeHue audPepeHHUpOBKH KOPKOBOTO U
MO3TOBOT'O CJIOEB MOYKH, B 55% — yMeHbIlleHue 1iomanu nouyku Ha 10% u Gomnee u B
52% — OyrpucTOCTh KOHTYPOB TOouKH [16].

H. Miyakita u coaBr. (2020) mnokasamu, uyro PH sBisercs mnpuanHoi
dbopmupoBanust XbIl y nereit B 12 — 21% cnyuaes, B 7 — 17% TepMuHaNBHOU CTaguun
[100]. ITo manubM P. Danziger u coast. (2016), CAKUT y mauuentoB ¢ XbII BrisiBieH
B 48-59% ciyuaes [163].

JlaHHBIE JBYX KOTOPTHBIX MCCIEIOBaHUN CBUAETENbCTBYIOT, BAIIMII sBnsiercs
npuurHoOil nporpeccupoBanust XBII no cranuu C5 B 40 — 50% cayyaeB. YKa3bIBaroT,
gto B 15 — 25% vy mamuentoB ¢ PH u XBIl B craguu C5, mnomydaromux
3aMECTUTENbHYIO TIOYEYHYIO0 TEpaIri0 XPOHUYECKUM TeMOJUAIN30M, HYXAAIOTCS B
TpaHciutanTanuu mouku [36, 54]. Exeroano yBenunuuBaetcst auarnoctuka XBIT C5. o
nanHbiM peructpa ERA-EDTA: B 2015 r. B EBpone yactota BcTpeyaemoctu XbBIT C5
coctapyisiia — 25 ciaydaes, B 2019 r. — 40 cnyuaes, B 2020 r. — 48 cinyyaeB Ha 1 MIH
nereii [85].

PH B 25-60% cnydaeB d¢opmupyercs y pnereir ¢ coderannem I[IMP wu
PELUIMBHUPYIONICH XPOHWYECKOW HMH(EKIIMH OPraHOB MOYEBBIICIUTEILHON CHUCTEMBI
[13, 17, 115, 161]. PH dopmupyercs npu [IMP B 19,8% ciyuaeB y neteir miasiie 2
net, B 9,8%— B Bo3pacte 2—4 jer, B 4,6%— B Bo3pacte ctapiie 5 yet [52, 84].

Briasniena 3aBucumocts pazsutus PH ot crenienu [IMP: ipu [IMP I crenenn PH
— B 68,4%, npu I[IMP II crenenu PH — B 87,5%, npu I[IMP III crenenu PH — B 93,4% u
npu [IMP IV crenenun PH — B 100% [14].

MexayHapoaHbli kKoMuTeT 1o wu3ydeHuto IIMP cooOmiaer, 4TOo wYactoTa
dopmupoBanuss PH y nereit ¢ IIMP, mpoxmBarommx B pa3HBIX CTpaHaX, HMEET
cratuctTuyeckue paszmmuus: y nereit ¢ [IMP, npoxuBarommnx Ha teppuropun EBpomsl
PH dopmupyetcs B 48% ciydaeB, Ha tepputopun Jlatunckoit Amepuku B 54% u Ha

tepputopur Poccuiickoit deneparuu B 60% ciaydaes. [86, 113, 137, 148, 153].
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H. Matsuoka u coaBt. (2019) yka3biBaroT, Bo3pacT nainuenrta, creneub [IMP u
tun PH sBistorcs (axkTopamu, BIMSIOIIMMU Ha JTOJTOCPOYHBIA MOCIEONEPALIMOHHBIN
nporuo3 nporpeccupoBanus PH. ¥V nauuentos ¢ [IMP Bbicoko# ctenenu u 3 — 4 TUIIOM
PH Gonee BepositHo nosbiieHne CK® u camxenue craauu XbII yepe3 10 net nmocne
anTupedIIOKCHOM onepanuu [169].

K. Ishikura u coasr. (2016) npuuu x BeiBoay, uro Hanuuue [IMP ne siBnsiercs
0e3ycioBHbIM (akTopoM TmporpeccupoBanuss XbIl no cragum C3-5 y nereit mo
pesynbraTtam uccienoBanus 447 nereit ¢ BAIIMIIL, u3 xoropsix 42,4% netu ¢ [IMP
[112].

Y. Okuda u coast. (2020) Braroumsau B uccienaoBaHue 25 761 manueHta B
Bozpacte oT 0 go 21 roma, mosy4aromMX 3aMECTHTENBHYIO IOUYEYHYIO TEpanuio
reMOJIMaIu30M, U U3YYWIH PUCK paHHeW cMepTu y nainueHToB ¢ XbII, umerommumu u He
umeromumMu CAKUT. ABTOpBI NPUIIUTH K BBIBOJY, UTO MAIMEHTHI B Bo3pacte 10 18 jer
¢ CAKUT stuonorueit XbII umMeroT MEHbIIUN PUCK PaHHEW CMEpPTH, YeM MAIllUE€HTHI C
XBII, nHe umeromux B stuosiorudeckoir ctpykrype CAKUT. Ilo muenuro Y. Okuda u
coaBT., atuonoruto XbBII crnexyer yduThIBaTH MNPU COCTABIEHHUHM JOJTOCPOYHOTO
nporuosa nporpeccupoBanus XbIT [152].

ITo mamaeiM A. R. Narothama um K. M. Baradhi (2022), PH wame Bcero
dopmupyetcs y naruenToB ¢ [IMP u B 1 — 3% cityyaeB BcieACTBUE pELIMIUBUPYIOLIETO
TEUYCHHs] XpoHUWYeckoro muenonedpura. PH 3anumaer BTOpoe MecTo cpeau MpUYUH
pa3BUTUSL XPOHUYECKUX TYOYJIOMHTEPCTUIHAIBHBIX OOJNEe3HEH IMOoYeK U YEeTBEPTOE
mecto cpemun npuunH XBII y  gereit  mocne  ¢GoKaIbHO-CETMEHTAPHOTO
TJIOMEPYIIOCKIepo3a, AUCIUIA3UH MOYeK M OOCTPpYKTMBHOW ypomatuuu. PH sBisercs
npuunHoil nporpeccupoBanus XbII 1o tepmunansHoii craauu B 7 — 17% y nereii. PH
qale JMAarHOCTHPYIOT Yy J€BOYEK B MOJAPOCTKOBOM Bo3pacte. Y manueHTtoB ¢ 3 — 4
tuiom PH wu XBII C5, mnomyyaromux 3aMECTUTENIbHYI0 TOYEYHYIO TEparuio
reéMOJINaJIN30M, JOJTOCPOUYHBIM NPOrHO3 XyXeE, YeM Yy TaKUX JK€ IMALUEHTOB IOCIe

TpaHcIDIaHTamu nouku [137].
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T. K. Mattoo u D. Mohammad (2022) npunumu x BbiBogy, I[IMP BbicOKOM
CTENEHH, PEUUIUBUPYIOIIMI NHENIOHEYPUT U OTCPOUYECHHOE HAYalo JICUCHUS
AHTUOMOTHKAMH SIBIISIFOTCS (pakTopamu pucka pasputus PH [127].

PH saBnsercs BTOpOM 1O 4YacTOT€ NPUYUMHOM Ppa3BUTUA XPOHMYECKUX
TyOyJIOMHTEPCTUIMANBbHBIX 3a00JI€BaHUI MOYEK U YETBEPTON MPUUMHON TEPMUHATILHON
craguu XBII y nereir. IIMP — sT0o Hambonee yactas NpPUYMHA PELMIUBHPYIOLIUX
MH(EKIMH TOYSK ¥ MOYEBBIBOSINMX yTel u pa3Butus PH y nereii [153].

[IpornosupoBanue nporpeccupoBanuss PH y manmentoB ¢ BAIIMII pomkHO
IPOBOAMUTHCS MO pe3ybTaTaM TUHAMUYECKON OIIEHKU KIIMHUKO-JIA00paTOPHBIX JAHHBIX
¥ HE JIOJDKHO OCHOBBIBAThCS TOJBLKO Ha mposiBieHusix BAIIMIIT [15].

M. Esteghamati u coaBt. (2022) mo pesynapTatam uccienoBanus 199 nereii B
Bozpacte 4,71 + 4,24 roma ¢ OIHOCTOpOHHEW areHesmed mouku B 23%
auarHoctuposanu [IMP, B 7,5% passutue PH [86].

J. W. Stanifer u coasr. (2018) pgemaror 3aKkiO4YeHHe, B HAIMOHAJIBHBIX
KIMHUYEeCKUX pykoBojacTBax mo XbBII mo Bcemy Mupy HEOOXOAMMO aKIIEHTHPOBATH
BHHMaHHUE Ha poduiakTuke nporpeccupoBanust XbI1 no TepmuHansHOU cTamuu [77].

S. Sanna-Cherchi u coast. (2009) B uccrnemoBanuu 312 mamuentoB ¢ BAIIMII
MOKa3ajad, 4TO €JIWHCTBEHHAs IOYKa SBISETCA pUCKOM mporpeccupoBanus XbII mo
TEPMUHAJILHOW CTaJIMM W MOTPEOHOCTH B Hadalie 3aMECTHTEIBLHON IMOYEYHON Teparuu
remoauanu3om K 30 rogam [155].

YV 20 — 30% mnauuentoB ¢ BAIIMII ¢ Hauanom 3aMeCTUTENbHOW MOYEUYHOU
TEpANMKM FEMOJUAIM30M B JETCKOM Bo3pacte K 30 rogaM pa3BHUBAIOTCS OCIIOKHEHUS.
OTW  TNalMeHThl KMEIOT  TOBBIIMICHHBIM  PUCK  pa3BUTUA  3JIOKAYECTBEHHBIX
HOBOOOPA30BaHUH; TUIOCKOKJIETOYHBIA paK KOKUA YPE3BBIYAWHO PACHpPOCTPAHEH Cpeau
ITAIMEHTOB, IEPEHECIINX TPAHCIUIAHTAIMIO IOYKH B JETCKOM WM IOIPOCTKOBOM
Bo3pacte [99].

CuuTalT, YTO TpaHCIUIAHTALMs MOYKH B TE€YEHHUHM | roja OoT Hayana guanu3a
ABJISCTCS TNPU3HAHHBIM METOAOM JICUEHHS] JETEed C TEPMHUHAIBHOM MOYEYHOMU
HenoctaTouHOCThi0 (TXDBII), mockoyibKy OHa CBsi3aHa C Jydlled BBDKHMBAEMOCTHIO

MAIMEHTOB 10 CPABHEHHUIO C JIFOOBIM JIINTEIbHBIM auain3om [185].
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Hetu mnanme 12 ner ¢ BAIIMII ¢ XBII C5, koTopbiM HE OpOBOAMIACH
TPaHCIUIAaHTALXs IOYKH, HUMET 95% BBDKMBAEMOCTh 4epe3 3 roja OT Hadaia
3aMECTUTEIPHON MOYEYHOM TEpaluy IreMONaIn30M, a y aeteil muaame 4 net — 82% B
TedeHue oHoro roaa [83].

[Tatmmentsr ¢ BAIIMII ¢ XBII C5 nyxnaaloTcss B TpaHCIUIaHTaMu Moyku. 1o
JTAHHBIM JINTEPATYpPhl, OMHUCAHA YCIMEIIHAas TPAaHCIUIAHTAIUsl TOJAKOBOOOpA3HOW MOYKH.
Cy1iecTByeT JiBa XUPYpruyecKux MeToja TPaHCIUIAHTAIMK: €UHBIM OJIOKOM M TOCJIe
paznenenuss  mouku.  MccnmemoBaHuMs — TOKas3bIBalOT,  YTO  TPaAHCIUIAHTAIUS
MOJAKOBOOOpPA3HON TMOYKH €IWHBIM OJIOKOM U TIOCJEe pas3jieiieHus JaéT Te Ke
pe3yabTaThl, YTO M TPAHCILIaHTaIus o0braHOM mouku [109, 173].

A. M. McKay u coast. (2019) B uccinegoBanuu 1099 nmanuentor ¢ BAIIMII B
Bo3pacte 0 30 Jer W TpaHCIUIaHTalMeld Moyku B mnepuon ¢ 1985 mo 2015 roxg
yctaHoBiieHa 10-meTHsst BBDKMBAeMOCTb TpaHcmuiaHtata B 76%, a 20-nmeTHsis
BBDKHBAaeMOCTh TpaHciuiantata B 53% [129]. Drtu  gaHHBIE COMIacyroTcs €
pesyabTaTami, monydenusiMu 1. V. Vosypiv (2012) [179].

M. L. Monteverde u coast. (2020) cpaBHHIH BBDKMBA€MOCTH TPAaHCILIAHTATA H
(GYHKIHIO MOYeK y MalMeHTOB UMErIuX U He nMmeromux BAMIIM. U3 923 manueHToB
52% umenu BAMIIM u 48% ne-CAKUT xponunueckyto 0one3npb mouek. IlamueHTs ¢
BAMIIM wamie ObUlM MallbUMKaMH, KOTOPHIM TpPAHCIUIAHTAIIMIO ITPOBOJMIIA 4Yalle
yIpexaaionie, Ho ¢ 06ojee IIUTEIbHBIM BPEMEHEM Ha XPOHHMYECKOM JHain3e. Y HHUX
OblJ1a MEHBIas OTCPOYCHHAs (YHKIUS TpaHCIUIaHTata W Bbimie pacuetHas CK®, HO
Oonee BBICOKAass YacToTa WHMEKIUH MOYEBBIBOISIIMX MyTed dYepe3 1 rom mocie
TpaHCIUIaHTauM. 1-, 5- u 10-JIeTHsISA BRDKMBAEMOCTD MAIIMEHTOB ObLIa OJIMHAKOBOM, HO
BBEDKHBAEMOCTH TPAHCIUIaHTaTa ObLTa BhINIEe y penunueHToB ¢ BAMIIM 1o cpaBHeHHUIO
C MAIMEeHTaMHU C TJIOMEPYJIIpHbIMHE 3a00seBanusimMu [118].

O.B. PaiikeBuu-JIsixoBckast u coaBT. (2023) cuuTalOT, YTO MOAPOCTKHU JOJAKHBI
HAaXOJUTHCSA TIOJ HaOMIOJIeHWeM TmeauaTpoB-HedposoroB He MeHee | roma mocie
TPAHCIJIAHTALIMY TTOYKH, JAXE €CJIM Ha 3TOT MEePUO/] MPUXOAUTCS BO3PACT MEpexoaa BO

B3pocnyio cethb [40].



47

CuuTaror, 4To MOCJE TPAHCIUIAHTALMU MOYKH MOJPOCTKAM JJisl MPEAOTBPALLEHUS
ATPOTr€HHBIX HApYUIEHUI MOJIOBOIO CO3PEBaHUs HEOOXOAUMO Ha3HAYaTh 3P(HEKTUBHYIO
MMMYHOCYIIPECCUBHYIO TEPANMIO B MUHUMAJILHO BO3MOJKHBIX J103aX ISl ONTUMHU3AIUU
(YyHKIMU TpaHCIJIAHTaTa, C YY€TOM MOCTTPAHCIUIAHTAIIMOHHBIX UH(PEKUUNA U pa3BUTHUSA
OIIIT [103, 106].

AHanu3 JNaHHBIX OTEUECTBEHHOW M 3apyOeKHOM JUTEpaTypbl yKa3bIBaeT Ha
aKTyaJIbHOCTb NMPOBEACHUS CPaBHUTEIBHOTO HCCIENI0BaHUA OCOOCHHOCTEH (heHoTuna,
NOYEYHOM (QYHKIIMM M  BBDKMBAEMOCTH Yy  TNEAMATPUYECKUX  MAIMEHTOB  C
U30JIMPOBAHHBIMU U aCCOLMUPOBAHHBIMU C Op(QaHHBIMH CHUHAPOMAMHU BPOXKJIEHHBIX
aHOMAJIMA TIOYEK W  MOYEBBIBOASHIMX  NyTed. MoJeKkynsipHO-TeHETHYECKOE
uccienopanue y gereit ¢ BAIIMII, u301MpoBaHHBIMM M aCCOLIMUPOBAHHBIMU C

Op(l)aHHBIMI/I CUHAPOMAaMH, MPCACTABICTCA HaM BA’)KHBIM U CBOCBPCMCHHBIM.
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I'/TABA 2
MATEPHUAJIBI U METOAbI NCCJIEJIOBAHUA

2.1 KoOHTHMHIEeHT 00C/IeIOBAHHBIX MAIMEHTOB H 00beM HCCJIeI0OBAHUSA

JluccepTalluOHHOE HCCJEI0OBAaHME BBIMOJHEHO Ha Kadeape ¢GakyIbTEeTCKON
neauatpun u on0opeHo studeckuMm komutetoM GI'BOY BO «Cankrt-IletepOyprekuit
rOCy/IapCTBEHHBIN NEeANATPUYECKUN MEIUIIMHCKUN yHHUBepcuTeT» Munsapasa Poccum.
OcHOBHOM KJIMHWYECKON 0a30if HACTOSILETO MCCIEI0BAHUS SIBUIOCH HEPPOJIOTUUECKOE
ornenenue kinuHukn @OI'BOY BO «Cankr-IletepOyprckoro rocyaapcTBEHHOTO
neANaTpUYECKOTO MEUIIMHCKOT0 YHUBepcuTeTay Munsapasa Poccun.

[IpoBeneno u3ydeHne yHUGUIMPOBAHHBIX (HOPM MEIUIIMHCKOW JOKYMEHTAIIUH:
uctopur pa3putus pedenka (dbopma Ne 112/y); MeIMIIMHCKHE KapThl IMAI[UEHTOB,
MOJTYYAIOIINX MEJAUIIMHCKYIO MMOMOIIL B aMOynaTopHbIX ycnoBusax (popma Ne 025/y);
MEIULUHUHCKAE KapThl MAalMEHTOB, MOJYYAaKOIIUX MEIUIMHCKYI TMOMOIIb B
CTaIlMOHAPHBIX YCIIOBUAX, B YCIOBUAX JHEBHOTO cTarronapa (popma Ne 003/y).

Kpurepusimu BKIIIOUEHUSI TALUEHTOB B HUCCIEJOBAHUE SBIBSUINCH HalM4yue
COYETAHHBIX BPOXKICHHBIX aHOMAJIUH MMOYEK U MOYEBBIBOISALIMX MyTEM, B BO3pacTte oT 1
Mecama g0 17 nmer 11 wMecsmeB, mnoamucaHHoe OQUIMATBHBIM TMPEICTABUTEIEM
nanueHTa  MHQOPMUPOBAHHOE  JOOPOBOJBHOE  COIVIaCHE€  HAa  METUIIMHCKOE
BMEUIATEICTBO U y4acTHE B KIMHUYECKHX HCCIEIOBAHUAX, OJOOPEHHOE JIOKAIbHBIM
stnueckuM  komutetoM @OI'BOY BO ®I'BOY BO «Cankrt-Iletepdyprckoro
rOCY/JapCTBEHHOI'O MEAMATPUYECKOTO MEIMIMHCKOrO yHHUBEpCUTETa» MMUH3IpaBa
Poccun.

Kpurepun MCKIrOYEHUS MALMEHTOB W3 MCCIECIOBAHUSA. OTCYTCTBHE Yy IMALMEHTA
COYETAHHBIX BPOXKJCHHBIX AaHOMAJIMM TMOYEK M MOYEBBIBOJAIIMX TMyTEH; OTKa3

pOI[HTGJ'ICfI OT y4aCTHA B KIMHUYCCKOM HCCJICAOBAHHWM.
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Cucrematuka BAIIMII npoBenena B cooTBeTCTBHM ¢ Kiaccudukauuein A. J.
Barakat, J. G. Drougas (1991) [69], nomonrennoi E. Winnicki u H. Copp (2019) [185].
BxitoueHsl  BpOXKACHHBIE  aHOMAJIWMK  pPa3BUTHS  MOYEeK  (YABOCHHE  IOYKH:
OJIHOCTOPOHHEE M JABYCTOPOHHEE, IOJHOE€ M HEMOJHOE; YIBOEHHE COOMpaTEeNbHOU
CUCTEMBbl TIOYKH) M BPOXKJICHHbIE aHOMAJUHU Pa3BUTHs MOYETOYHUKOB (ypeTepolerne,
AKTOMNMS YCThsI MOYETOUYHHUKA).

B nucceprannoHHOE HMCCienOBaHUE BKIOYEHO 127 manueHToB B Bo3pacTe OT 1
mecsia g0 17 ner 11 mecsineB. Bee manueHThl pas3aesieHsl Ha 2 Tpymibl (pUcyHok 2.1):

l. [Marents ¢ BAIIMII, 6e3 acconunaruu ¢ ophanusiMu cuapomamu — 113 (89%)

13 127 manueHToB;

Il. [Marmentsr ¢ BAIIMII, accomuupoBaHHBIMH € Op(daHHBIMU CHHIPOMaMHU W

YHUCIIOBBIMU XPOMOCOMHBIMU oOp(danHbiMu Oonesusimu — 14 (11%) uz 127

ITaIIMCHTOB.

[Tennarpuueckue nammentsl ¢ BAIIMIT/ CAKUT
n=127 (100%)

BAIIMII, acconuupoBaHHBIMU
¢ oppaHHBIMU CHHJIPOMAaMH ¥ XPOMOCOMHBIMHU
00JIE3HIMU

n=14 (11%)

BAIIMII 6e3 acconuanum
¢ opaHHBIMU CHHIPOMaMHU
n=113 (89%)

Pucynok 2.1 — Pacnipegenenue o0ciieIoOBaHHBIX AETEH MO TpynHaM
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N3 127 nenuatpuueckux nanueHToB ¢ BAIIMII 24 (18,9%) pebGenka Obuio B
Bo3pacte oT 1 mecsina g0 1 roga 11 mecsiiia u 103 (81,1%) B Bo3pacte ot 2 net ao 17

aet 11 mecsues; 73 (57,5%) manbunka u 54 (42,5%) neBouexk.

2.2 I'eHeaIOrH4ecKuii U MOJIEKYJISIPHO-TeHETHYeCKU MeTOAbI HCCIeJOBAHUSA Y
JAeTel ¢ BPOKICHHBIMH AHOMAJIUAMY I0YEK M MOYEBBIBOAALIUX MyTel

Nnpu oppaHHBIX HACJEACTBEHHBIX CHHAPOMAX

[Ipu npoBeneHuu reHeasornyeckoro ananmza B ceMmbsix ¢ BAIIMII 6Gbuio
BBIJICJICHO HECKOJIBKO ATAroB — COOp CEMEHHOT0 aHaMHE3, COCTaBJICHUE POJOCIOBHOM,
KIIMHUYECKOe 00clieJoBaHUE MPOOaHIa U TeHEATOTHYSCKUM aHaIH3.

COop cemeiltHOTO aHaMHe3a MPOBOIMIICS TOCIEI0BATEIbHO M BKJIIOYAT B cels
noApOOHBIN cOOp cBeNeHMI O mpodaHae, cubcax (MpU HAJTUYWHU) U POJCTBEHHUKAX IO
MAaTEpUHCKOU U OTLOBCKOM JIMHUSIM.

I'paduueckoe odopmiieHre pPOJOCIOBHBIX MPOBOAMIOCH C HCIOJIb30BaHHEM
CTaHJApTHBIX CUMBOJIOB, YCIIOBHBIX 0003HAYEHUH U 3aHOCUIIOCH B KapTy 00CIEA0BAHUS
npobanza [6].

[Ipu reHeamornueckoM aHallu3e MOJYYEHHBIX POJOCIOBHBIX 0C000€ BHUMAaHUE
oOpaImrasoch Ha HaJU4Me XapaKTePHBIX MPHU3HAKOB MPHU KaKIOM THIIE HACIEIOBAHMUS.
Tun HacnegoBanusi y mamueHToB ¢ BAIIMIIL, acconuupoBaHHBIMH C PEIKUMHU
HACJICJICTBEHHbIMU CHUHJIPOMAaMH, YCTAHABIMBAIOT IO TE€HEAJIOTHMYECKOMY aHalIu3ly M
pe3yabTaTaM MOJICKYJISIPHO-TCHETUYSCKOT0 HecieaoBanus [6].

[Tpu ayrocomMHO-TOMHHAHTHOM THIIe HaclienoBaHus (AD) pomocioBHas UMeeT
XapaKTepHbIE MPU3HAKU: OOJBHBIMA MOTYT OBITh U MYXXYHHBI, M KCHIINHBI B PaBHOU
CTEINEHHU, TOCKOJIBbKY T'€H JIOKAJIU3YyeTCs B ayTocoMe (HEmoyoBasi XpoMocoma); OOJIbHbIE
BCTPEYAIOTCS B KaXJOM TOKOJICHUH, KaKIbI OONHHOW HWIEH CEeMbU OOBIYHO HMEET
OOJILHOT'O POAMTEINS; BEPOSTHOCTD POXKICHUS OOJBHOTO peOCHKA, eciu OOJICH OJUH U3
pomutenel, paBHa 50%; y 310pOBBIX poUTENeH AeTH OYIyT 310pOBHI [6].

IIpu ayrocomHo-penieccuBHOM Tune HacienoBaHus (AR) popociioBHasi nmeeT

CICAYIOMNUEC OTINYUTCIBHBIC IIPHU3HAKKW: MY)XYMHBI M KCHIIWHBI 0o0JeroT OAHNHAKOBO
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4yacTo; 3a00J€BaHUME B POAOCIOBHOM BCTpEUaeTcs uepe3 IMOKOJEHHUE; Yy 3J0POBBIX
ponureneil poxnarorcss 0oibHble neTtu. Hambonee dacteii TMn OpakoB — 3TO0 Opak
MEXIy TeTepO3UroTHBIMU HOcUuTensiMU (Aa X Aa), koraa 06a poaurens 3J0pOBbL, HO Y
HUX MOTYT OBITh JE€TU C TOMO3UTOTHBIM T€HOTUIIOM, MO3TOMY Yy T€T€PO3UTOTHBIX
HOCHUTEJIE BEpOSITHOCTh pOXKJEHUsS OonbHOro pebeHka paBHa 25%; y OOJIBHOTO
poIuUTENs POXKIAIOTCA 3/10pOoBble JleTH. B Opake nuua ¢ pereccuBHOW OOJE3HBIO CO
3I0POBBIM 4eJIOBEKOM (AA X aa) Bce JeTu OyyT 3I0POBBI; OOJICIOT B OCHOBHOM CHOCHI,
a HE PpOIUTENH; BCE JETH OOJbHBIX POJUTENEH SBISIIOTCS TETePO3UTOTHBIMU
HOCHUTEJISIMU TIATOJIOTUYECKOro TeHa; AeTH ¢ AR 3a0ojeBaHUAMM 4acTO POXKAAIOTCS B
KPOBHOPOJICTBEHHBIX Opakax [6].

Jns X-cueruieHHoro perneccuBHoro HacienoBanus (XLR) xapakrepHsl: 6oseror
NPEUMYIIECTBEHHO JIMI]Aa MY)KCKOTO T10ja; OOJIbHbIE MY)KUHMHBI  HACIEAYIOT
NaTOJIOTUYECKUM T€H OT MaTepH, KOTopas SBIAETCS 3J0POBOM HOCUTEIBHUIIEH 3TOTO
ajyyiess; ChIH HUKOTJAa HE HacjeAyeT 3a0o0JieBaHHME OTIa; eciii OOoJibHas >KEHIIUHA, ee
orel; 00s3aTeNbHO OOJIEH, a MaTh — IETEPO3UTOTHAS HOCUTENIbHHIIA U OOJIEIOT BCE ee
CHIHOBbSI; B Opake OOJIbHBIX MY>KYUH U 3JI0POBBIX T'OMO3UTOTHBIX >KEHIIUH BCE JETH
OyIyT 30pPOBBI, HO y JIoYepell MOTYT OBITh OOJIbHBIE CHIHOBBS (C BEPOATHOCTHIO 50%);B
Opake 3J0pOBOrO0 MY>KUMHBI M TE€TEPO3UTOTHOW >KEHIIUHBI BEPOSTHOCTH POXKICHUS
OosbHOTO chIHA cocTaBUT 50%, a Bce ACBOYKH OYIyT 3A0pOBbIMH [6].

MonekynspHO-TeHeTHUeCKU OMOMH(POPMATHYECKUN aHAJIN3 CEKBEHHPOBAHUS
JHK mnposomuncs B nmabdoparopusix «F:GENETICS», «GENETICO», «I'enomen»
(Poccus), nabopatopuu monexymnsipHoit nuarnoctuku HULL CIIGI'TIMY u Ha xadenpe

oO1eit 1 MoJieKyIsIpHO MeauuuHCcKor reHetuku CII6ITIMY.

2.3 MeToabl Ucc/ie10BaHUs AHATOMO-(PYHKIIHOHAJIBHOI'0 COCTOSIHMS OPraHOB

MOY€eBbIIEJIUTEIbHON CUCTEMBbI

JlnarHocThka BpOXKICHHBIX AHOMAJHWM TIOYEK W MOYEBBIBOAAIIMX IyTEH
OCHOBaHA Ha pe3yJibTaTax yJbTPa3ByKOBOI'O MCCIIECAOBAHUSA MOYEK U MOUYEBOIO MY3bIPS

¢ nommeporpadueil CcocylnoB TOYEK, 3SKCKPETOPHOU yporpaduu, MHUKIUOHHOU
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HUCTOypeTeporpaduu, CTaTUYECKONM pPEHOCHUMHTUTpadUHu, MarHUTHO-PE30HAHCHON
ToMorpaduu U KoMIbioTepHO# Tomorpaduum [19, 28, 34, 59, 60, 149, 185].

Metoaom yabTpa3ByKoBOro uccienoBanus (Y3H) ouneHUMBAIOCH MOJOXKEHUE,
(dopMa, KOHTYpBI, pa3Mephl MOYEK U MOUYEBOTO IY3bIPsl, Y3UMETPUUECKUI 00BEM MOYEK.
Bo BpeMs wuccrnenoBaHus OLEHHUBAJIIOCh COCTOSIHUE MApeHXUMBI (3XOCTPYKTYpa),
yaieyHo-noxaHoyHou cuctemsl (HJIC), uamepsinch pasmepsl No4YeK, 00bEM MOYEBOTO
Ny3bIps. M OCTAaTOYHOM MOYM TMOCJE€ MUKIUHU. [IOYKHM OLIEHMBAIOTCS B MOJOKEHUU
pebEHKa Ha COOTBETCTBYIOIIEM OOKY, Ha CIHMHE U CTOSl. DXOr€HHOCTb MApEHXUMBbI
NOYKH CPaBHUBAJACh C dXOT€HHOCTHIO MEYEHM, a PU HAIWYMU 3a00J€BaHUN MEUCHH,
NPUBOJSAIIMX K TMOBBIIICHUIO €€ dXOI€HHOCTH, ¢ cene3eHkoi. CpaBHUTENIbHAS OLIEHKA
9XOTEHHOCTH MTPOBOMIACH B COOTBETCTBHUH ¢ Kiaccupukanuerr H. Hricak (1982).

Pa3smepsl mouek y jgeTeil  BOepBble  OICHUBAIOT TMpPH  MPOBEIACHUU
npoQUIAKTUYECKOTO0 MEIUIMHCKOTO OCMOTpa B 1 mecsi (IpOBOAUTCS B COOTBETCTBUU
¢ npukazoM MunHucrtepcTBa 3apaBooxpanenust Poccuiickoit @enepanuu ot 10.08.2017r.
N 514n «O mnopsake mnpoBeaeHUs NPOYUIAKTUUECKMX METUIIMHCKUX OCMOTPOB
HECOBEPIIEHHOJIETHUX») TI0 pe3yJibTaTaM YJIbTPa3BYKOBOI'O HCCIIEIOBAHUS TOYEK.

O6wém nouek (cm®) (V) y mereii paccuntsiBaercs 1o popmyie [21, 59, 60]:

V (emd) = A*B*C*0,53 (1)

rae A — nnuHa, B — mupuna, C — TonmmHa oYKu

Meron  ynbTpa3BykoBoW  jgommieporpaduu  cocymaoB  mouek  (Y3AI)
MCITIOJIB30BAJICS JJII 00CTIEIOBaHNUS KPOBEHOCHBIX COCYZIOB U OCOOCHHOCTEN MX PabOTHI:
IMaMeTpa, CTPOSHHUs, CKOPOCTH KpPOBOTOKa B HUX. [lokazaHus Mg yJIbTPa3ByKOBOM
nonrieporpadur  COCyJ0B TMOYEK: IOYeYHas KOJIMKa; O00JIeBOM a0a0MHUHAIBHBIN
CHUHJIPOM HESICHOM 3THOJIOTHH; 1oo3peHnn Ha [IMP; nmogo3peHne Ha runoruiasuio Win
areHe3WI0 TIOYKHW; TPaBMbl KUBOTA W TIOSACHHIIBI; BBIPAKEHHAS MPOTCHUHYPHS,
MOJIO3PEHNN Ha HOBOOOpA30BaHMS B MOYKAX; apTepHalibHAs TUTIEPTEH3US; TOJTOTOBKA

K OIICpanuAM Ha IIOYKaX, TpaHCINIAHTAllMK OpraHa.
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PeHTreHo10rHYeCKUIl MeTOI JIKCKPETOPHOH yporpadum TpuUMEHsUICS s
OIICHKH aHAaTOMO-()YHKIIMOHAJIBLHOTO COCTOSIHUS TOYEK M MOYEBBIBOJAIIMX ITyTEH:
ONPENEISINCh pa3sMepbl M TOJIOKEHHUE I0YEK, COCTOSHHE YAIICYHO-TOXAHOYHOU
CUCTEMBbI, ITUPUHA KOPKOBOT'O CJIOS MOYEK U MPOCBETa MOUYETOYHUKOB.

[Tokazanust aJis MPOBECHUS] IKCKPETOPHOU yporpaduu: CTOMKHUE W3MEHEHHUS B
aHaJIu3aX MOYM HESCHOW ATHUOJIOTHU; MOYeYHas KOJIMKA WM O00JieBOM a0JOMUHAIBHBIN
CUHJIPOM HESICHOM STHOJIOTMHU; pEHaJbHAas apTepuaibHasi THIEPTECH3USI; BPOXKICHHBIC
QHOMAJIMU TOYEK W MOYEBBIBOISAIIMX TyTeH WM TOJO3PEHHE HAa HUX; OIMYXOJU B
OpIOIIHOM MOJOCTH WM MOJIO3PEHUE Ha HHUX; MOAO3PEHHE Ha HedpOoypoJnTHA3;
JUTMTENIbHBIC ~ HapylmieHUsT  (QYHKIIMA  MOYECHUCIYCKAHHS  HESICHOW  ATHOJIOTHH;
MaTOJIOTUYECKUE W3MEHEHHUS TMOYEK WM MOYEBBIBOJSIIMX IyTEH, BBIABICHHBIC TPHU
JPYTUX UCCIIEIOBAHUSX.

ITo pesynapTaTam 3KckpeTopHOM yporpaduu omnpeaemsuiace -1V cranus
ruapoHedpo3a 1Mo pajanosIoruueckoi knaccudukamnuu [34]:

I cmaous nperuaponedpos,  MHENOIKTa3Usl  WIM  HHTEPMUTUPYIOIIUH
ruapoHedpos;

Il u Ill cmaouu  tugpoHedpo3 ¢ OOJBIIMM WM MEHBIIUM PACIIMPECHHEM IOJIOCTEH
MOYKHU;

1V cmaous ruApoHedPO3 C pe3KUM UCTOHUCHUEM TKaHU MapEeHXUMBI.

MuxkuuoHHasi  nucroypereporpauss  OpOBOAWIACH,  MAlMEHTaM IS
muarnoctuku [IMP, BATIMII, o6cTpyKiinu MOYEBOTO MY3bIPSl U YPETPHI.

CrerneHpb My3bIPHO-MOYETOUYHHUKOBOT'O pediiokca ompenensiiach Mo pe3yiabTraTaM
MUKIIHOHHON IHCTOypeTeporpaduy COMIACHO MEXIYHApOIHOW pPaaUOIOTHIECKOM
knaccudukarmuun R. L. Lebowitz, H. Olbing, K. V. Parkkulainen et al. (1985) mo
CTENEHU PErypruTaqud MOYM M HU3MEHEHUI0O MOYETOUYHHMKOB U TOJIOCTHBIX CHCTEM
nouex [113]:

I cmenens JUCTaJbHBIN y4aCTOK MOYETOYHHUKA;
1l cmeneny MOYETOYHUK, JIOXaHKAa M YalllKW; JWJaTallud HET, HOpPMaJlbHbIC

(bOpHUKCHIL;
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IIl cmeneny ~ JETKOE U YMEPEHHOE PACIIMPEHUE U (UJIU) U3BUTOCTH MOYETOUHUKOB;
JIETKOE WM YMEPEHHOE paclIMpEHUEe MOYEYHOM JIOXaHKHU; HET WU
JIeTKas CTIaXEHHOCTh (DOPHUKCOB,;

1V cmenens yMEpPEeHHOE pacmupeHue U (WiM) M3BUTOCTh MOYETOYHHUKOB;
YMEPEHHOE pACIIMPECHUE IIOYEYHOW JIOXaHKU U 4yamek. I[lomHas
obnurepanusi OCTPBIX KpaeB (OPHUKCOB, HO MOJIAEPKUBACTCS
NanusipHOE AaBJCHUE B OOIBIIMHCTBE Yalllek;

V cmenenw OOJIbIIIOE  pACIIUPEHUE W U3BUTOCTh MOUYETOYHUKOB; OOJBIIOE
pacuiMpeHre JOXaHOoK U YalleK; OOJIBIIMHCTBO YalIeK HePa3IuUUMBbI.

B 3apyOexHoit nuTepaType HCIONB3YIOTCS TepMuHbl: low-grade reflux mis
obo3nauenus 1 u 2 crenenn [IMP u high-grade reflux mis o6o3nauenust 4 u 5 crenenu
I[IMP [149, 185].

Cratuyeckasi peHOCUMHTHUrpadusi MPOBOAWIACH TMAIMEHTAM JJig OIICHKU
MOYEYHOr0 KPOBOTOKA, (PYHKIIMOHAILHOT'O COCTOSHUSI MapEHXUMBbI IMOYEK, (HYHKIIUU
MOYEYHBIX KAHAJIBLIEB.

Tun pedmiokc — HedpomaTuu OINpeAeNsuics MO0 pe3yibTaTaM CTaTHYECKOM
peHocimHTHrpaduu cormacHo knaccudukanuu |. Goldraich (1983) [28, 34, 149]:

1 mun  BBIABICHO HE OoJiee ABYX ouaroB He()pOCKIECpO3a;

2 mun BBISIBIEHO OOJiee IBYX o4yaroB Hedpockiiepo3a MpU COXPAHEHUU YYaCTKOB
HEU3MEHEHHOM ITOYSYHOMN TKAHM;

3 mun back-pressuretype: reHepanu3oBaHHOE IMOPAXKCHHE IOYCUYHOW MapECHXHUMEI,
CONPOBOK/IAIOIIECECS YMEHBIIEHHEM Pa3MEpPOB MOYEK;

4 mun xoHe4Has cramus pedurokc-HedpomaTun ¢ coxpaHeHuem He Oomee 10%
GYHKITMOHUPYIOMIEH TapEHXUMBI.

MarauTHO-pe30HaHCHAas TOMOrpagusi Mo4eK NPUMEHsUIach ISl THATHOCTUKH
aHOMAaJIMi pa3BUTHUSI, HOBOOOPA30BAHUW U KUCT IMOYEK, /JI1 YTOUHECHHUS] YPOBHS U THUIIA
O0OCTPYKITMU MOYEBBIBOSIINX ITyTEH, MPU PEHATBHON apTepraIbHON TUIIEPTEH3UN.

MyabTHCIHPATbHA KOMIBIOTEPHAss TOMOrpausi mo4eKk NpUMEHsIIACh I
JTMAarHOCTHKUA OITyXOJIE€H TOYeK, MOYEKaMEHHON OOJIe3HM, TMOJMKUCTO3a U aHOMAaJui

pa3BuUTHUsA, NOCIE HEPPYPETEPIKTOMUU — ISl BBISIBIICHUS] T€MATOMbI B IIOUYEUYHOM JIOXKE
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U OLICHKU €€ pasMeEpoB, IOCJIC ICPCCATKU ITOYKHU — AJIA OCHKHU pa3Mepa U IOJOKCHUS

HCpCCﬂ)KCHHOfI IMOYKHW OTHOCHUTCIIBHO MOYCBOI'O ITY3bIPA.

2.4 Ouenka pyHKIMH MOYEK

B otedectBeHHO U 3apyOeXHOH JMTEepaType MCHOJB3YIOTCS TEPMHUHBI:
xpounueckas 6ose3ub nouek (XBIT)/ Chronic Kidney Disease (CKD).

Ouenka craguii XBII CI1-C5 npoBoaunach B COOTBETCTBHHU C OINPEACICHUEM
XBIT mo K/DOQI (2002), The National Kidney Foundation Kidney Disease Outcomes
Quality Initiative (NKF-K/DOQI) (2002) and R. Hogg et al. (2003), ocHOBaHHO# Ha
KPUTEPHUAX CKOPOCTH KiyOoukoBoi ¢uibTpaiuu (CK®), paccuntaHHON MO KIUPEHCY
KpeatuHnHa B ¢opmyne Schwartz, u kareropuum aibOyMUHypu#/ TNPOTEUHYPHUHU.
Crpatudukanus 5 craguit XbII npeacrasnena B Tabmune 2.1.

Knaccudpuxanus XBI1 mo K/DOQI (2002) npenna3HayueHa J1j1si B3pOCIbIX U AeTel
B BO3pacTe cTapie 2-x JieT ¢ yueroMm Huzkor CK® B Bo3pacte menee 2-X et [5, 23, 44,
45, 108, 114]. R. J. Hogg et al, NKF K/DOQI (2003) amantupoBaiu y AcTei
knaccudukaruo XbII mo K/DOQI (2002) u mpemioXuiyd K HCIOJIb30BAaHUIO B
neauaTpuuecKoil Hedposrornueckoit npakruke [108, 114].

B coorsercTBuu ¢ onpenenenuem XbIT mo NKF-K/DOQI u R. Hogg et al. (2003)
[108, 114], maumentsr umeror XBII, ecimu NOPUCYTCTBYEeT OAMH M3 CIEAYIONUX
KPUTEPUEB:

[ToBpexxieHre MmoYeKk B TeUeHHE 3 WM 00Jiee MECSIEB CO CTPYKTYPHBIMHU HIIA
(GYHKIIMOHAIBHBIMUA ~ HApYIICHUSIMU  ToYek, ¢ wi 0e3 cHmwkeHuss CKO,
MaHU(eCTHPYIONIUE OJIUH WUJIH O0JIee U3 CICIYIONINX MPU3HAKOB:

Hapyiienust B coctaBe KpoBU UM MOYH;

Hapymenus npu Mmop}oaorndeckom UCcCiieI0BaHUN OMOTTaTa MOYKH;

Hapyienus npu BU3yanu3anuu No4ekK;

Cumxenne CK® <60 mn/mun/1,73 mM? B TedeHue Tpex u Oojee MecsleB, ¢ WIH 0e3

APYTUX IIPHU3HAKOB MMOBPEKACHUSA ITOYCK, OIIMCAHHBIX BBIIIC.
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Ta6auma 2.1 — Crangun XBII B xnaccudukamuun NKF-K/DOQI (2002) [108, 114]

Cranus Onucanue CK® (mn/mun/1,73m?)

C1 [loBpexxJieHne TOYKH C HOPMAJIbHOM WIIU >90

noBeiieHHoi CK®

C2 [loBpexxieHne TOYKHM C HE3HAYUTEIbHBIM 60-89

camxenneM CKO

C3 YMmepennoe camxkenne CKO 30-59
C4 3HauntenpHoe cHIkenne CKO 15-29
C5 [Toueunast HeTOCTATOYHOCTH <15

[lepseiit kputepuit «IloBpexknenue nmouek B TeueHue 3 uiau Oosiee MecCsIEeB CO
CTPYKTYPHBIMU WUJU (YHKIHMOHAIBHBIMH HApyHICHUSIMU TOYEK, C WK 0€3 CHIKEHUSA
CK® npoaomxuTenbHOCTH O6ojee 3 MecsIeBy» He MpUeMiIeM sl JAeTeil 10 3 MecsleB.
Bropoii kputepuii «Chuxenne CK® <60 mn/mun/1,73M? B Teyennme 3-x u 0ojee
MeCSI1IEeBY» HE MPUMEHUM IS ieTeit oT 0 70 2 jeT moToMy, 4To y Aeten a0 2-x jetr CKD
cHIKeHa, y aeteit ot 2 1o 12 ner CK® cocrasnser 133,0 + 27,0 mn/mun/1,73m? [44,
45, 138].

Crparudukarus tsokectu craauii C1-5 XBIT mo knaccudukamun NKF-K/DOQI
(2002) ocHoBana Ha kpuTepusax cHkeHus: CK®, oneHeHHON Mo KIUPEHCY KpeaTUHUHA
[9, 10]. B nenuarpruyeckoil He(QPOJIOTHUHN Y IETEH paHHETO, TOMIKOJILHOTO M IITKOJIBLHOTO
Bo3pacta npuHsATo onpenensaTe CK® mo kiaumpeHcy KpeaTHWHHHA, PacCYUTAHHOM MO
dopmyie Schwartz ¢ yaetom pocra [64, 162].

CymectBytor paznmuuust B pacuete CK® y mnegumaTpuyeckux M B3pOCIHbBIX
narueHToB ¢ XbBIL. Bo B3pocnoit Hedpomormdeckoii mpaktuke ompeaeneane CKD
(Mn/mun/1,73M?) IPOBOAUTCSA MO HECKOJALKMM METOJMKAM: 110 KIMPEHCY KpeaTHHHHA B
dopmymnax MDRD (1999), CKD-EPICr (2009, 2011), ¢ ucnons3oBanrem nucratuaa C
ceiBopoTkn kpoBu (dopmyna Hoek, CKD-EPICysC 2012), Tak u uX KOMOWHaIUU
(CKD-EPICr-CysC 2012) [44, 45, 149]. Yto6wml paccuntath CK® mno kiaupeHcy
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kpearuarHa B popmyne CKD-EPI (2011) goctaTouHo 3HaTh ypOBEHb KpeaTHHUHA, O,
BO3pacT M pacy naiueHTa. B menuatpuueckoil MmpakTUKE HCMONb3YIOT 3HaueHue K-
kos(dduiieHTa B 3aBUCHUMOCTH OT BO3pacTa € yderoM KpeatuHuHa mg/dL wnm
MKMOJIb/1T (Tabnuma 2.2).

Pacuetnas CK® mo wimpency kpeatunuHa B ¢opmyine G. J. Schwartz (1976)
ABJIAETCS CTAaHAAPTU3UPOBAHHBIM MOKa3aTeJIeM y MeauaTpudeckux nanueHtoB ¢ XbII

[64, 162]:

@opmyna Schwartz: Scr (ma/mun/1,73m? )= SLXK (2)

cr

rae SCr —kpeatuHuH chiBopoTky mg/dL (1 mg/dL paBen 88 Mkmomb/1);

L—poct (cm); K— koadduiinenr.

Tabauma 2.2 — 3nauenue K-koadduiuenra miast popmyiasl Schwartz [64, 162]

Bo3zpacTt nereit (rossn) Kpeatnnun kpoBu
mg/dL MKMOJIB/JT
JUTA HEJIOHOIIEHHBIX 10 1 roaa 0,33 29,2
JUTS JOHOIIEHHBIX 110 1 roga 0,45 39,8
JIeTH OT 2 - 12 et 0,55 48,6
neBouku 13 — 21 0,55 48,6
MaJibuuku 13 — 21 0,70 61,9

B tabnune 2.3 mpencraBieHsl HopManbHbie Tokazatenn CK® y pereit mmanme 2 jer
[44, 45, 149].

Hopmanbsubie mnokazatenn CK® y HOBOPOXKAEHHBIX, JE€T€ U MOIPOCTKOB:
HEJOHOIICHHBIE MaJbYUKA U NE€BOYKH 29-34 Henmens rectauuu: 1-s Hemens KU3HU —
15,3 + 5,6 mu/mun/1,73m?, 2 — 8-1 Henens xu3HM 28,7 + 13,8 mu/mun/1,73m2, > 8-1
Henenu xu3Hu 51,4 mur/mMun/1,73M%; NOHOIIGHHbIE MANbYUKH M ICBOYKH: |- Hemens
xu3an — 40,6 + 14,8 mu/mun/1,73m2%, 2 — 8-g Henens xu3HU 65,8 + 24,8 mu/mun/1,73

M?, > 8-g Henmenu xxu3HU 95,7 + 21,7 Mu/Mun/1,73M?; MaJTbYMKA U JeBOYKH 2 — 12 JleT —
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133,0 £ 27,0 ma/mun/1,73m%; manpumku-nogpoctku 13-21 rom — 140,0 + 30,0

mn/mun/1,73m%; nesouku-noapoctku 13 — 21 rox 126,0 £ 26,0 m/mun/1,73m? [45].

Tabnuua 2.3 — Hopmanbhabie nokazatenu CK® y nereit 1o 2 ner

Bospact Cpennsist CK® + SD, mu/mun/1,73 m?
HenonormeHusie 1eTn
1 — 3 neup XuU3HU 140+5,0
1 — 7 neup XuU3HU 18,7+5,5
4 — 8 neHb KU3HU 443 + 9.3
3 — 13 neHb XU3HU 47,8 £ 10,7
8 — 14 nenb xuU3HU 35,4+13,4
1,5 — 4 mecs11 xu3HU 67,4+ 16,6

I[OHOH.I@HHBIG JACTHU

1 — 3 neHp XU3HU 20,8+5,0

3 — 4 neHpb KU3HU 39,0+ 15,1

4 — 14 neup XU3HU 36,8+7,2

6 — 14 neHpb KU3HU 546+ 7,6

15 — 19 neHpb KU3HU 46,9 + 12,5

1 -3 mecsama 85,3+ 35,1
Hetn

4 — 6 Mecs1IEB 87,4 +22,3

7 — 12 mecsaueB 96,2 +12,2

1-2rona 105,2 +17,3

B cootBercTBum ¢ pekomenpammsvu NKF-K/DOQI (2002), R.J. Hogg et al. [44,
108, 138], omHOBpemeHHas oneHka IByX nokaszarened CK® no kimpeHcy KpeaTuHUHA
U ansOyMUHypHsi/ TPOTEUHYpUS] WIM TPOTEUH/ KPEaTUHUHOBOTO, albOyMUH/

KpPEaTUHUHOBOTO HWHJIEKCa (B pPa3oBOM MOPIUU MOYM) SBJISIOTCS OCHOBHBIMU
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XapaKTepUCTUKaMH CTpaTU(UKAMU TSKECTH U TeMnoB nporpeccupoBanus XbII C1-5

y aeteit crapiie 2 jet (tabnuua 2.4).

Tabnuua 2.4 — PedepeHTHBIE MOYEBO SKCKpPEUU OeiKa U allbOYMHUHOB, IPOTEHH/
KpeaTHHHHOBOTO MHiekca y neteit [Langlois V. Laboratory Evalution at Different Ages.
In: Geary D.F., Schaefer F., eds. Comprehensive pediatric nephrology. Mosby, 2008]

DKCKpenust [Tporeun/ Anb0OymMuH/
Oelika, KpEaTUHUHOBBIN KpEaTUHUH, MT/MJI
Mr/m%/4ac WHJIEKC, MT/MJI (MT/MMOJTB)
(MT/MMOJIB)

HopmanbHbie 3HaueHuUs y AeTEN

6 — 24 mecsna Menee 4 Menee 0,5 (menee 50) | Menee 30 (menee 3)
Bonee 24 mecsiien Menee 4 Menee 0,2 (menee 20)

HedpoTtuueckas bonee 40 bonee 2,0 (6onee 200)

cTanus

NKF-K/DOQI (2002), R.J. Hogg et al. mpuBoAsT 3HAYE€HUS MOYECBOTO
pOoTeHH/KpeaTnHuHOBOTO nHAeKca Pr/Crmg/mg B HopMme meHee 0,5 y mereit B Bo3pacte
6 — 24 mecsueB u menee 0,2 y geteit 2 et u 6omee [108, 114].

Tepmun pedarokc-uepponarus (PH) 6s11 npemiosken R. R. Bailey 8 1973r. PH
dopmupyercst Benenacteue I[IMP wu  xapaktepusyeTcs pa3BUTHEM HEOOpPaTHMBIX
MPOIIECCOB B TIOYEYHOW TKaHU B BHUJE (POKAIBHOTO CKIEpO3a, OMPEAeNsseMOro Io

pe3yabpTaTaMm cratuieckoi HedpocuuaTUTrpaduu [16, 17, 149].

2.5 MeToabl CTATHCTHYECKOH 00Pa0OTKH MOJIyYeHHBIX pPe3yJibTaTOB

OOpaboTka TMOJMYYEHHBIX JIAaHHBIX TIPOBOJWIACH HA IEPCOHAIBHOM
kommbiorepe ¢ mporeccopom 11th Genlntel (R) Core (TM) i5-1135G7 ¢
onepanonHoit cucremor Windows 11 u ucnonp3oBaHueM mnaketa OQUCHBIX

npunoxenuit Microsoft Office, Bkmrouas Word, Excel 2013 nnst opranuzamnuu u
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dbopMupoBaHUsT MAaTpUIIBl JAHHBIX, MPOBEJACHUS ABTOMATU3WPOBAHHBIX TAOJIMUYHBIX
pacyeToB, MOATOTOBKHU I'pa)MKOB U IHATPaAMM.

HccnenoBanne 1MOYEYHOM  BBDKMBAEMOCTH y  manueHToB ¢ BAIIMII
MpeaycMaTpUBaIO HCIOJIb30BAHUE MOCTPOEHUs TAOJHUIl JOKUTHUSA U MOMEHTHOTO HE
unTepBaabHoro meroga E. L. Kaplan — P. Meier (1958). Meton wucciaenoBaHus
BBDKMBAEMOCTH MPEAYCMaTpUBajl HCIOIb30BAHUE TMOCTPOCHUS TaONMI JOXKUTUS U
HeuHTepBaibHOro merogaa E. L. Kaplan — P. Meier (1958). MoMeHTanbHBIH METO.
NOCTPOCHMS TaOJIMIl JOKUTHUS YYUTHIBAET TOYHOE BPEMsSI CBEpIICHHUS HUCXOJa WIH
npyroro kputepus oneHku (mporpeccupoBanue B XBbII C4-C5). Cpeanue omuOku
TAaOJIMYHBIX TOKa3aTelel BbDKMBAEMOCTH, OMPEAEIIEMON MOMEHTAIbHBIM METOJIOM,

BBIYHCISUTHCH TI0 hopMyJie:

__ Ywucso nepexxnBUIMX MOMEHT BpeMeHHU t
S(t) = (3)

0O6'bEM COBOKYTHOCTH

JloJist mepeXUBIIMX MOMEHT BpeMeHH (t) 1o ¢popmyie:
d
f)=1-- (4)
n
riae d — KOMM4YecTBO COOBITHH, MPOU3OIIEIINX K MOMEHTY BPEMEHH,

N — KOJIUYECTBO Ha6J'IIOI[aCMLIX K MOMCHTY BPCMCHHU

beimu cocTaBieHbl TaOMUIIBI pacdyeTa BRKHBAEMOCTH OOJIBHBIX (Tabmuia 2.5) mo
metony E.L. Kaplan — P. Meier (1958): ®MO manueHTa, MOMEHT BpeMmeHH (t),
KOJIMYECTBO HAOJI0IaeMbIX MAIMEHTOB K MOMEHTY BpeMEHH (n), KOJIMYECTBO COOBITHIA,
MPOU3OIMIEAINX K MOMEHTY BpeMeHH (d), 00 He JOCTUTIINX COOBITHS K MOMEHTY
BpemerH f (t) 1 pacuer BepkuBaemocTH S (t).

Meronpl  ommMcaTeNbHOM ~ CTATHUCTHKMA  BKIIOYAIM  OIEHKY  CPEIHEro
apudmerndeckoro (M), ommOKu cpemHero 3HadeHUs (M) U CpPeTHEKBAAPATUIHOTO

OTKIIOHCHUA AJIA IIPHU3HAKOB, UMCIOIINX HOPMAJIBHOC PACIIPCACICHUC.
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Tabnuua 2.5 — Tabnuna pacuera BBIKUBAEMOCTH OOJIBHBIX IO METOAY

E. L. Kaplan — P. Meier (1958)

014(0

IIanucHTAa

MowmeHT

BPCMCHU

(t)

KomugecTBo
HaO0JIF0Ta€MBIX
MTAIIUEHTOB K
MOMECHTY

BpeMEHH (n)

KonunuectBo
COOBITHIA,
TIPOU3OIIEIIITHX
K MOMEHTY

BpeMenu (d)

Jlons He
JIOCTUTIINX
COOBITHS K

MOMEHTY

BpPCMCHU

(f)

BerxuBaeMocTh

(S)

I[J'IH CTaTUCTHUYECKOM IMPOBCPKHU OOCTOBCPHOCTU IIOJIYYCHHBIX PC3YJILTATOB

HCIIOJIB30BAJINCh  HCIIAPaMCTPHUYICCKHUC

U-kputepuit MaHHa-YUTHU W KpUTEpUU

cornacus Ilupcona (x?), mapamerpuueckuii t-xpurepuii CThIoJ€HTa € IIPOBEPKOM

YPOBHS JOCTOBEPHOCTH () MO TaOJIMIIaM KPUTHUECKUX 3HAUCHUH.

JlocToBepHbIMU

BEPOSATHOCTDb UX OTCYTCTBUs ObLTa MenbIre 0,05 (p<0,05).

CUHUTAJINCh  pPa3JIn4dusd

CPaBHUBAEMbIX IOKA3aTEJEH,

€CJIN
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I'JIABA 3
OCOBEHHOCTH CTPYKTYPBI U TEUEHUS BPOXKJIEHHBIX
AHOMAJIMI TOYEK U MOYEBBIBOASIINX TYTEN
BE3 ACCOILIMAIIMA C OP®AHHBIMHU HACJIEACTBEHHBIMHA
CUHJIPOMAMM ¥ JETEMW U IOJPOCTKOB

B wuccnenosanne Brimoueno 127 (100%) mamuentoB, w3 Hux y 113 (89%)
muarHoctupoBan  BAIIMII  6e3 accomuanuu C  peIKUMHU  HACJIEICTBEHHBIMU
cugapomamu u 'y 14 (11%) BAIIMII, accomuupoBanHblii ¢  opdaHHBIMU
HACJICJICTBEHHBIMHU CHHAPOMAaMH B Bo3pacTe oT 1 Mecsna 0 17 jgeT 8 mecsiies.

[Ipoananu3upoBaH CpeIHUN BO3pACT BBISBICHUS M OOCIEIOBaHMS JACTEH C
KOKJI0M MaTOJIOTUEH, pa3/ieIeHuE IO IOJOBOMY IIPU3HAKY, COYETaHUE C JAPYTUMHU
BAIIMII, XpoHMYECKMM MHUKPOOHO-BOCIAIUTEIBHBIM IPOIECCOM, IPOBEJICHUE
OTNEpaTUBHBIX BMEIIATEILCTB B aHAMHE3€, HAJU4YUE OTATOUICHHOW HACIEICTBEHHOCTH
10 HePOMATOJIOTHH Y POJACTBEHHUKOB 1-2 JTMHHUH, Te€UeHHE OEPEMEHHOCTH y MaTepen,
HaJIMure NMPOTCUHYPUH, apTEPUATbHON TMIEPTEH3UU U MATOJOTHMU CO CTOPOHBI JPYTUX
OpPraHoB U CHUCTEM.

N3 113 mamuentoB ¢ coderanHsiMH BAIIMII 6e3 accommamuu ¢ peaKkuMH
HacIeICTBEHHbIMU cuHApOoMamu 63 (55,8%) manbunka u 50 (44,2%) neBouexk.

Y 113 mammentoB cpemnuii Bo3pacT BbisiBieHuss BAIIMII 6e3 accounmanuu c
ophaHHBIMU HACEACTBCHHBIMH CHHApOoMaMu coctaBuia 1,06 roma (1 mecsir — 17 et 8
MECSIIEB), MPU OSTOM B CPEIHEM paHbIIe BCETO JAUArHOCTUPOBANIACh IKCTpoPus
MOYEBOTO IY3bIps — B 1,5 MecsIa )KU3HH, MO3KEe BCEr0 — TUIOIIA3HS MOYKH/ TTOYEK B
1,59 rona.

CpenHuii BO3pacT MaIlMeHTOB HA MOMEHT oOclieioBanus coctaBmi 7,72 roma (1
Mecsi — 17 mer 8 mecsIeB), Ipu 3TOM HIMKE BCEro OH ObUT y MAIlMEHTOB C KJIallaHOM
3aaHel ypeTpsl — 3,75 roja, a BbIllIE BCEr0 Yy MAIMEHTOB C 3KCTpOPUENd MOYEBOTO

my3bips — 12,65 net (pucyHok 3.1).
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Pucynok 3.1. — Cpeguuii BO3pacT BBISIBJICHUS M 00CTIEIOBAHUS U30JTMPOBAHHBIX

BAIIMII y 113 neteit u moapoCTKOB

N3 113 manuentor ¢ BAIIMII 6e3 accoumanuu ¢ opdaHHBIMU HACJIeICTBEHHBIMU
cuHapoMamu 55,8% ManbunkoB U 44,2% neBoyek.

IIpoBeeHa oOIleHKAa HaJIW4YUd B3aMMOCBS3M MEXIYy BO3PACTOM BBISBICHUS
BPOXKJIECHHBIX aHOMAJIMK MOYEK U MOUYEBBIBOISIIIMX MyTEH U MOJOM MAllUCHTOB, TAHHBIE
npeacTaBieHbl B Taomuie 3.1.

Kak BumHo w3 Tabmumel 3.1, y MampuukoB wm3onupoBaHHbie BAIIMII
JTUAarHOCTUPOBAHBI CTATHCTUYECKH JOCTOBEPHO B Oojiee paHHEM BO3pacTe, 4YeM Yy
neouek (p<0,05). Cpenu namuentoB ¢ [IMP Ha MOMEHT MOCTAaHOBKM JMarHo3a BO3pacT
MaJbYMKOB ObUT CTATUCTHYECKHU JocToBepHO MeHbIne (p<0,05) Bo3pacra maeBouek. [Ipu
JPYTUX BPOXKJICHHBIX AHOMAIMSAX Pa3BUTHS TIOYEK M MOYEBBIBOMSIIUX IyTeH
CTATUCTUYECKHU 3HAUYMMBIX Pa3JIMUUi B BO3PACTE BbIABICHUS M30aupoBaHHBIX BATIMII
MEXJy MaJb4MKaMH U JeBOYKamMu He nojiydeHo (p>0,05). Tak kaxk kiamaH 3agHei
ypeTphl ObLT TUArHOCTHUPOBAH TOJBKO Y MaJbYMKOB, CTATUCTUYECKOTO CpPABHEHHS II0

JAHHOW IpyIIie NalUEHTOB HE MPOBOINIOCH.
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Tabnuia 3.1 — Cpenuuii Bo3pacT (J1eT) BbisiBIeHHs n3oaupoBanHbix BATIMII

y 113 manueHToB ¢ pa3aeneHuemM 1o noiy

BATIMT JeBouku | Manpuuku | JI0CTOBEPHOCTH
(n=50) (n=63) pasnuuuii, p
[1y3bIpHO-MOYETOYHUKOBBIN pedITtoKc 1,22 0,53 p<0,05
Ypereporuaponedpos/ rugporedpo3 0,85 0,86 p>0,05
['unoruiasus moyek/ moYku 1,38 1,10 p>0,05
AHOMAaJINH KOJIMYECTBA MTOYEK 1,00 0,84 p>0,05
AHOMAaJIUU B3aUMOPACIIOIOKECHUS TTOYEK 0,77 0,52 p>0,05
DKcTpodrs MOYEBOTO My3bIPs 0,08 0,19 p>0,05
113 mammenroB ¢ BAIIMII 1,25 0,89 p<0,05

Tabmuma 3.2 wwmoctpupyeT, uro y mnanueHtoB ¢ [IMP wu anomanmusmu

KOJIMYCCTBA IIOYCK HAa MOMCHT O6CJ'I€IIOBaHI/I}I BO3paCT MOCBOYCK CTATHUCTHYCCKH

noctoBepHo Ooubie (p<0,01) Bo3pacTa MaIbuYHUKOB.

Tabmuma 3.2 — Cpennuii Bo3pacT o0cnenoBanus 113 mgeTeit u moapocTKoOB

¢ nzosimpoBanHbiMU BATIMII ¢ pa3zaenenrem 1o mnojy nalueHToB

BATIMIT JleBouku | Manpurku | JJOCTOBEpHOCTH
(n=50) (n=63) pasnu4uii, p
[Ty3bIpHO-MOYETOYHUKOBBIN pedITtoKC 9.363 5.424 p<0,01
VYpereporunponedpos/ ruaponedpo3 8.155 7.722 p>0,05
['unorurasus moyek/ moYKu 9.691 7.985 p>0,05
AHOMAaJINH KOJIMYECTBA MTOYEK 7.328 4,918 p<0,01
AHOMaJuU B3aUMOPACIIOTI0KEHUS MTOYEK 9.173 5.925 p>0,05
DKCcTpohus MOYEBOTO TTY3BIPS 10.333 14.967 p>0,05
113 mamuentos ¢ BAIIMII 8.907 6.777 p<0,05
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IIpu npyrux BAIIMII cratuCTHYECKM 3HAYMMBIX pAa3IM4YMi B BO3pacTe Ha
MOMEHT OOCIEIOBAaHUS MEXAY MajdbUMKaMHu U JIeBOukKamu He noiydeHo (p>0,05). Tak
KaK KJamaH 3aJHed ypeTpbl AUArHOCTUPOBAH TOJIBKO Y MaJlbYUKOB, CTATHCTHYECKOTO
CpaBHEHMS 1O JAHHOM TpyMIie MalMeHTOB HE MPOBOJIUIIOCH.

N3 113 maumentos ¢ BAIIMII 6e3 accounanuu ¢ opdaHHBIMU HACIEICTBEHHBIMU
cugapomamu 56 (49,6%) He mPOBOAWINCH ONEpPaTUBHbIE BMEUIATEIHCTBA HA OpraHbl

MoueBol cuctembl U 57 (50,4%) — npoBoAMIIUCH (PUCYHOK 3.2).

5.3%

6.2%
8.0%

38.9%

B OnepaTuBHOE JicUeHHE HE TPOBOAMIOCH (N=56)
O PeumMriuiatarys MOUETOUHHKOB (N=12)
ODuaockonuueckas koppekuust [IMP (n=44)

O Abssiius Kiaamana 3aaHeit yperps! (N=9)
OHedpyrepepakromust (N=7)

@ AnnenionucrokyraneoctomMus (N=6)

Pucynok 3.2 — OnepaTuBHbBIE BMEIIATEIHCTBA HA OPTaHbl MOYEBOM CHCTEMBI

y 113 nanuenTtoB ¢ uzonupoBanHbiMu BATIMII

Ha pucynke 3.2 moka3aHo, 4TO JETSIM M MOAPOCTKaM C H30JUPOBAHHBIMU
BAIIMII w3  omnepaTuBHbIX  BMEWIATENbCTB  Yalle JAPYTUX  MOPOBOJUIIACH
sHpockormmueckas koppekuus [IMP (38,9%) u peummuiatanius mouetouHnkoB (10,6%);
19 (16,8%) merssM mpoBeaeHO 2 W Ooyiee ONMEPAaTUBHBIX BMEIIATEIHCTBA HA OPTaHbI

MOUYEBOU CUCTEMBEI.
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Y 113 mnauuentoB ¢ codetanHpiMu BAIIMII B cTpykType BBISBIECHO
npeobiialaHie aHOMadui TMoyek: runoruiazus noudek/ nouku (30%), anomanuu
KoJu4ecTBa nouek (24,8%), aHoManuu B3auMopacnoioxeHnus nouek (22,1%).

Crpyktypa uzonupoBanHbix BAIIMII y 113 nanuenTos I rpynmsi:

INunomnasus mouex — 34 (30%)
Anomanuu KoiuuyecTBa mouek — 28 (24,8%)

AHOMauu B3auMopacmoiokeHus nouek — 25 (22,1%)

1
2
3
4.  Tly3eipHO-MOYeTOUHUKOBBIN peditokc — 60 (53,1%)

5 Ypereporuaponedpos/ ruaponedpos — 47 (41,6%)

6 Dkcrpodust MmodeBoro my3sips — 6 (5,3%)

7 Knanan 3aaueit yperpsl — 9 (8%)

Cpenn wusonupoBanHblx BAIIMII cratuctuuecku wame (P<0,05) BbIsIBICHBI
aHOMaJWHW  pa3BUTUs  MMOYeK  (TUMOIJIa3us,  aHOMAalWMM  KOJIMYEeCTBa  H
B3aUMOpacoyiokeHus1).  CTaTHUCTUYECKHM  3HAUMMBIX  Pa3jIMUUil MO  4yacToTe

BcTpeuaeMoctu [IMP  u  ypereporumponedposa/ rumponedpoza B  CTPYKType

uzonupoBaHHbIX BAIIMII nHamu He nonyueno (p>0,05).

3.1 Oco0eHHOCTH TMNOIIA3NM MOYKH/ NMOoYeK y aeTeil u moapocTtkoB ¢ BAIIMII

0e3 accounanum ¢ oppaHHbIMU HACJIEACTBEHHBIMUA CHHAPOMAMU

N3 113 y 34 (30%) neteit 1 nogpoCTKOB O pe3ynbTaTtaM Y 3U mouek u MO4YeBOTO
my3bIps ¢ nomnruieporpaduell cocyioB Movek, IKCkperopHoi yporpadunu KT opraHos
OpIOIIHON TOJIOCTH BBISIBJICHA Tumoruiazus modek. M3 34 mammentoB 19 (55,9%)
ManbuuKoB U 15 (44,1%) neBouek.

N3 34 nereit 6 (17,6%) poaunuck Ha (POHE OCIOKHEHHOW OCPEMEHHOCTH: yrpo3a
npepbiBaHusi Bo Il TpumecTpe OepeMEHHOCTH, HHU3KOE pacCloOJIOKEHUE IJIAlEHTHI,
ayTOUMMYHHBII THPEOUJIUT y MaTepH, aHeMusi OEpPEeMEHHBIX, aJIKOroJibHas |
HUKOTUHOBas HMHTOKCcuKanuu, OP3 y Marepu, sKiIamImcusi, TOKCUKO3 [ MOIOBHHBI
OEpeMEHHOCTH, XJIUMUJIUWHOrO IUIAlEHTUTa, Hedpomnatus OEpeMEHHBIX, TecTo3a,

XPOHUYECKOU TIAEHTAPHON HEJIOCTATOYHOCTH.
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N3 34 y 1 (2,9%) nanuenTa ¢ runoria3ueit moyek oTsIrolieHa HaclaeACTBEHHOCTh
1o He(hpOMaTONIOTHHN: y MaTEPH U CTapIIero OpaTa ModekaMeHHast 00JIC3Hb.

N3 34 y 24 (70,6%) neteit nuarHocTUpoBaHa OgHOCTOPOHHsS Uy 10 (29,4%) —
IBYCTOPOHHSST — Tumoruiasus movek. CTaTHCTHYeCKHM dYaimle JAHarHOCTHPOBaHA
OJIHOCTOPOHHsIs1 Tunormiasus mnouek (p<0,05). U3 24 mauueHTOB ¢ OJAHOCTOPOHHEH
runoruiazuei noyek y 12 (50%) runoruiazus npaBoit mouku u'y 12 (50%) neBoid.

Kaxk BugHo u3 tabnuuest 3.3, u3 34 y 23 (67,6%) nanueHTOB BBISBIIEHO COYETAHUE
TUMOIJIA3UM TIOYEK C aHOMAIMSIMU MOYETOYHUKOB, y 9 (26,5%) — c¢ npyrumu
aHoMaJIuAMH Touek, y 5 (14,7%) — ¢ aHomanusimMu ModeBoro my3bips, y 2 (5,9%) — ¢
aHOMaJIMSIMHU ypeTphl. YacTo IMarHOCTUPOBAHO COYETaHUE THITOIUIa3uu movek ¢ [IMP y
21 (61,8%) u ypereporuaponedpo3om/ rugporedpozom — y 8 (23,5%) nereir. Ilpu
ATOM COYETAaHWE TUNOIUIa3uu MouYkH/ 1movek ¢ [IMP BBISABIEHO CTATUCTHYECKH 4Yallle

(p<0,05) npyrux couyeTanuii rurnoriazuu nouku/ nouek ¢ BATIMIL

Tabmuma 3.3 — YacroTa coderanus runoruiazuu rnovek ¢ apyrumu BATIMIIT y 34 nereit

Koi-Bo mamueHToB, [Tpouent
['urorutasust MOYKH/ TIOYSK B COYCTAHHUH C
(n=34)

ITy3BIPHO-MOYETOYHHKOBBIM PE(IIIOKCOM 21 61,8%
ypeteporuaponedpozom/ ruapornedpozom 8 23,5%
JTUBEPTUKYJIOM MOYEBOT'O MY3bIPS 3 8,8%
KJIaIIaHOM 3aJTHEH ypeTpbl 2 5,9%
IUCTONUEN ITOYKH 1 2,9%
YABOCHHUEM MOYKHU 1 2,9%

N3 34 y 26 (76,5%) manueHTOB THUIIOIIA3Ws TMOYEK BIIEPBLIC BBHIABJICHA Ha
nepBoM roxay ku3Hu: 11 neBouex u 15 manpumkos; y 16 (61,5%) u3 26 manueHTOB
JMarHOCTHPOBaHA OJJHOCTOPOHHSS Tunoriazus nouek u'y 10 (38,5%) u3 26 marmeHToB
JIBYCTOPOHHSISl rumnoruiazus nouek. 16 (47%) nmauwentam u3 34 rumoriazusi Movek

JMAarHOCTUpOBaHa B mepBble 3 Mecsia xku3Hu (7 neBoyek U 9 manbuukoB). CpegHuit
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BO3pacCT MallMeHTOB K MOMEHTY BbISIBIICHUS TMIOIUIA3MM Nodek coctaBua 1,59 rona. U3
47 naruentoB 4 (11,8%) B Bozpacte ot 10 mecsueB 1o 1 roga 11 mecsues u 30 (88,2%)
—otT 2 1o 16 ner.

N3 34 y 22 (64,7%) nuarHOCTUpOBAaH BTOPUYHBINA XPOHUYECKUA NMUETOHEPPUT.
N3 34 y 14 (41,2%) nuarHoctupoBaHa NPOTEUHYpPHs, HE JOCTUTAIOMIAsl CTENEHU
He(dpoTrueckoro cunapoma, u'y 7 (20,6%) — coueraHue NpOTEMHYPUH U PEHAIbHON
apTepuaibHOU TUNEPTEH3UU.

N3 34 y 20 (58,8%) naumeHToB C rumoruia3ueid mouek NpoBeJeHbl ONEpaTUBHBIC
BMEIIATEIBCTBA HAa OpPraHax MOYEBOM CHUCTEMBI: dHIOCKonuyeckas koppekuus [IMP
BeimosiHeHa 15 (75%): 14 omHokpaTHO, 2 nBYyKpatHO; HedpypetepakTomus 3 (15%);
peumruianTanust mouetounuka 1 (5%).

JuarnoctupoBan BAIIMII, accoumupoBaHHBII C MATOJOTUEH CO CTOPOHBI
JIpyrux opraHoB u cucteMm u3 34 y 9 (26,5%) nereit ¢ rumnorsiasueid moyeK: cepaevyHo-
cocyaucras cucrtemMa — Terpaga damno, CTEHO3 W aHEBpU3Ma JIETOYHOM apTepHu;
HEpBHas cUcTeMa — TMEepUHaTalibHasg JHIe(daaonaTus CMEUIEHHOTO reHe3a. 3ajepiKKa
MOTOPHOI'O Pa3BHUTHS; OpraH 3pEHHUS — COJPYKECTBEHHOE CXOMASIIEECs KOCOTJIAa3HE;
KEITYyJOYHO-KUIIEYHBIII  TpakT —  aHajbHasg WHKOHTUHEHIUS, XPOHUYECKUU
racTpOJyOJICHUT; OIOPHO-ABUIaTEIbHbBIN anmnapaTr — OCTEOXOHAPO3, I'pbiku [IIMopis Ha
ypoBHsX Th7-L3, S-o0pa3neiii ckommo3. Jlucrurazus MIEHHOTO W TOSICHUYHO-
KpPECTLIOBOIO OTAEJIOB IMO3BOHOYHMKA, AUCIUIACTUYECKHUIN CKOJIMO3 | cTeneHu, Bajbryc
ISITOK; JbIXaTeIbHasl CUCTEMa — OpOHXMaIbHAsI acCTMa aTONUYECKas, CpeIHEH CTEIEeHU

TAXKCCTU.

3.2 Oco0eHHOCTH AaHOMAJINI KOJUYeCTBA MOYeK Yy AeTeid u moapoctkoB ¢ BAIIMII

0e3 accounanuu ¢ opGpaHHBLIMH HACJIEICTBEHHBIMH CHHAPOMAaMH

N3 113 y 28 (24,8%) mereit U moApocTKOB Mo pesyiabraram Y3UW moyek u
MOYEBOTO MY3bIps C JAomimieporpagueil cocyaoB MOYEK, IKCKPETOPHOU yporpaduu,

MPT u KT opraHoB OpIOIIHOW MOJOCTH BBISBIICHBl AHOMAJIMHM KOJUYECTBA IMOYEK:
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yaBoeHue novek/ mouku y 23 (82,1%) u omHocTopoHHsIs areHe3ust mouku y 5 (17,9%)
u3 28.

N3 23 npereit u moapocTKOB C yaABoeHHWeM Touek/ mouku y 11 (47,8%)
JMAarHOCTUPOBAHO HEMOJIHOE OJIHOCTOPOHHEE yaBoeHue nouyku, y 9 (39,1%) — monHoe
OJIHOCTOPOHHEE YJBOCHHUE TOYKU, y 2 (8,7%) — HEmoJIHOE IBYCTOPOHHEE YABOCHUE
mouek u y 1 (4,4%) — monHOe ABYCTOpOHHEE ynBoeHHe mnodek. Cpeau aHoManui
KOJIMYECTBA TMOYEK CTATUCTUYECKH dYallle JUArHOCTUPOBAHO YJIBOCHHUE TMOYEK/ MOYKHU
(p<0,05), u3 Hux craructuuecku yaiie (p<0,05) BBIABICHO HEMOJIHOE OJHOCTOPOHHEE
yIBOCHUE TTOYKHU.

N3 5 meauarpudeckux MarMeHTOB C OJHOCTOPOHHEH areHe3uei mouku y 3 (60%)
JUArHOCTUPOBaHa areHe3us mpasoii nmovku u'y 2 (40%) — neBoi.

N3 28 nmereii M MOAPOCTKOB € aHOMAaIusAMH KoiaudectBa mouek 11 (39,3%)
manbuukoB U 17 (60,7%) nesouek. M3 28 y 23 (82,1%) mamnmeHTOB aHOMAaIUU
KOJIMYECTBA TIOYEK BIEPBBIC BHISBICHBI HA TIEPBOM IOy KM3HU, U3 HUX 14 neBouek u 9
manpunkoB. M3 28 y 16 (57,1%) mnaunuMeHTOB aHOMAlIWHd KOJHMYECTBA IOYEK
JMarHOCTUPOBAHBI B MepBbie 3 Mecsna *ku3Hu (9 neBoyek u 7 Manb4yukoB). CpenHuit
BO3pACT MAlMEHTOB K MOMEHTY BBISBIICHHUS AHOMAJIHM KOJUYECTBA MOYEK COCTABUII
1,05 roga. M3 28 manuentoB 7 (25%) Obutn B Bo3pacTte oT 2 MecsieB g0 1 roma 11
mecsneB U 21 (75%) — ot 2 no 17 ner.

N3 28 nereil 1 moApPOCTKOB ¢ aHOMAIMSIMM KomdecTBa nouek npu BAIIMII y 4
(14,3%) pomunuces Ha (hOHE OCIOKHEHHOW OEpEeMEHHOCTH: Yrposa mpepbiBanus Bo Il
TpuMecTpe  OEpEeMEHHOCTH, MaJOBOJME, HHU3KOE  pAaCMOJ0XKEHUE  IUIALCHTHI,
XPOHUYECKOH TIJIaleHTapHOW HEAOCTaTOYHOCTH. Bo BpeMs OepeMEeHHOCTH y Marepu
npoOaHja AMArHOCTUPOBAH ayTOMMMYHHBIN TUPEOUIUT, aHeMus 6bepeMeHHbIx, OP3.

N3 28 y 5 (17,9%) nmereii ¢ aHomanuamu konudecTtBa mouek npu BAIIMII
OTATOIICHA HACIEJICTBEHHOCTh MO HEPPOMATOJIOTHHU: Y JAeda M0 MATEPUHCKOW JMHUU
MoOYeKaMeHHasi 00JIe3Hb, YBOCHHUE JIEBOW MOYKH; y OTIA XPOHUYECKUI MUETOHEDPUT;
y 0a0yllIKu MO OTIOBCKON JMHUM MOYEKaMEHHasi OO0JIe3Hb, y MaTepH, IEAYIIKU U
CECTphI ASAYIIKH 110 MATEPUHCKON JIMHUU MOJUKUCTO3 MOYEK; Y MaTepU: XPOHUUYECKUI

nuenoHepuUT, XPOHUUECKUN IUCTHUT.
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Tabnuma 3.4 neMOHCTpUPYET COUeTaHUE YABOEHHUS MOYKW/ Touek u3 23 y 14
(60,9%) c anomanusimMu pazButusi nouek, y 12 (52,2%) — ¢ aHOManusiMH pa3BUTHUSA
MO4eTOUHHUKOB U y 1 (4,3%) — ¢ aHOManuel pa3BUTHS MOUe€BOTO My3bipsi. Haubomee
4acTO JAMArHOCTHUPOBAHO coueTaHue yaBoeHuss modyek ¢ [IMP y 12 (52,2%) wu
ruaponedpozom — y 9 (39,1%) nererr. CouyetaHusi yABOEHHUS IMOYEK C AHOMAJIUSIMHU

Pa3BUTHUS YPETPHI HE BBIABICHO.

Tabnuua 3.4 — Yactota codyetanus yABOeHUs Mouku/ moyek ¢ npyrumu BATIMIIT

y 23 nereit
Ko:-Bo manmenToB | IporieHT
VIBOEHHE ITOYEK B COYECTAHNUH C
(n=23)

y3BIPHO-MOYETOYHUKOBBIM PE(ITIOKCOM 12 52,2%
MOIKOBOOOPA3HOM TOUKOM 1 4.3%
TUIIOIUIA3UEN TOYKHU 3 13,0%
ruapoHeppo3om 9 39,1%

N3 5 nereit ¢ oqHOCTOPOHHEN areHe3uel Mouku y 1 JeBOYKH JTHMArHOCTUPOBAHO
COYETAaHME C Ta30BOM JHMCTONMEH MpaBoi moukw, y 1 mManmpumka ¢ ruapoHedposom, y 1
JIEBOYKH C TUBEPTUKYJIIOM MOYEBOIO My3bIPs.

Takum o00pa3om, coueTaHWs AaHOMAIUW KOJIWYECTBA MMOYEK C aHOMAIMSIMH
MOYETOUYHHMKOB auarHoctupoBano u3 28 y 17 (60,7%), y 14 (50%) — c apyrumwu
aHomanusiMu nouek, y 1 (3,6%) — c aHomanusiMu MoueBoro mny3bips. Yacto
JMarHOCTUPOBAHO COYETaHWE aHOMalIUKM konmdecTBa mnouyek ¢ [IMP y 17 (60,7%) u
ypeteporuaponedpo3om/ ruaporedpo3om —y 11 (39,3%) nereir. CoueTanus aHOMAITHIA
KOJIMYECTBA MOYEK U AHOMAJIMI ypeTphbl HE YCTAHOBJICHO.

N3 28 y 16 (57,1%) nereit ¢ aHomanusaMu KoiudecTBa mouek npu BAIIMII

JMAarHOCTUPOBAH BTOPUYHBIM XPOHUYECKUM MTUETOHEPPUT.
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N3 28 y 3 (10,7%) nereit u MOAPOCTKOB JUArHOCTUPOBAHO COYETAHUE
MPOTEUHYPUHM HE JIOCTUTAIONIEH CTENneHW HEQPOTUYECKOrOo CUHAPOMA U PEHaIbHOU
apTepUaIbHOU TUIIEPTEH3UU.

N3 28 y 16 (57,1%) manueHTOB ¢ aHOMAJIMAMHU KOJIMYECTBA MOYEK MPOBEICHBI
OMepaTUBHbIE BMEIIATEIbCTBA HA OpraHax MOYEBOM CHUCTEMBI: JHAOCKOMUYECKAS
koppekuuss [IMP Bemonuena 15 (53,6%): 14 ognokparno, 1 nBykpatho; 2 (7,1%) —
HedpyperepakTomus; 1 (3,6%) — ucceuenue yperepouene; 4 (14,3%) — peuMILIaHTALIHS
MOYETOYHHUKA.

JInarsocTupoBaHbI aHOMAJIUU KOJIMYECTBA IMOYEK Ipu BAIIMII,
ACCOIMMPOBAHHBIX C TATOJIOTHEH CO CTOPOHBI JPYTMX OPraHOB U cuUCTeM u3 28 y 4
(14,3%) manmeHTOB: CO CTOPOHBI CEPJIEUYHO-COCYAUCTON cucTeMbl — Terpana danio,
cTeHO03 M aHeBpu3zMa JjerouHod aprepuu, BIIC: JIMXII, remoauHamuyecku He
3HAYMMBIN; CO CTOPOHBI KEITYJOYHO-KUIIIEYHOTO TpakTa — 60Je3Hb JKunsbepa, aTpesus
NUIIEBOJA; CO CTOPOHBI HEPBHOM cucTEMbl — OpraHMyYecKoe IMOpa)KEHUE T'OJIOBHOIO
Mo3ra: BpOXAEHHas ruaporedanus. 3aaepkka MOTOPHOTO Pa3BUTHUS;, CO CTOPOHBI

OpraHoOB 3pCHUSA — COAPYKCCTBCHHOC CXOAIICCCA KOCOTJIa3Uc.

3.3 Oco0eHHOCTH AHOMAJINIT B3aMMOPACIIOJIOKEHUS N0YEK Yy JieTell ¥ MOAPOCTKOB

¢ BAIIMII 6e3 accounanuu ¢ oppaHHBIMHU HACJIECTBEHHBIMH CHHAPOMAMU

N3 113 y 25 (22,1%) pereil U moApocTKOB 1o pe3yiabTrataM Y3U mouek u
MOYEBOTO IY3BIpsi C Jomiuieporpadueli COCyqoB MOUYEK, IKCKPETOPHOH yporpadwuw,
MPT u KT opranoB OpromiHO# MOJOCTH BBISBICHBI aHOMAJIUU B3aUMOPACTIONOKECHUS
MOYEK: CUMMETpHUUHbIEe (MOoAKOBOOOpa3Has nmouka y 23 (92%) u3 25, raneroodpaszHas
nouka y 1 (4%) u3 25) u accumerpuunoe cpaiienne (L-oOpa3nas nouka y 1 (4%) u3
25). Cpean aHoManuii B3aMMOPACHONIOKEHUsA Touek cratuctudecku yame (p<0,05)
BBISIBJICHA MIOJIKOBOOOpa3Hasi MoyvKa.

N3 25 nanuentoB 13 (52%) manpuukoB u 12 (48%) neBouek. U3 25 y 23 (92%)
MalUEeHTOB aHOMAJINU B3aMMOPACIOJIOKEHHUSI MOYEK BIEPBHIC BBISBICHBI HA IEPBOM

rony oku3Hu: 11 peBouek u 12 wmanbumkoB; 11 mnanuentam (44%) anomanuu
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B3aMMOPACIIOJIOKEHUS MMOYEK TUArHOCTUPOBAHBI B IIEPBBIEC 3 Mecsla )KU3HU (4 1€BOYKH
u 7 manpuukoB). CpenHMid BO3pacT MALUMEHTOB K MOMEHTY BBISBICHHUS aHOMAJIHUM
B3auMopacnoyioxkenus novyek cocrasun 0,97 roga. M3 25 mamuentoB 3 (12%) Obutn B
Bo3pacte ot 3 mecsaieB A0 1 roxa 11 mecsues u 22 (88%) — ot 2 no 17 net 8 mecsiies.
Kaxk BuaHO 13 Tabnuire! 3.5, coueTaHre aHOMaIui B3aUMOPACIIOIOKEHUSI TIOUEK C
aHOMAJUSIMH MOYETOYHHMKOB JUArHoctupoBaHo u3z 25 y 11 (44%), y 10 (40%) — ¢
IpYrUMU aHOMaIusIMU Tiouek, y 2 (8%) — c aHomamusamu yperpbl. Yacto
JUAarHOCTUPOBAHO COYETAHWE AHOMAJIUM B3auMmopacnojioxkeHus nodyek ¢ IIMP y 9

(36%) u ypeteporuaponedpo3om/ ruaponedpo3om —y 9 (36%) nereit.

Tabmuma 3.5 — YacroTra coueTaHus aHOMaJIMid B3aUMOPACIIOIOKEHHS TTOYEK

c apyrumu BAIIMII y 25 nereit

AHOManuu B3aUMOpACIIONIOKEeHUsT TModek B | Kon-Bo manueHTOoB [TporieHT
COUYCTAHHH C (n=25)
Ty3bIPHO-MOYETOYHUKOBBIM peIIroKCOM 9 36%
ypeteporuaponedpozom/ ruaponedpozom 9 36%
KJIAITaHOM 3aJ{Hel ypeTphl 2 8%
yIBOCHUEM TTOYKU 1 4%
TUNOIJIa3Ue MOYETOYHUKA 1 4%
YABOCHUEM MOYETOUYHHKA 1 4%

Cpenu manveHToOB C aHOMAIMSMU B3aHMMOPACIOJOXKEHUSI MOYEK HE BBISIBICHO
JeTeN C OTIATOLIEHHON HACJIEeICTBEHHOCThIO MO HE(PPOIATOIOTUN U I€TEH, POJUBIIUXCS
Ha (hOHE OCIIO)KHEHHON OEPEeMEHHOCTH.

N3 25 y 8 (32%) nmarHOCTUPOBAaH BTOPUYHBIN XpOHUYECKUH nuenonedpur. M3
25 y 3 (12%) nuarHOCTUPOBAHO COYETAHWE MPOTEHHYPUM HE JOCTHUTAIONICH CTEIECHHU
HEe(PpOTUYECKOTO CUHIAPOMA U PEHAIBHOU apTepruanibHON TUNIEPTEH3UU.

N3 25 y 7 (28%) mauMeHTOB C aHOMAJIUSIMU B3aMMOPACIIOJIOKEHUS TOYEK

IIPOBCACHBI OIICPATHUBHLIC BMCIIATCIIbCTBA Ha opraHax MOYEBOM CHUCTCMBI.
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OHIOCKOTHYECKass KOPPEKLHUs My3bIPHO-MOYETOUHUKOBOTO pe(roKca BBIMOIHEHA 6
(85,7%): 4 onnokpaTHO, 2 nByKpatHO; 1 (14,2%) — HEQpYpETEPIKTOMHUS.
Cpenu ManMeHTOB C aHOMAIWSMHU B3aMMOPACIIONOKECHHS TMOYEK HE BBISBICHO

JE€TeN C MaTOJIOTUSIMH CO CTOPOHBI IPYTUX OPraHOB U CUCTEM.

3.4 OcoO0eHHOCTH MY3bIPHO-MO4YE€TOYHUKOBOI0 peduiokca y aereii 1 MOAPOCTKOB €

BAIIMII 6e3 acconuanuu ¢ oppaHHbIMU HACTECACTBEHHBIMH CHHAPOMAMH

N3 113 y 60 (53,1%) nereit m moapocTkoB Mo pe3yinbraram Y3U mnouexk,
MOYEBOTO TY3bIpS W MHUKIMOHHOM IMCTOypeTeporpauu BBISBICH IY3BIPHO-
MoueTouHukoBbIi pedmroke ([IMP) |-V cremenun. M3 60 mamumentoB 32 (53,3%)
Mabunka u 28 (46,7%) neBouek.

N3 60 nereit 12 (20%) poaunucek Ha GhoHE OCIOKHEHHON OEPEMEHHOCTH: yrpo3a
BBIKMBINA B 1 — 2 TpumecTpe OepeMEHHOCTH, IecTo3, TOKCHKO3 B 1 Tpumectpe,
HedponaTrs OepeMEeHHBIX.

N3 60 y 4 (6,7%) mnamuentoB c¢ [IMP otdromena HacneACTBEHHOCTh 10
Hedpomaronoruu: y 3 MoyekaMeHHas OOJie3Hb y OJHOro u3 poauTtened, y 1
ruipoHedpo3 y Aeaa Mo JMHUN MaTepHu.

N3 60 y 31 (51,7%) nereit nuarHoctupoBaH omHocTopoHHuil [IMP u y 29
(48,3%) — aByctoponnuii. M3 31 mammenta ¢ omuHocroponnum [IMP y 11 (35,5%)
npaBocTopoHHuii Uy 20 (64,5%) — neBoctopoHHM. CTaTUCTUYECKHM 3HAYMMBIX
pa3MYui 1O 4YacTOTE BBISBICHUS OJHOCTOPOHHEro U ABycTopoHHero I[IMP He
noiydeno (p>0,05).

N3 60 y 38 (63,3%) nauuentoB [IMP BniepBbie BbISBIEH Ha IEPBOM IOy JKU3HU:
13 neBouek u 25 manbunkoB; y 20 u3 31 nauueHToB ¢ ogHOocTOpoHHUM [IMP 1y 18 u3
29 nanuenTtoB ¢ aByctopoHHuM [IMP. 33 mauuentam (55%) [IMP nuarHoctupoBaH B
nepBbie 3 mecdna xku3Hu (11 neBouek u 22 manbunka). CpeaHUI BO3pacT MAMEHTOB K
MoMeHTY BbisaBieHus [IMP coctaBui 1,2 roga. CTaTuCTHYECKH JOCTOBEPHBIX PA3IUUUN

MEXJy BO3PAacCTOM BBISIBIICHUSI OJHOCTOPOHHEro M ABycTtopoHHero IIMP He mosyueno
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(p>0,05). 13 60 manuenToB 15 (25%) B Bo3pacte oT 2 MecsueB 10 1 roga 11 mecsies u
45 (75%) — ot 2 o 16 ner.

Y 60 mnamuentoB auarHoctupoBaH I[IMP B 89 MoueToOyHHKOB, NOpoBEACHA
ctpatudukanusa crenenu [IMP: I crenens nuarnoctupoBana B 7 (7,9%), Il ctenens — B
17 (19,1%), III crenens — B 30 (33,7%), IV crenens — B 18 (20,2%), V ctenens — B 17
(19,1%) mouerounukoB. Jlnsi cpaBHEHUs TPYII MEXIy coOO0M ObUI HCHOJIB30BaH

kputepuii t-CThroIeHTa ISl HE3aBUCUMBIX BBIOOPOK (Tabumma 3.6).

Tabnuma 3.6 — Ctpatudukanusi oTHOCTOPOHHETO U ABycTOopoHHero [IMP 1o crenensm

y 60 nereit
Crenenn Onnocroponuuii IIMP JByctoponnuii [IMP HlocroBepHOCTH
[IMP y 31 pebenka y 29 neteit pasyHui, p
Pedmrokcupyrommx % Pednrokcupyrommx %
MOYETOYHHKOB MOYETOYHHKOB
I 2 6,5% 5 8,6% p>0,05
I 9 29,0% 8 13,8% p>0,05
i 7 22,6% 23 39,6% p<0,05
v 7 22,6% 11 19,0% p<0,05
\% 6 19,5% 11 19,0% p<0,05
Bcero 31 100,0% 58 100,0%
MOYETOYHUKOB

Kak BugHo w3 tabmumel 3.6, nmpu asyctoponHeMm [IMP gamie aumarHoctupoBaiu

I11-V crenenu, yem npu ogHoctoponnem [IMP (p<0,05).

Tabnuna 3.7 aemonctpupyet, 4to m3 60 y 48 (80%) mamueHTOB BBHISBICHO
coueranue [IMP ¢ anomanusmu nouek, y 6 (10%) — ¢ aHoManusaMu MOYEBOTO MYy3bIPS,

y 4 (6,7%) — c aHOMaNUAMHU yPETPBHI.
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Yame y nereid amarHoctupoBaHo couetanue [IMP ¢ ypereporuaponedpozom/
ruaponedpozom — y 24 (40%), ¢ runomtazueit nmouku — y 20 (33,3%), ¢ yaBoeHueM

mouku — y 12 (20%).

Tabnuua 3.7 — Yactora coueranus [IMP ¢ npyrumu BAIIMII y 60 geteit

[Ty3bIpHO-MOYETOYHHKOBBIH pedIrroke B Kon-Bo manueHToB

IIpoueHt
COUYETAHUU C (n=60)
ypeteporuaponedpozom/ ruaponedpozom 24 40%
TUIIOIUIA3UEN TOYKHU 20 33,3%
YIBOEHUEM MOYKH 12 20%
10JIKOBOOOPA3HOM MOYKO 8 13,3%
OJIHOCTOPOHHEH areHe3uel MouKu 6 10%
AKCTpOodHE MOUEBOTO MY3bIPs 4 6,7%
KJIAaITaHOM 3aJ{HeN ypeTphl 3 5%
JTUBEPTUKYJIOM MOYEBOT'O MY3BIPS 2 3,3%
L-o6pa3Hoit moukoi 1 1,7%
rajgeToo0Opa3Ho MOYKOH 1 1,7%
JTUBEPTUKYJIOM YPETPhI 1 1,7%

Yame y mereid amarHoctupoBaHo coderanue [IMP ¢ ypereporuaponedpozom/
ruaporedposom — y 24 (40%), ¢ runorutazueit mouku — y 20 (33,3%), ¢ yaBoeHueM
nouku —y 12 (20%).

N3 60 namuentoB 54 (90%) mnpoBeneHbl ONEpaTUBHbIE BMEIIATENbCTBA Ha
opranax moueBoil cuctemsbl: 44 (73,3%) BbIIOJHEHA 3HJIOCKOMMYECKas KOPPEKIUs
My3bIPHO-MOYETOYHUKOBOTO pedIIiokca, U3 HUX OJHOKpaTHO — 26, nBykpatHo — 10,
tpexpatio — 8; 9 (15%) - peummianTanmms Moderounumka;, 6 (10%) -
HepoypetepakTomust; 2 (3,3%) — abnsiuusa kiamana 3agHed yperpsi; 1 (1,7%) —

yIajeHue napayperpaibHoro auBeptukyna; 1 (1,7%) — ucceueHue ypereporene.
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[To pe3ynbTaTaM KOHTPOJIBHON MUKIIMOHHOM 1ucTOypeTeporpaduu u3z 44 y 34
(77,3%) mnaumenToB auarHoctupoBaHa pemuccus [IMP mnocne npoBeneHHON
JHJIOCKOIIMYECKON KOPPEKLIUH.

N3 60 y 44 (73,3%) nuarHOoCTUpOBaH BTOPUYHBINA XPOHUYECKHU NMUETOHEPPUT.
N3 60 y 35 (58,3%) mpu obOcienoBaHue AMArHOCTUpOBaHa mporennypus no 0,8
r/n/cytku u 'y 16 (26,7%) — codyeTaHue CYTOYHOW MPOTEHUHYPUU U PEHAIBLHON
apTepuaibHOW TUNEPTEH3UU.

HuarnoctupoBan BAIIMII, accomuupoBaHHBII C NATOJIOTHEH CO CTOPOHBI
apyrux opranoB u cuctem u3 60 y 14 (23,3%) nauuentoB ¢ I[IMP, u3z nux 9 nereit ¢
NaTOJIOTHEN CO CTOPOHBI HEPBHOM CUCTEMBI — 1 peGeHOK epeHeC UHCYIBT, 4 ¢ JETCKUM
1epeOpanbHbBIM MapaqTuyoM U 4 ¢ TpyObIMHU 3aJIepKKaMU TICUXOMOTOPHOTO pa3BUTHS; 4
JIeTell C mMaToJOTUeN CO CTOPOHBI JKETYTIOYHO-KHUIIIEYHOTO TpakTa — 6oJe3Hb JKunboepa;
runopedaekcuss NpsMOM M CUTMOBHMJIHOM KHILIKH; aTpe3usl MUIIEBOJAA; JHKOMpe3; 3
JIETE C MAaTOJIOTMSIMU OpraHa 3pE€HHs — COJIPYKECTBEHHOE CXOIINeecs Kocoriasue,
MHOIINS CP TSKECTH 00OUX IJ1a3, YaCTUUHAsI aTpodusl 3pUTENbHBIX HEPBOB, CMEILIAaHHBIN
acturmMatu3M; 1 pebGeHOK ¢ OpoHXManbHOM acTMOM aromuueckoil; 1 — ¢

HEUPOCEHCOPHOU TYroyxocThio 3 CT., | — ¢ runepnapaTupeo3om.

3.5 Ocobennoctu ypereporuaponedposa/ ruiponedposa y aereil u NoApoCTKOB €

BAIIMII 6e3 accounanum ¢ op(paHHBIMHU HACJIEACTBEHHBIMU CHHAPOMAMHU

N3 113 y 47 (41,6%) mereit U moApocTKOB mo pesyiabratam Y3U moyek u
MOYEBOTO Iy3bIpsl C JAomIuieporpadueit cocyoB Movek, IKCKPETOpHOU yporpaduu u
MUKIIHOHHOH IUCTOYpeTeporpadun BRISBICH ypeTeporuapoHedpo3/ THIpoHEPPO3.

[IpoBenen aHamM3 TPUYUH KIUHUYECKOTO TMPOSIBICHHUS OOCTPYKIIMKM  —
ypeteporuaponedposa/ rugporedpo3a npu BAIIMII y 47 mammentos: [IMP — 24
(51,1%); obOcTpykiusa mo xoay mouetounuka — 21 (44,7%): moakoBooOpa3Has movkKa —
7 (14,9%), nuctonus nmouku — 6 (12,8%), ynBoenue mouku — 3 (6,4%), poTanusi mMOYKH

— 3 (6,4%), runormiasus mMovetounuka — 1 (2,1%), monmkuctos nouexk — 1 (2,1%);
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WHTpaBe3UKYyJspHasi o0cTpykius — 2 (4,2%): mapaypeTpaibHbIil TUBEPTUKYI MOYEBOTO
ny3bips — 1 (2,1%), sxcTpodust MoueBoro my3sips — 1 (2,1%).

N3 47 nereit 9 (19,1%) poaunuck Ha POHE OCIOKHEHHOM OEPEMEHHOCTH: yrpo3a
npepbiBanus Bo Il TpumecTpe OEpeMEHHOCTH, HHU3KOE pPacCIOJIOKCHHE IUIAICHTHI,
AyTOUMMYHHBI THPEOUIUT Yy MaTepH, aHEeMHUs OCPEMEHHBIX, aJKOTOJIbHAs U
HUKOTHMHOBAasA UHTOKcHUKauu, OP3 y maTepu, sKki1aMIicusi.

N3 47 y 2 (4,3%) mamueHToB C ypereporuaponedpo3om/ ruapoHedpozoMm
OTATOIIEHA HACIEJACTBEHHOCTh TO Hedpomaromoruu: y 1 Manpumka y Jeaa 1o
MATEPUHCKOW JIMHUM MOYCKaMeHHas OOJIe3Hb, YJIBOCHHE JICBOM MOYKHA W y Marepu |
nalyeHTa ruJipoHedpos.

N3 47 nmeret 'y 31  (66%)  nMarHOCTUPOBAH  OJHOCTOPOHHUM
ypeteporuaponedpos/ rugporedpo3 u'y 16 (34%) — neycroponnuii. 3 31 maruenTa c
OJIHOCTOPOHHUM  ypereporujaponedpozom/  rumporeppozom y 13 (41,9%)
npaBoctopoHHuit u 'y 18 (58,1%) — neBoctopoHHuil. CTaTUCTHUYECKH Yalle
JTUAarHOCTUPOBAH OJTHOCTOPOHHUH ypereporuaponedpos/ ruaponedpos (p<0,05).

VY 47 nauueHTOB TpOBeAECHA CTpaTUPUKAIMS CTaauu ypereporuaponedposza/
ruapoHedposa (pucynok 3.3): I cragus quarnoctupoBana y 14 (22,2%), 1 cragust — y
20 (31,8%), III cramus —y 15 (23,8%), IV cranus —y 14 (22,2%) nariueHToB.

35% 31.8%

30%
25% 22.2% 23.8% 22.2%
20%
15%
10%
5%
0%

| cragus Il cragus Il cragus IV cramus

Kon-Bo nanmenTos, %

Cranust runpoHedposa

Puc. 3.3 — Ctpatudukanus craauii ypereporuaponedposa/ ruaponedposa y 47 nerei
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Kaxk Bugno u3 pucynka 3.3, | u IV craguu ypeteporuaponedposa/ ruaponedposa
JIMAarHOCTUPOBAHBI C OJIMHAKOBOM yacToTOM B 22,2%, vaiie Bcero BeisiBieHa |l cramus
ruaponedposa — B 31,8% ciydyaeB. CTaTUCTUYECKU TOCTOBEPHBIX PA3IMUYUI MO YaCTOTE
BBISIBJIICHHS CTaaui ypeTeporuaponedposa/ ruaponedposa He BoisiBiieHo (p>0,05).

N3 47 y 34 (72,3%) nauueHtoB ypereporuapoHedpos/ runapoHedpos BIEpBbIS
BBISIBJICH HAa NIEPBOM oAy ku3HU: y 10 neBouek u 24 ManpunkoB; y 24 n3 31 nanueHToB
C OAHOCTOPOHHUM TUJpoHePpo3oM u y 11 u3 16 mauuentoB ¢ nyctopoHHuM. U3 47 y
27 (57,4%) nanueHnToB ypeteporuaponedpos/ ruaponedpo3 AMarHoCTUPOBAH B MEPBbHIC
3 wmecsua ku3HU (8 gmeBouek w19  wmanpumkoB). W3 47 mamueHToB ¢
ypeteporuaponedpo3zom/ ruaponeppozom 32 (68,1%) wmanbuuka u 15 (31,9%)
neBouek. CpelHUN BO3pacT MalMEHTOB K MOMEHTY BBISIBIICHUS ypeTeporuaponedposa/
ruapoHedposa cocrapun 1,42 roga. U3 47 narmenTo 10 (21,3%) Obutu B Bo3pacte ot 1
mecsma 1o 1 roga 11 mecsmeB u 37 (78,7%) — ot 2 no 17 ner 8 mecsies. Yactora
codetaHus ypereporuaponedposa/ ruaponedposa ¢ apyrumu BAIIMII y 47 nereit

npejacTaBieHa B Tabuie 3.8.

Ta6muma 3.8 — YacroTa coderanus ypeteporuaponedposa/ ruaponedposa

¢ npyrumu BATIMII y 47 nereii
VYpereporunponedpos/ ruaponedpos Kon-Bo nmaruentoB | [IporeHT
B COYETAHUHU C (n=47)
My3bIPHO-MOYETOYHUKOBBIM PEHIIOKCOM 24 51,1%
MMOKOBOOOPA3HOMN MOYKOMH 8 17%
JUCTONUEN TOYKH 8 17%
TUIIOIIA3UENd KOHTPIATEPATbHON TOYKH 8 17%
YABOCHHEM MOYKHU 6 12,8%
AKCTpO(HEH MOYEBOTO ITY3BIPs 5 10,6%
KJIaIIaHOM 3aJTHEH ypeTpbl 3 6,4%
OJTHOCTOPOHHEM areHe3nei MoYKu 2 4,3%
JTWBEPTUKYJIOM MOYEBOTO ITy3bIPs 1 2,1%
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B taGnuue 3.8 BunHo, uto u3 47 y 35 (68,1%) nanueHTOB BBISIBICHO COUYETaHUE
ypeteporuaponedposza/ ruaponedpoza ¢ aHomanusmu mouek, y 28 (59,6%) — c
aHOMAJIUSIMH MOYETOYHHUKOB, y 7 (14,9%) — ¢ aHOManusIMU MOYEBOTO My3bIps U y 3
(6,4%) — c¢ anomamusaMH ypeTpbl. Yamie y jgeTrell JMAarHOCTHPOBAHO COYCTAHUEC
ruaponedposa ¢ [IMP — y 24 (51,1%) u ¢ oaunakoBod yactotoil —y 8 (17%) — ¢
MOJKOBOOOPA3HOM MOYKOM, JUCTOMUEH U TUMOTUIA3UeH MOYKH.

N3 47 y 24 (51,1%) nuarHocTUpOBaH BTOPUYHBINA XPOHUYECKUHA MUETOHEPPUT.
N3 47 y 9 (19,1%) npu oOcrnenoBaHue AHArHOCTUPOBAHA TMPOTEUHYPHUS, HE
JocTUraromas creneHu HedpoTtuueckoro cuuapoma u y 4 (8,5%) — coueraHue
NPOTCHHYPHH U PEHATBLHOW apTepUAIBHON TUIIEPTCH3HH.

N3 47 y 23 (48,9%) manueHToB ¢ ypereporuaponedpo3om/ ruaponedpo3om B
aHaMHE3€¢ TIPOBEJICHBI OINEPATHBHBIC BMEIIATEIHCTBA: SHAOCKOMUYECKAs KOPPEKIUs
[IMP 16 (69,6%): 14 namueHTaM OJHOKpPAaTHO W 2 JABYKPATHO; PEUMILIAHTALIMS
MoueTouHuka 6 (26,1%); nedyperepakromus 3 (13%).

JuarnoctupoBaHn  ypereporuaponedpos/  rumporedpos npu  BAIIMIIL,
ACCOIIMMPOBAHHBIX C IMATOJIOTHEH CO CTOPOHBI APYTMX OpPraHoB W cucteM u3 47 y 8
(17%) mnanmeHTOB: HEpBHOH cucTeMbl (KayJdadbHas MHEIOIUCIIA3US, HUKHUAN
naparapes, IepruHaTalbHas dHIlePanonaTus CMEIMICHHOTO reHe3a, 3a/Iep>KKa MOTOPHOTO
pa3BUTHS, CIIMHHOMO3TOBasl TPbIXKa); OpraHa 3peHus (COAPYNKECTBEHHOE CXOJSIICECs

KOCOIJIa3He); XKeIyI0UHO-KUIeuHblii TpakT (0ose3ns JKunndepa).

3.6 OcobeHHOCTH KjIaNaHAa 3a/Heill ypeTpsbl y JeTeil U MoAPOCTKOB

¢ BAIIMII 6e3 accounanuu ¢ oppaHHBIMHU HACJIEACTBEHHBIMU CHHAPOMAMU

N3 113 y 9 (8%) manpuukoB no pe3yibrataM Y3 moudek, MOYEBOTO My3bIpsS U
MUKIIMOHHOM UCTOTpauu JUarHOCTUPOBAH KJIalaH 3aJHEH yPETpHhI.

Cpenu mnanMEeHTOB C KJIAlMaHOM 3aJHEH YpeTphl HE BBISBICHO JETed C
OTSITOLIEHHON HACJEJACTBEHHOCTHIO MO HEQPOMATOJOTMU M €T, POJUBIIMXCS Ha

(doHE OCIIOKHEHHOU OEPEMEHHOCTH.
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N3 9y 5 (55,6%) nauMeHToB KianaH 3aJHEW ypeTpbl BIEPBbIE TUArHOCTUPOBAH
Ha MEepBOM Troay *u3HH, u3 HuUX y 3 (33,3%) B mepsbie 3 mecsua xu3Hu. CpeaHuit
BO3pacT NAaLHMEHTOB K MOMEHTY BBISBICHHUS KJallaHa 3aJHel yperpbl cocraBuin 1,09
rona. 13 9 nanuentos 2 (22,2%) 6sutn B Bo3pacTe oT 9 MmecsueB A0 1 roga 11 mecsiien
n7(77,8%) — ot 2 no 7 ner.

N3 9y 3 (33,3%) nuarHocTUpOBaH BTOPUYHBIA XpOHUYECKUH nuenoHedpur. M3
9y 2 (22,2%) npu obcneqoBaHue AUArHOCTUPOBAHA MPOTEUHYPHUS, HE JOCTHUTArOIIAs
CTeNeHU HEPPOTUUYECKOTO CUHIPOMA.

Bcem 9 mnanueHtaM mpoBeIEHbl ONEpAaTUBHBIE BMEUIATENbCTBA HAa OpraHax
moueBoi cuctembl: B 100% ciyyaeB mpoBeneHa aOisIus KilamaHa 3aJHEH ypeTphl;
OJHOKpaTHas »HAockonuyeckass koppekuus [IMP y 2 (22,2%); peuMmmuianTanus
mouerounuka y 1 (11,1%).

N3 9 nereit c¢ knamanom 3amHed ypetpbl vy 7 (77,8%) AMarHOCTHPOBAHO
COYETaHHE C aHOMAJIUSIMHM IMOYEK: MOJKOBOOOpa3Has mouka (2), TUIOIIa3us Mouku (2),
ypeteporuaponedpos/ runponedpos (3); y 3 (33,3%) — ¢ aHOMaNUIMU MOYETOYHUKOB!
I[IMP (3), y 1 (11,1%) — ¢ aHoManueld MOYEBOTO MY3BIPS: JAUBEPTUKYJ MOYEBOTO
ny3bips (1). Haubomee yacto quarHoCTUPOBAHO COYETAaHHUE KilalaHa 3aHed YPEeTphl C
My3BIPHO-MOYETOUYHUKOBBIM peditokcom y 3 (33,3%) u ypereporunporedppo3om/
ruapoHedpo3om —y 3 (33,3%) nereid.

Cpenu maiueHToB ¢ KJIAlaHoM 3aJHel ypeTphl HE BBISBICHO MATOJIOTHN APYTrUX

OpraHoB U CUCTCM.

3.7 Ocob6eHHOCTH IKCTPO(p UM MOUYEBOT0 NMYy3bIp Y AeTeil n noapocTkoB ¢ BAIIMII

oe3 acconuanmu ¢ Op(l)aHHbIMPI HACJICACTBCHHBIMU CHHIPOMAaMH

N3 113 y 6 (5,3%) nerelt u MOAPOCTKOB AUATHOCTHPOBAHA IKCTPOPHUS MOUYEBOTO
Ty3BIPA.
Cpenqn 6 mamueHTOB C OKCTpodueil MOYEBOTrO TY3BIPS HE  BBISBICHO

OTSITOLIEHHON HACIEICTBEHHOCTH MO0 HE(PONATOJIIOTUH, OCI0KHEHHOU O€pEeMEHHOCTH.
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N3 6 manmenToB 3 (50%) mampumka u 3 (50%) neBouku. Y Bcex 6 (100%)
MalKUEHTOB KCTPO(USI MOUEBOTO MY3bIPsI BIEPBBIC BBISBICHA HA MEPBOM IOy >KU3HH.
CpenHuii BO3pacT MAllMEHTOB K MOMEHTY BBISBJICHHUSI dKCTPOUM MOYEBOTO MYy3bIPS
coctaBun 1,5 mecsna. Ha moment o6cnenoanus 1 (16,7%) nesouka O6bu1a B Bo3pacte 1
rona u 5 (83,3%) nereit B Bo3pacte ot 2 10 16 ner.

N3 6y S5 (83,3%) naumeHToOB JUarHOCTUPOBAHO COYETAHUE IKCTPOPUU MOYEBOTO
y3bIpsi ¢ ypereporuaponedpozom/ ruipoHedpo3om.

N3 6y 4 (66,7%) nauneHTOB IUAarHOCTUPOBAHO COYETAHUE IKCTPO(YUU MOUYEBOTO
ny3sips ¢ IIMP.

N3 6 y 1 (16,7%) neBodku NUArHOCTUPOBAHO COYETAHHE SKCTPOPUU MOUECBOTO
y3bIps C ABYCTOPOHHEN TUTIOTIIIA3UEH MOYeK.

Coueranus SKCTPOPUU MOUYEBOTO MY3bIPS C AHOMAIUSMU YPETPHl M JIPYTUMHU
aHOMAJIMSIMH MOYEBOTO MY3bIPS HE JUATHOCTUPOBAHO.

N3 6 mnamuentoB y 3 (50%) nuarnoctupoBana mporeunypus po 0,8 /.
PenanpHO# apTepuaibHON TUNEPTEH3UU Y MALUEHTOB C 3KCTpadueil MOYeBOro my3bIps
JUArHOCTUPOBAHO HE OBLIO.

N3 6 mnamumentoB y 1 (16,7%) manbumka BBISIBICHO COYETaHUE SKCTPOPUU
MOYEBOTO MY3bIPsi C BTOPUYHBIM XPOHUYECKUM MMUETOHEPPUTOM.

Bcem 6 manumentaM c sKcTpoduel MOUYEBOTO MY3BIPS MPOBEIEHBI ONEPAaTUBHBIC
BMEIIATEIbCTBA HA OpraHax MOYE€BOM CHUCTEMBI: anmneHaonuctokyraneocomus B 100%
ClIyyasix; OJHOKpaTHasi HJHAOCKONMUYECKAs KOPPEKUHUsS MMy3bIpHO-MOYETOUHUKOBOIO
pedmtokca BeimonHeHa 3 (50%) manueHTam.

BAIIMII, accoumupOBaHHBIN C TMATOJIOTHEH HEPBHOW cHCcTeMbl (KaynanbHast
MUEIOANCIUIA3NS, HUKHHH Tapanapes, CIIMHHOMO3T0Bas TPhKa), THarHOCTHPOBAH U3 6

y 3 (50%) marueHToB ¢ 3KcTpadueit MOU4EeBOTO My3bIPS.

Taxum 00pa3om, B 3 T1aBe MOKa3aHO, YTO B COOTBETCTBHUHM C Kiaccudukanueit A.
J. Barakat u J. G. Drougas (1991) u nononuennoii E. Winnicki u H. Copp, y 113
MeINaTpUYECKUX MAalMEeHTOB B Bo3pacte oT | mecama no 17 jer 8 mecdnes ¢

m3onupoBanHbiMu BAITIMII npeo6namatoT BpOKIEHHbIE aHOMAJIMU PA3BUTHS TMOYEK



82

(78,7%), 3arem IIMP (49,6%), ypereporuaporedpos/ ruaponedpo3 (44,1%), pexe -
aHOMAJIUU YPETpHl (KJIamnaH 3aJHeH ypeTphl) © MOYEBOTO MYy3bIpsl (3KCTPO(HSI MOUYEBOTO
my3bips) (13,4%).

N3 113 nmauuentos ¢ BAIIMII 6e3 accounanuu ¢ opdaHHBIMU HAC/IE€ICTBEHHBIMU
CUHAPOMaMU TMarHOCTUPOBAHbI BTOPUUHBIN XpoHHueckuil nuenonedpur y 60 (53,1%),

nporeunypus 10 0,8 r/n B cytku y 36 (31,9%), aprepuanbnas runeptensus y 17 (15%).
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I'/TABA 4
OCOBEHHOCTHU ®EHOTHUIA BPOXJIEHHBIX AHOMAJIUM ITIOYEK U
MOUYEBBIBOJAIINAX IYTEA ITPU OP®AHHBIX CUHJIPOMAX U
XPOMOCOMHBIX FOJIE3HSX Y JETEH U TOJIPOCTKOB

N3 127 maumentoB ¢ BAIIMII y 14 (11%) B Bo3pacte ot 10 MecsieB g0 17 ner

11 Mecs1eB ycTaHOBIICHBI Op(aHHbIE CUHIPOMBIC U XpPOMOCOMHBIE 00JIC3HU:
[TarimeHTHI ¢ OphaHHBIMKU HACJIEICTBEHHBIMU CHHIPOMAMHM:

1. CHARGE (MKB-10: Q87.8)
Fraser tunmr 1 (MKB-10: Q87.0)
Pierson (MKB-10: Q13.8)
Lowe (MKB-10: E72.0)
FOXP1 (MKB-10: Q87.0)
Schuurs — Hoeijmakers (MKB-10: Q87.0)
Dent 2 (MKB-10: N25.8)
VACTERL acconnarus (MKB-10: Q87.2)
9. Renal-Coloboma (MKB-10: Q60.4)

© N o g &~ W N

[TarimeHT ¢ HACIEICTBEHHBIM CUHIPOMOM, HE BKJIIOUCHHBIM B KaTtaior ORPHA .net:
1. Renal hypodysplasia/ aplasia 3 Tuna (MKB-10: Q60.4)

[TarueHTH ¢ YUCTOBBIMUA XPOMOCOMHBIMU OP(aHHBIMH OOJIE3HSIMU:
1. IepemeBckoro — TepHepa (Monocomus 45X) (MKB-10: Q96.0)
2. Down/ [layna (Tpucomus mo 21 xpomocome) (MKB-10: Q90.9)

N3 14 nmamumentoB ¢ BAIIMII npu HaciaeACTBEHHBIX CHHAPOMAaxX M YUCIOBBIX
XpoMocoMHbIX Oone3nsx 4 (28,6%) nesouku u 10 (71,4%) manbunkoB. Cpennuii
Bo3pacT 14 manueHTOB HA MOMEHT obOcneqoBanus coctaBui 6,7 net (10 mecsame — 17

net 11 mecsiues). B Tabnuie 4.1 npeacTaBiaeH reHOTUI opPaHHbBIX O00JIE3HEH.



84

Tabmuua 4.1 — Bapuantsl mytanuu reoB y 10 geteit ¢ BAIIMII

py oppaHHbIX HACIEACTBEHHBIX CUHAPOMAX M YUCIOBBIX XPOMOCOMHBIX O0JIE3HAX

Ha3zBanue Ien, Myranuu resa
CUHApOMA KapUOTHIT
OMIM; ORPHA

Renal — Coloboma PAX2 | T'ereposurotHasi MmyTanus uaeHTHU(HUIHPOBaHA B 6

OMIM 120330; uHTpoHe reHaPAX2: IVS6-1-g->C. ¥V otua u cubca

ORPHA 1475 (AD) npoOaH/Ia TreTepo3uroTHasi MyTalusi B 6 HWHTPOHE
rena PAX 2 (IVS6-1-g ->c)

Fraser tun 1 FRAS1 | Panee He onucaHHBIN BapuaHT MyTaluu B 1 DK30HE

OMIM 219000; rena FRASL (4:9.78979165T>C) ¢.2T>C; p.Met1?

ORPHA 2052 (AR)

Pierson LAMB2 |Panee He omnwucanublii BapuanT (rs143405268)

OMIM 609049; reTepo3uroTHoN Mytanuu (MucceHc) B 18 sk30HE

ORPHA 2670 (AR) reHa LAMB2 (chr3:9.49163473G>T),
ENSTO00000418109.1:¢.2271C>A,
ENSP00000388325.1: p.Ser757Arg

Lowe OCRL |Panee He ommcaHHBI BapHaHT TETEPO3UTOTHOM

OMIM 309000:; MyTaIuu X:2.129562665;

ORPHA 534 (XLR) C>TENST00000371113.9:c. 1123C>T
ENST00000360154.4: p.His375Tyr B 12 sK30HE
rena OCLR

FOXP1 FOXP1 |Il'eTtepo3urorHoe HOCHUTEIHCTBO HOBOI'O BapHUaHTa

OMIM 605515; c.664+1G>C B rene FOXP1

ORPHA 391372

(AD)

Schuurs — PACS1 |Ilarorennsiii Bapwant myTanmuu B TeHe PACS1

Hoeijmakers (c.607C>T), p.(Arg203Trp)

OMIM 615009;

ORPHA 329224

(AD)

Dent 2 OCLR | IIpotsokeHHast nmemnerusi ydacTka XpOMOCOMBI X C

OMIM 300555; rpanumiamMu  129540739-129806486 u pazmepom

ORPHA 93623 265,7 Kb, 3aTrparuBatomiast 00J1acTh 5 TCHOB, U3 HAX

(XLR) 4 rena mopbumubeie. OCLR, ZDHHC9, SASHS3,

XPNPEP2
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Renal GREBILL | Panee He onucannbiii BapuanT (rs1435669398)
hypodysplasia/ TeTePO3UTrOTHOM (MHCCEHC) MYyTaIluu B 3K30HE 27
aplasia tumna 3 rera GREB1L (chr18:9.19088490G>A:

OMIM 617805 p.Arg1558His

(AD)

Cunnpom Kapuorun

[IIepemeBckOro — 45 X

Tepuepa

ORPHA 881

Cunapom Down/ WDR35, |IlatoreHHslii BapHaHT TIeTEPO3UTOTHON MyTalUu
JlayHa Kapuortun | rena WDR35 (chr2:19941796A>C): p.Leu630
ORPHA 870; 47, XY

OMIM 190685 (+21)

N3 14 maruentoB 9 (64,3%) mpu KIMHUYECKOM M MOJIEKYJISPHO-TEHETHYECKOM
MCCIICJIOBAHNN YCTaHOBJICHBI auMarHo3bl: Fraser tum 1, Pierson, Lowe, Schuurs —
Hoeijmakers, FOXP1, Dent 2, Renal-Coloboma, Renal hypodysplasia/ aplasia 3 tuna u
Down/ HNayna cunapomsbl. Y 5 (35,7%) manueHTOB HACHTU(DHUIIMPOBAHBI paHEEe He
OMMCaHHbIE BapuaHThl MyTamnuil reHoB — npu Fraser tum 1, Lowe, Pierson, FOXP1,
Renal hypodysplasia/ aplasia 3 tuna cunapomax. [larmentam ¢ CHARGE cunapomom
u VACTERL accommanueid auarfo3 ycTaHOBJIEH 0€3 MOJICKYJISIPHO-TEHETHYECKOTO
UCCJICIOBAaHUS HA OCHOBAaHMM Haln4us 3 M 0oyiee OCHOBHBIX KpuTepueB. M3 14 nereit 2
(14,3%) mnanueHTaM JOKa3aHbl YHCIOBBIE XPOMOCOMHBIE OpdaHHble OO0Je3HU:
MoHocomusi 45X mnpu cunapome lllepemeBckoro — TepHepa u Tpucomus mno 21
XpoMocome Ipu cuHapome JlayHa.

N3 14 nauuentoB y 8 (57,1%) ¢ BAIIMII npu HacneacTBEHHBIX CHHAPOMAaX U
YUCJIOBBIX XPOMOCOMHBIX OOJIE3HSIX HACJEACTBEHHOCTh MO HE(pOMaToiaoruu He
orsiromieHa, y 5 (35,7%) BbIsIBIEHA OTArOIIEHHAsT HACIEICTBEHHOCTb IO
Hedpomaronornn, y 1 (7,2%) mnpoBeAcHHWE TIEHEAIOTHYECKOr0o aHaln3a CeMbHU
HEBO3MOXHO — PEOCHOK C POXKICHHS BOCIIUTHIBACTCSA B CHCIIHATU3UPOBAHHOM JETCKOM
JIOME, CBEJICHHS O COCTOSIHUU 37J0POBbSI €70 POJICTBEHHUKOB OTCYTCTBYIOT.

Xapaktepuctuka (enorunoB BAIIMII npu opdaHHBIX CHUHIPOMAX W YHUCIOBBIX

XpPOMOCOMHBIX 00Je3HsIX Y 14 neteil u moaApOCTKOB IpeacTaBieHa B Tadnule 4.2.
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Tabnuua 4.2 — Xapakrepuctuka penorunos BAIIMII npu opdanHbIx cuHIpOMax u

YHUCIIOBBIX XPOMOCOMHBIX 00J€3HX y 14 aereit

HazBanue
CUHApPOMA

OMIM; ORPHA;
I10JI; BO3pacT

denotur opaHHBIX CHHIPOMOB U
XPOMOCOMHBIX O0JIe3HEeH

denorun BAIIMII

Renal —
Coloboma
OMIM 120330;
ORPHA 1475
(AD)

[IpoGann -
JIEBOYKa,
17 ner 11 mec

Konoboma  1UCKOB  3pUTENIbHBIX
HEPBOB 00OMX TJia3, XOPUOMIAJIbHBIH
anuOyNnpOapHBIA  IEPMOUJ]  CJIEBa,
LHEHTPANbHBIE U mepudpeprUuecKuii
XOPUOPETUHUT B PYOIIOBOM cTaauwu,
nporpeccupyromnas Muonus 00oux
IJ1a3, TOPU3OHTAJIBHBIA  HHCTarm,
COAPYKECTBEHHOE pacxopsieecs
Kocorja3ue 000oux rias

Hedyukuronupyromias
MYJIbTUKHCTO3HAA
JVCILIA3Us TPAaBOM MOYKHU

CHARGE
OMIM 214800;
ORPHA 138
(AD)

[TpoGann -
MaJIbUUK,
10 mecs1ieB

Kono6oma XOpHOHUICH ITpaBOro rjasa,
KoJIoOoMa AUCKa 3PUTCIIbBHOT'O HEpPBa
141 XOpHuonacu JICBOI'O rijia3sa,
JIaI‘O(l)TaJII)M CIIpaBa 3a CUCT IIapc3a

JUIIEBOTO HEpBa, pe3oporus
IpepeTHHATBLHBIX reMopparui
NpaBoOro Trja3a, KOPTHKOCTEPOHTHAS
o rampMorunIepTEH3USA IPaBoOTo
rjasa; BIIC oe3 3HAYMMBbIX
reMOJIMHAMHYECKHIX HApYIICHUM:

OTKPBITBIA LIMPOKHM apTepHUaIbHbIN
IIPOTOK, OTKPBITOE OBAJIBHOE OKHO,
JNOIIOJIHUTENIbHAsL ~ XOpAa  JIEBOTO
KEITyN0YKa, JIMIIIT; 3aJIepKKa
IICUXOMOTOPHOTO, peueBoro 151
dbu3nueckoro  pa3BUTHS;  TaxoBas
JUCTONUSL TPABOro SIMYKa, BOJASHKA
SMYKa CJIEBA, I1aXOBO-MOILIOHOYHAS
rpblka CJIEBa; JIBYCTOPOHHSIS
HelipoceHcopHast Tyroyxocts |l1-1V
CTEIICHU; nceBa00yIbOApHbBIN

Hedyukunonupyromas
MYJIBTUKUCTO3HAS
JUCIUTa3Usl IPABOM MOYKH,
ruaporedpo3 [ cranuu
cieBa
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CUHJIPOM, CHUHIPOM MHUPaMHUIHOU
HEJIOCTAaTOYHOCTH,  IE€PUHATAIBHOE
nopaxenne [[HC runokcuuecku-
UIIEMUYECKOTO reHe3a;

JApUHTOMAJISIIMA 3 TUNa

CHARGE
OMIM 214800
ORPHA 138(AD)

[IpoGann -
MaJIbYUK,
3 rona 7 mec

Konmoboma cocyauctoit 00010YKH U

JTUCKA 3pUTEITHHOTO HEpBa,
cxopasmeecs: kocornasue OD, mapes
JMIICBOTO HEpPBa, aCHMMETPHUS JIUIIA;
OTKDBITBIA  apTePHANBHBIA  MPOTOK,
OTKpPBITOC OBAJIBHOE OKHO; JCPHUITUT
pocra,  3amepkkKa  (QUIUIECKOTO
Pa3BHUTHS; KPUIITOPXU3M, OTCYTCTBHUE
IIPaBOTO

SANYKa, I'CHUTAJIbHAsA

runormiasusi (MUKpOIEHHUc), ¢Gumo3s,

dbopma
XpOHUYECKas

THUIIOCIIa U, adHOMaJIbHas

VIIHBIX  PaKOBHH,
JBYCTOPOHHSIS HEWPOCEHCOpHAs
TYTOYXOCTh 4 CTENEHH; PE3UIYyaTbHO
— opranndeckoe mnopaxenue [[HC,
nceB00yIb0apHBIT CHUHJIPOM,
3a/iepKKa MCUXOPEYEBOTO PA3BUTHUS U

IICUXOMOTOPHOI'O pa3sBUTHA; CKOJINO3,

JIBycTOpOHHSIA
TUIOTUIA3US MOYEK,
HEUpOreHHas

TUCHYHKIHUS ~ MOYEBOIO
y3bIps o

THIIOTOHUYCCKOMY THUITY

oy agaHTus
Fraser tum 1 Kpunrodransm CJIeBa, creHo3 | ['mnomnasus
OMIM 219000; HOCOCJIC3HOTO KaHaja; THUIOIUIa3us | He(YHKIIMOHUPYIOIIEH
ORPHA 2052 VIIHBIX  PaKOBUH, JBYCTOPOHHSS | JIEBOM MOYKH,
(AR) aTpes3us HaPYKHBIX ciyxoBbix | [IMP III crenenn cneBa
NPOXOJIOB,  CYXEHHE  CIIYXOBBIX
[TpobGanp - IPOXOJ0OB B  KOCTHBIX  OT/EJNax,
MaJbYuK, JIBYCTOPOHHSIS KOHTyKTHUBHAsI
I rox 3 mec TYTOYXOCTb 3 CTENEHH; IEpeaHss
MEKT0JI0COBas MeMOpaHa;
CUHIAKTUINS 3-4 manelneB o00eux
KUCTEN
Pierson JIByCTOpOHHSIS BpPOXKJICHHAsl | DKTONMPOBAHHAA
OMIM 609049; KaTapakTa, OoOCTPYKIIMOHHAS | MOJIKOBOOOpa3Hasi TOYKa,
ORPHA 2670 aMmOnuonusi 00OMX TJa3, HUCTArM, | ABYCTOPOHHHUI
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(AR) BPOXKICHHBIN JBYCTOPOHHUI CTEHO3 | ruapoHedpos | ctaann
HOCOCJIE3HOTO TIPOTOKA; MBIIIIEYHAs
[TpoGanp - TUTIOTOHUS, YMEpPEHHas CMelIaHHas
MaJIbYuK, ruapornedanus, perpouepedesspHas
I ron 6 mec KHCTa, 3aJ€pkKKa TICUXOMOTOPHOTO
pa3BUTHSA
Lowe JIBycTOpOHHS5 KaTapakTa, | J[ByCTOpOHHSA
OMIM 309000; JIBYCTOPOHHSISI TJIayKOMa, MBIIIEUHAs | TUTIOTUIA3Us MOYCK,
ORPHA 534 TUIIOTOHMS, 3anepxka | ruaponedpos | craaum
(XLR) MICUXOMOTOPHOI'O Pa3BUTHSI, CUHAPOM | CIIpaBa
dankoHU (TuTIepaMuHOAITMTYPUS,
[TpoGanp - IPOTEUHYPHSI, TITFOKO3YpHs ),
MaJIbuHK, NEPBUYHBIA THIIOTUPEO3, THUIIOTUIA3HS
2 rona 1 mec IIIUTOBUIHOMN K€JIE€3bI
Lowe MukpodTanbmus, Mukpodakus, | JBycTopoHHUIH
OMIM 309000:; BpOXKJICHHas1 riaykoma, BpoxiaeHHas | [IMP  III-IV  crtenenu,
ORPHA 534 JBYCTOPOHHSIS KaTapakTa, | IBYCTOPOHHUI
(XLR) pacxozpsiieecs KOCOTJIa3ue, | ypeTeporuiponepos
TOPU3OHTAJILHBIN uucrtarM; | HH-IV cragnmn
[IpobGanp - TUMNOIJIA3Usl  MO3O0JUCTOTO  Tera,
MaJbUuK, HajlepeOessipHas KUCTa, BHYTPEHHSS
11 mer. ruapouedanus, TeHepaTM30BaHHASL
MBIIIEYHAs ~ TUIMOTOHHS;  (EHOTHMN
CHUHAPOM danxonn
(runmoochareMuueckuii paxwur,
docdarypus, TUTIOKAJIBITUMHUS,
MIPOKCUMAaJIbHBIN KaHaJILIIEBBIN
MeTa00INUECKUI aruos,
TUTNIEPAMUHOALIATYPHUS, TITFOKO3YPHSI)
FOXP1 I'emonuTuko-ypemuuecknii cuuapom | [lonkoBooOpa3Has mouka,
OMIM 605515; (remonuTHYECKas aHeMusl, | HerosiHOe yaBoeHue YJIC
ORPHA 391372 | TpoMOor1ITOTICHMS], ocTpoe | 00enx MOJIOBUH
(AD) TIOBPEKICHUE MOYEK), | MOJKOBOOOPA3HOW TOYKHU
MOCTANAPEUHBIN, B ne0rTe |32 CUeT  JIOXaHOK U
[TpoGanp - ACCOIMUPOBAHHBIN C HEYPOTUUECKUM | JOOABOYHBIE  TOUYCHYHBIC
MaJIbYUK, CUHIpPOMOM, remarypuer. OcTpoe | aprepun
2ronma 11 mec IIOBPEXKICHUE TOYEK Cc
BOCCTaHOBIICHUEM byHKINH.
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Hedporennas apTepuaibHas

TUIIEPTEH3US. Bropuunoe

COCTOSIHUE
IgG,
Huchynkuus
ApTepuoBeHO3Has

UMMYHOJIe(pULIUTHOE
(TMIOMMMYHOT 100 yJIITUHEMUS
B-nmumdouuronenus).
¢dbaromuToB.
MaiabpopMalus  JIEBOTO  JIETKOTO.
['uniepromoncrenHEMusI.
Pe3unyanbHO-oprannyeckoe
opakeHue rOJIOBHOT'O MO3ra
CMEUIaHHOTO TreHe3a (TUMOKCUYECKU-

UIITEMHYECKOTO)

Schuurs —
Hoeijmakers
OMIM 615009;
ORPHA 329224
(AD)

[TpoGann -
JIEBOYKA,
4 rona 5 mec

Cxopmsieecs
MUKpOTATBM,

KOCOIJa3ue,
MHUKpPOKOpHEa,
KoJIoOOMa paayKKH H COCYJIUCTOM
o6omnouku; LTI, cmemannas dopma,
SIUJIENITHYECKAS sHIIE(AIONATHS,
3aJieprKKa IICHXOMOTOPHOTO

pa3BUTHUA, THUIIOILIA3UA CPCAWHHBIX

CTPYKTYD YepBs
KpaHuoQauaibHbie

MO3KEUKa;
MHKPOAHOMAJINH; HY>KHUAN
CIIACUTEYECKU U
CTPYKTYypE

nopaxenus: [IHC, mnimaHoBanbrycHas

naparmapes B
OpraHU4eCcKOoro

nedopMarms cTom

JIBycTOpOHHEE
YIABOCHHUE

HIOJIHOE
oYeK
(Jare4Ho-10XaHOYHON
CUCTEMBI "
MOYETOYHHKOB)

Dent 2
OMIM 300555;
ORPHA 93623
(XLR)

[TpoGann -
MaJIbYHK,
11 net

Bpoknennass katapakta oOewx TIJias.
JIByCTOpOHHHIA Oydranbm.
Bpoxnennas OIIEpUPOBAHHAS
adakus JIeBOro TJasa.

[THC,

JJUKBOPOAMHAMHUYCCKUX

rJaykoma,
Opranuyeckoe MnopaxeHue
CUHJIPOM

HapylIEHUM, CMEIIaHHas
ruaporedatms.

MO30JIMCTOI O

aMHUOTpOoHUECKast
['unornnasus Tela.
PetponepebdemnsapHras KHCTA.
Hapymenue

pa3BUTHA.

VMHTEIJUICKTYaJIbHOTO
MenynnsipHbIi

JIBycTOpOHHUI
ypeteporuaponedposz (Il
cTtaguu cropasa, | craguu
cJIeBa)
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He(DpOKATIBIIMHO3. Cunapom
daHKOHU (runepamMuHOAIUTYpUS,
dochatypus, MPOTEUHYPUS,
KaHaJIbLIEBbIN MeTa0O0INYECKUI

anuno3, runodocdaremus). [laxonas
aucTorus oboux sudek. CHHIpPOM
Kunsbepa. onuxocurma

VACTERL Hapymenue cermentanuu no3BoHKOB | I[lepekpectHas gucronus
OMIM 314390; Th IV-XII u pebep, BpOXICHHBIN | MPaBOii MIOYKH,
ORPHA 887 KU(POCKOINO3 MMO3BOHOYHHUKA, | ypeTepOruapoHedppo3

TUJIPOMMENNS, arula3usg  KOM4MKa, | npaBoi nouku, [IMP IV
[IpoGanp - KUCTa  KOIYMKA;,  JIEKCTpakapaus, | creneHu crpasa, HJIMII
JIEBOYKa, MHO>KECTBEHHbBIE HKTOMUYECKHUE | 10  TUMOPEPICKTOPHOMY
12 ner norepeyHbIe XOP/IbI; HIDKHUN | TUITY

TPaXEOMUIIEBOIHBINA CBUII; aTpPe3us

NUIIEBOJIa; YMEpPEeHHas  BapycCHas

nedopmaliys HIKHUX KOHEYHOCTEH
Renal Iupponedanus. 3anepxka peueBoro | ['unomnazus paBoi
hypodysplasia/ U MOTOPHOTO pa3Butus. JehopMaiiuu | HOUKH. [Mosichnunas
aplasia Tuma 3 TPYOHON KJIETKH, BapycHash HW)XHUX | JUCTONUS JIEBOW IOYKH.
OMIM 617805 KOHEUHOCTEH I'uaponedpos Il craagum
(AD) cleBa
[TpoGann -
MaJb4uK,

4 rona 9 mec

Cunapom 3amepxkka  pocta, Immpokas U | [lonkoBooOpasHasi mouka.
[IIepemeBCcKOTro — | KOPOTKas res, kpbuioBuaHble | HIMII o
Tepuepa CKIAJKA KOXH, KOCOTJIa3We, IMTO03, | TUneppedIeKTOPHOMY
(xapuotur 45,X) | SNIUKAHT, BBICOKOE TOTHYECKOE HEOO, | TUTTY
ORPHA 881 HU3KHWA pOCT BOJOC Ha 3aTbUIKE,
[TpoGanp - BJIaBJICHHAS TPy/IHAs KJIETKa, IIUPOKO
JI€BOYKA, paccTaBliCHHbIE  BTAHYTHIE  COCKH.
S et 6 Mec ['unepmeTrponus, COAPYKECTBEHHOE

cxogsameecss  kocormasue.  BIIC:

JBYCTBOPYATHIM aOPTAIBHBIN KIIATIAH.
Cunapom Down/ | ManeHnbkne KHCTH C TONEpedHOM | ['mmormasus IIOYEK
JayHna 0Opo3/1I0M Ha JaJ0OHHU, YKOPOUYEHHUE | ABYCTOPOHHSIS.
ORPHA 870; damanr 5 mampma ¢ obeux ctopoH, | HIAMII 1o
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OMIM 190685 CUHJAKTWINS,  OpaxUCUHAAKTHINS, | THIOPEPICKTOPHOMY
IIOCKOCTOIIME; BIIC: JAMIIIL; | Tumy
pe3uyabHO — OpraHU4ecKoe
[IpoGann - HopaKeHue TOJIOBHOTO MO3ra.
MaJIbUUK, Huzaptpus. Omnurodpenus.
15 net I'unotupeos. KoruutupHeil gedunut
3anepKKa TICUXHUYECKOTO Ppa3BUTHSL.
CroxHbIM TUIIEPMETPONIUYECKUN
ACTUTMATHU3M. ['unepmerpormnus.

ATunuyHas Karapakta oOOUX TJias.
Jlucnna3us ICHHO-TTOSICHUYHOT' O
otnena mo3BoHouHuka II cremeHwn.
Jlucruiazusa MOSCHUYHO-KOIMTYUKOBOTO
OTJeJla TO3BOHOYHMKA. Banberycnas
nedopmanmst  ctom.  JIBYCTOpOHHsIS
CMEIIaHHas TYTOYXOCTh

Kax Bunno u3 tabnuisl 4.2, B ctpykrype genoruna BAIIMIT uz 14 y 13 (92,8%)

MNCANATPUICCKHUX ITALITUCHTOB HpCO6J’IaI[aI-OT dHOMAJINH ITOYCK.

4.1 Ocooennoctu BAIIMII npu oppannom Renal — Coloboma cunapome

JleBouka, 17 mer 11 mecsueB. Anamnesis vitae: pebenok or 1 OepeMEHHOCTH,
MpoTeKaBIle ¢ yrpo3oi mpepsiBanus. [Ipu poxaenun macca tena 2850 rp., minHa
45cM. Y neBOYKH MATOJIOTUS MMOYEK BBISIBIIEHA aHTEHATANIbHO, MpU npoBeneHun Y31 Ha
32 Henene OEPEMEHHOCTH 3aM0J03PEH MYJIBTUKUCTO3 MPaBOi MOUYKH. [ eHeamornuyeckui
aHaIM3 CEMBbU BBIIBUI y 0alymiku mpoOaHaa Mo OTIOBCKOW JMHUHM MATOJOTHUIO Tia3
(komoboma), ciryxa, mouek ¢ mporpeccupoBanueMm B XbII u cmepThio B 38 net, y orma
npoOaHa apTepraibHas runepTen3usi. GparMeHT pogOCIOBHON ACBOYKH MPEACTABICH
Ha pucyHke 4.1.

Anamnesis  morbi: ¢ poxaeHus  HaOmromaeTcs  OPTAIBMOJIOTOM — —
JUAarHOCTUpOBaHa KOJ0OOMa JHCKOB 3pUTENIbHBIX HEPBOB oOoux ria3. B 8 ner

JTMArHOCTUPOBAHbl XOPUOUJAIBHBIN 3MUOYILOAPHBIN JepMOUJ clieBa, UEHTPAIbHBIN U
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nepudepuueckuil XOPUOPETUHUT B PYOIIOBOM CTaauM, MNPOrpEeCcCUpyolas MHUOMUS
0o00uX ria3, TOPU3OHTAIBHBIA HUCTArM, COJAPYKECTBEHHOE PACXOJSIICECs KOCOTIa3ue
oboux rna3. C 5 ner HaOmojaercs HEPPOJOTOM — JAUATHOCTUPOBAHA MATOJOTHS B
aHaau3ax MoOYHM (MUKPOIPOTEUHYPHS, TeMaTypusl, JICUKOIUTYpHs), apTepuaibHas
runepreHsusi, HedyHKUMOHUpYylomas npaBas mnouka, XbII C2 (CK® = 63
mn/mun/1,73m?), nporeunypus 0,2-0,9 r/n. B 8 ner BbinonHeHa HeQPIKTOMHS IIPaBOii
HeDyHKIMOHUpYIONed mouku. [lpm  maTomoroaHaTOMHMYECKOM  HCCJIEIOBaHUU
yIAJICHHOW TOYKU YCTaHOBJEHA MYJIbTHUKHCTO3HAs auciazus. [lpu anruorpaduu
oOHapy»XeH CTEHO3 YCThs JIEBOU modyeyHoit aprepuu. [lonrBepkieHa peHOBACKYIIpHAs
aprepuasibHas runepreHsus. B 9 ner naunentke nuarnoctupoBana XbII C4 (CK® = 35
mi/mun/1,73m2, iporennypus 1o 1,77 r/n).

B 9 ner 10 mecsineB nmpoBeIeHO MOJICKYJSIPHO-TEHETHUECKOE HCCIIeIOBAHKUE B
naboparopuu «l'eHomen», oOHapykeHa wMyTanus reHa PAX2 B TeTepO3UTOTHOM
COCTOSIHMH, HYKJIEOTHIHAs 3aMeHa B MHTpoHe 6 reHa PAX2: IVS6-1-g->C. Xapakrtep
OOHapy>KeHHOW 3aMEHbl SIBIIAETCA MyTalMed caiTa - CIUlaiicMHra u oOyClaBIMBAaeT
pasButHe 3a0oneBanus. VMccrnenoBanue ceMbu npo0aHa, Mokas3aio, 4To 0OHapyKeHHasI
B UHTpoHE 6 reHa PAX 2 3amena [VS6-1-g ->c, BbIsiBIeHa y oTia U cubca mpoOaHa B
TE€TEPO3UTOTHOM COCTOSIHHH.

JeBouka ¢ 12 JseT Haxoaujach Ha 3aMECTHUTEILHOW IIOYEYHOW TEeparuu
remouanuzoM. Ilanmentke ¢ XBII C5 (CK® = 12 wmu/mun/1,73M%) B 13 7er
BBIIIOJIHEHA  POJICTBEHHAasi TpaHCIUIaHTauus nodkd. DyHKOus  TpaHCIIaHTaTa
HemeuieHHas. [Ipu karaMHeCTH4eCKOM HMCCIEN0BaHUM y JAEBYILIKM B Bo3pacte 17 mer
11 MecsmeB GyHKIMOHUPYET IOYEUYHBIM TpaHCIUIAHTAT. ApTEepUaTbHOE J1aBIICHUE
117/67 mwm. prt. ct., nporeunypus 0,13 r/cyt, kpearnnun 0,096 mmons/n, CK® = 92
wi/mue/1,73m%, moueBmHa 5,9 Mmonb/1. KOC 6e3 orkimoneHwii. 1o  JaHHBIM
yIbTPa3BYKOBOIO  MCCIEJOBAaHMS ~ MeTpUdeckuii  obbem mouku 122 cmi.
Jonmneporpadgus He Mokazaja reMOJWHAMUYECKH 3HAYMMbIX W3MEHEHHI COCYAOB U
MHTpapeHaIbHOTO KPOBOTOKA TpPaHCIJIAHTAHTA. [NanpenTka noJy4aeT

MMMYHOCYIIPECCUBHYIO TEPAIIHIO.
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‘,. Renal-Coloboma cvHapom

E HocuTenb MyTaumK B reHe PAX2, apTepuranbHasa rmnepTeH3na

E HoonTens mytaumu B reHe PAX2

® Kono6oma, XBIM, cmepTs B 38 net

Pucynok 4.1 — ®parment ponocioBHoi npobanaa ¢ Renal — Coloboma cunapomom

®enotun  BAIIMIT  (HedyHKImoHUpYyOMass MYJIBTUKUCTO3HAS — JIUCTUIA3US
npaBoii mouku) y mnpodanma ¢ Renal — Coloboma cungpomom ¢ AD Ttunom

HaCIIeJIOBAHUSI.
4.2 Ocodennoctu BAIIMII npu oppannom CHARGE cunapome

Manbuuk, 10 mecsmeB. Anamnesis vitae: pedbeHok ot 1 OGepeMeHHOCTH, POJBI
cpounsie Ha 39 Henmene. Ha 24 wnemene Oepemennocty mno Y3U 3amomo3peHa
MYJIBTUKUCTO3HAS JHUCIUIA3Hs TMPaBoil mouku, Ha 39 Hexene OepeMenHoctH o Y3U
BBISIBJICHBI MHOYKECTBEHHBIC KHCTO3HBIE 00pa3oBaHUS MPaBOM MOYKH. bepeMeHHOCTHh
MpOTEKaNIa ¢ MHOTOBOJIUEM, KOPOTKOU yITOBUHOM.

HoBopoxaennsiit poauncs ¢ maccou tena 2810 rp, mmnHoun tena 47 cM, Anrap
7/7 GamnoB, COCTOSTHUE CPEAHEH THKECTH. BBHISBICHB aHOMAIUHA y HOBOPOXKIICHHOTO:
mpaBasi TJla3Hasi IIEJb HE CMBIKAETCs, POTATOPHBIM HUCTAarM, MyTHas pOTrOBHUIIA,
TUIOIUIA3Us HUKHEW YeNIOCTH, BBICOKOE roTHdyeckoe He0o. dparMeHT poJOCIOBHOM

nmpoOaHja IpeICTaBleH Ha PUCYHKE 4.2,
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Anamnesis morbi: Ha 2 CyTkM *XU3HU pe3KOE YXYJALICHHE COCTOSHHE, PeOCHOK
uHTyOupoBaH, Haxoawics Ha UBJI co 2 mo 8 u ¢ 10 mo 14 cyrku xu3nu. Ha 10 nenp
KU3HU MEPEBEAECH B OTIEJICHUE MATOJOTHMM HOBOPOXKAEHHBIX ¢ AuarHosom: CHHIpoMm
Jlexxena? Atpesust HocoBOro xona cnpasa? Bpoxaenusiii ruapodTansM. Bpoxnennas
KatapakTa. MyJIbTHUKHACTO3HAs AUCIUIa3us NpaBol mnouyku. Kpunropxusm cropasa.
Bonsnka suuka cnesa. [laxoBo-MOIIOHOYHas IpbDKa cieBa. TpaBMbl, Oolepalvu B
aHaMHe3€: TPEXEOCTOMMUS B 2 MecsIa KU3HH, TaCTPOCTOMMUS B 3 Mecsa KU3HH.

B 4 mecsna nuarHoctupoBan CHARGE cunapoM mpu Hamuyuu 5 OCHOBHBIX
JUArHOCTUYECKUX KPUTEPUEB:

«C»  kojoOoma XOpHMOHJIEH MPABOro Tiiaza, KoJoOoma AMCKA 3PUTEIHLHOTO HEpBa U
XOPHUOMJIEH JIEBOTO IJ1a3a, JaroTajabM CIpaBa 3a CUeT Mapesa JIMIEBOro HepBa,
pe3opO1ust MpepeTHHAIBHBIX TeMOpparuii MpaBoro ria3a, KOPTUKOCTEPOUIHAS
o TaIbMOTUIIEPTEH3US TPABOTO TJ1a34;

«H» BIIC 6e3 3HauMMBIX T€MOAWHAMHUYECKUX HAPYIICHWH: OTKPBITHIA MIUPOKHI
apTepHANIbHBIA MPOTOK, OTKPBITOE OBAJBHOE OKHO, JOMOJHUTEIbHAs XOpaa
neBoro xenyaouka, JIMIII;

«A»  arpe3ns XOaH - JaHHBIN PU3HAK Yy MTAIIUEHTA OTCYTCTBYET;

«R»  3amepxkka MCUXOMOTOPHOTO, PEUEBOT0 U (PU3UUECKOTO PA3BUTHS;

«G» maxoBas JHCTONMS TMPABOrO SMYKA, BOJASHKA SHMYKa CJIEBa, I[1aXOBO-
MOIIIOHOYHAs IPbIXKa CIIEBA;

«E»  nBycTtopoHHss HelipoceHcopHas TyroyxocTs -1V crenenu.

Homnonautensuo k ¢penorunny CHARGE cunapoma Beisiiena maronorus [[THC —
nceBA00YyIbOapHBIA CUHIPOM, CUHIPOM  IHPaMHMIHOW  HEJOCTAaTOYHOCTH,
nepuHataibHoe  nopaxenune — [HHC TUITOKCHYECKU -HILIEMUYECKOT O reHesa;

JApUHIOMAJISINMA 3 THMA.
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”

,. CHARGE cungpom

Pucynok 4.2 — ®parment poaocioBHoii cembr nnpodania ¢ CHARGE cunapomom

@®enotunn  BAIIMIT  (HedyHkuMoHupyromass MyJIbTUKUCTO3HAS — JTUCILIA3Us
npaBoii nmoyku, rugponedpo3om | cranuu cnesa) y npodbanna c CHARGE cunapomom ¢

AD Ttumnom HaciegoBaHUS.
4.3 Ocobennoctu BAIIMII npu oppannom CHARGE cunapome

Manpuuk, 3 roma 7 MecsueB. Anamnesis vitae: pedeHok oT 2 OepeMEHHOCTH,
poasl cpounbie. [Ipu poxaenun macca tena 3590 rp, AnuHa 55 ¢M, COCTOSIHUE TSIKETOE:
acuKcHs, AbIXaTelbHasg HEIOCTATOYHOCTh 3 cT. ['eHeanoruyeckuil aHaian3 CeMbU
MIPOBECTH HEBO3MOKHO: pEOEHOK C POKJICHHSI BOCIUTHIBAETCS B CHECIIUATM3UPOBAHHOM
JNETCKOM JIOM€, CBEIEHUS O COCTOSHUHM 3[0pOBbSl POJCTBEHHHUKOB MaJIbUMKa
OTCYTCTBYIOT.

Anamnesis morbi: ¢ poxnenuss HabmomaeTcst HeBposorom. Jlo 12 mecsies
KU3HU HAXOJWJICSA Ha 30HJOBOM MHUTAaHUU YEPe3 Ha30racTpajbHbI 30HJ B CBSI3U C
HapylieHHeM riotanusa npu acripanuu. B 1 rog 10 mecdnes BbisBIIEHA 3alepiKKa
MICUXOMOTOPHOI'O Y TICUXOPEUEBOT0 Pa3BUTHUS (CAMOCTOATENLHO HE XOJUJ, HE CTOSJI, HE
CUJIeJ; HaBbIKU CaMOOOCITYKMBaHUS OTCYTCTBOBaJIM). BBHISIBICHO HapylleHUE CiyXa —
MOBEJICHYECKUE PEAKIMM HAa 3BYKOBBIE CTHUMYJIBI B JUAIa30HE PEYEBBIX YAaCTOT HeE

CTaGI/IHBHBIC, B p€ur HCIIOJIB30BaJI TOJBKO IJIACHBIC 3BYKH, Ha 06pameHHy}0 pC€Ub HC
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pearupoBaji. YCTaHOBJEH JMAarHO3: XpPOHUYECKas JIBYCTOPOHHSS CEHCOHEBpasbHas
Tyroyxoctb |V crenenu, cneBa mo TUly CIayXxoBoM Heiponatuu. IIpoBeneHo
CIIyXOIPOTE3UPOBAHME aNapaTaMy 3ayITHOTO TUIIA.

B 3 rona 7 mecsueB y pebenka nuarHoctupoBaH CHARGE cunapom B cBsizu ¢
BBISIBJIEHUEM 5 OCHOBHBIX IUarHOCTUYECKUX KPUTEPHUEB:

«C»  komoboma cOoCyaucTOd OOOJOYKH U JUCKA 3PUTEIBHOTO0 HEpBa, CXOJAIIEECs
kocornasue OD, nmape3 nuieBoro HepBa, aCUMMETPHUSI JIMLIA;

«H»  BIIC 6e3 3HauuMbIX TeMOAMHAMUYECKUX HAPYIIEHUH — OTKPBITHIN
apTepuaibHbINA MPOTOK, OTKPHITOE OBAIILHOE OKHO;

«A»  aTpe3us XOaH - JaHHBIA MPU3HAK Yy MAlMEHTa OTCYTCTBYET;

«R»  pgedunur pocra (84,5 cM 4YTO, COOTBETCTBYET | NEHTWIBHOMY HHTEpBAILY
pebeHka 2,5 geTHero Bo3pacTa), 3aiepxKa GU3NIECKOro pa3BUTHUS;

«G»  KpUINTOPXU3M, FT€HUTAIbHAs TUIIOIIa3Us - MUKPOIIEHUC, GUMO3, ITPaBOE SIMYKO
OTCYTCTBYET, THIIOCIIA/IHS;

«E» aHomanpHas ¢opMa  YIIHBIX PAaKOBUH, XPOHHMYECKAs  JIBYCTOPOHHSS
HEHWPOCEHCOPHAs TYTOYXOCTh 4 CTEIEHH.

JonomuurenbHo kK ¢enotuny u reHotuny CHARGE cungpom BbIsiBIeHA
natonorusa LTHC: pesunyansno — opranudeckoe nopaxkenue [IHC, nceBaoOynbp0apHbIit
CUHIPOM, 3a/iep’KKa [ICHUXOPEUEBOr0 pa3BUTHS U TCUXOMOTOPHOTO pa3BUTHS;
NaTOJIOTHS OMOPHO-ABUTATEIHHOTO afmapaTa — CKOJno3, nonudananrus (yIBOCHUE
HOTrTeBOro ¢amanra Oonplmoro mnanblia JeBoi kuctu); Genorun BAIIMIIL:
JBYCTOPOHHSSI THUIOIIa3usl MOYEK, HeHporeHHass JUCHYHKIHS MOUYEBOTO IY3bIps IO

T'HIIOTOHUYCCKOMY THILY.

4.4 Ocob6ennoctu BAIIMII npu opdannom Fraser cunapome tunm 1

Manpunk, 1 rom 3 mecsma. Anamnesis vitae: peOeHok ot 4 OepeMEHHOCTH,

MPOTEKABIIEH C Yrpo30il MpepbIBaHUS U BHYTPUYTPOOHOH THMHOKcHUer mioaa. Poabl

nepBble, cpouHble Ha 39 Hepene 6epemeHHOoCcTH. Macca Tena nipu poxxaenun 4000 rp,
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muHa 57 oM, olleHKa nmo mkane Anrap 8/9 6amnoB. bauzkopoacTBeHHBIN Opak — oTen
pebeHKa ABOIOPOJHBIN OpaT Mo IMHUU MAaTEPH.

Anamnesis  morbi: C  poxaeHus  HaOmromaercs  o(TaIbMOIOTOM,
OTOPUHOJAPUHIOJIOTOM,  HeBposioroM.  Ilpu  poxaeHun  mo  pe3yiabrataMm
TUMIIAHOMETPHUH, ayJTMOMETPUM BBISIBICEHO CHIKEHHUE CllyXa C 00€MX CTOPOH, y3KHE
CIIyXOBbI€ ITpox0/bl. Ha mepBoM roay >kM3HU JUArHOCTUPOBaHA 3aJepKKa PU3NYECKOTrO
paszButus. OnepaTUBHOE JICUEHME: DHYKIIEalMs TIJa3HOro s0jo0ka W (opMUpOBaHHUE
IJ1a3HOM 1IEIU, KOCMETHUUECKOE MPOTE3UPOBaHUE, YCTPAHEHA CUHIAKTUINA 3-4 manblieB
o0erx KUCTeH, KOPpPUTHpYIOIIash OCTEOTOMHUS HOITEBOM (anaHru 2 majbpla IMpaBoi
kuctd. B 5 wmecsneB mo pe3ynbraTaM BHYTPHUBEHHOM HSKCKPETOpPHOW yporpaduu
€AMHCTBEHHas TMpaBas T[OYKa HOpMajlbHO pacnojiokeHa. KoHTpacTupoBanue
HE3HAYUTENBHO 3aMeiiieH0. DPopMbl U KOHTYpHI Touku He n3MeHeHbl. YJIC cnpaBa 6e3
rpyObIX aHaTOMO-(QyHKIIMOHANBHBIX HapyuieHud. Ha ypoBue ITIYC crolikuil TuHeHHbIHI
nedeKT KOHTPACTUPOBAHMS — HENb3S HCKIIOYUTH XOJ J00aBOYHOTO CoCy[a.
Mo4eTOYHHK TUIOTOHWYEH B HUKHEN TpeTu. KoHTpacT B MOUYE€BOM My3bIpE.

Ha mukuuonHo# nucroypereporpaduu MTpOKOHTPACTUPOBAH JUIMHHBIA U3BUTOU
MOYETOYHUK, PACIIMPEHHBIA B CpPEIHEW TPETH M 2 BJIEMEHTa, MPEANOJIOKUTEIBLHO
MOJIOCTHOM CHCTEMBI TIOYKH, PACIIONOKEHHBIX 110 HUKHEMY Kparo 3aJHEro oTrpe3ka 12
pebpa cneBa — oraudPepeHIIUPOBATh  DJIEMEHThI  PCHTTCHOJOTHYECKH  HE
IPEACTABISAETCS BO3MOKHBIM. MoOUEBOM My3bIpb OKPYIJIoi (OPMBI, C POBHBIMHU
YETKUMH KOHTYpaMu. Y PeTpa 4aCTUUHO KOHTPACTUPOBAHA.

Manpuuky B Bo3pacTte 6 MECALEB M0 Pe3yJIbTaTaM MOJEKYJIIPHO-TEHETHYECKOIO
uccienoBanus, npoBeaeHHoro B nabopatopun «F:GENETICS», u xauHUYEeCKHUX
MposIBJIEHUU nuarHoctupoBaH Fraser cunapom tun 1, 00ycloBIEHHBIH MyTaluend reHa
FRAS1 (4:2.78979165T>C) ¢ ayTOCOMHO-PEIIECCHBHBIM THIIOM HACIJICJOBAaHU.
OOHapy»KeH paHee He ONMCAaHHBII B JIUTEPAType BApUAHT B F€TEPO3UTOTHOM COCTOSTHUU
B 9Kk30He | u3 74 sx30H0B reHa FRAS1, mpuBosmuii k motepe ctapT-kogoHa. @parMeHT

POIOCIOBHOM MTpoOaHAa MpeACcTaBieH Ha PUCYHKE 4.3.
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BrisiBIIEHBI aHOMAaINU pasBuTuA CO CTOPOHBLI OpraHa 3pCHUA — KpI/IHTO(i)TaJ'H)M
CJICBA, CTCHO3 HOCOCJIC3HOI'O KaHajld; OpraHa ClIyXa — THIIOIJIa3ys YHIHBIX PAaKOBHH,
ABYCTOPOHH:AA aTpE3Usd HAPYIKHBIX CIYXOBBIX IIPOXOJ0B, CYJKCHHUE CIIYXOBBIX ITPOX0OO0B
B KOCTHBIX OTACJIaX, ABYCTOPOHHAA KOHAYKTHBHAA TYIrOyXOCTb 3 CTCIICHH, IIOPOK
pasBUTUA TOpTaHHM — IMNCPCAHAA MCKIOJI0COBasA MGM6paHa; MaToJaOrus KHUCTEU —

CUHIAKTWINA 3-4 maiblieB 00€MX KUCTEH.

O

‘,. Fraser cuHapom 1 TMNa

Pucynok 4.3 — ®parmeHT poaociaoBHOM ceMbr npobdana ¢ Fraser cunapomom 1 tuma

®enotun BAIIMII (runorutazus HedyHKIIMOHUpYIome ieBor mouku u [TIMP 111

CTereHH ciieBa) y mpobanna ¢ Fraser cunapomom tun 1 ¢ AR Trmom Hacie 0BaHUsI.
4.5 Ocooennoctu BAIIMII npu opdannom Pierson cunapome

Manpuuk 1 Tom 6 MmecsieB. Anamnesis vitae: peGeHOK OT 2 OEpeMEHHOCTH
(mepBbIii peOCHOK — JE€BOYKA, 370poBa). bepeMeHHOCTHh MpoTeKaja ¢ MHOTOBOJIHUEM,
OP3 ¢ anTmbakTepmanbHON Tepamueid, BaruHUTOM Ha 33 Hemene OepEeMEHHOCTH,
XpOHUYECKUM TuenoHepputom, sposuer meiku Mmatku. Poasr 2, cpounbie Ha 39
Henene OepemeHHocTH myteM KecapeBa ceuenus (muiaHoBoe). Macca Tena mnpu
poxnaenun 3175 rp, nnuHaSS cMm, oneHka no mkane Amnrap8/8 OamoB. dparmeHt

POIOCIOBHOM ITpo0OaHaa NpeIcTaBieH Ha pUCYHKE 4.4,
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Anamnesis morbi: ¢ 5 mo 26 cyTKH >KM3HH HaXOJIWJICS B OTICICHHH ITaTOJIOTHU
HOBOPOXKJICHHBIX C JHarHo3oM: HeoHaTaibHas MHQEKUMS HEYTOUHEHHOW STHUOJIOTHH,
MH(EKIMsT MOYEBBIBOJAIIMUX IMyTeW, HedpomnaTus, HE HCKIOYEH BTOPUYHBIN
He(poTrueckuii cuapom Ha ¢one BYU, unepebGpanbhas umemMust 2 CT., yMEPEHHBIH
CUHJIPOM YTHETEHUS, TUIOTOHUYECKUN CUHIPOM, CTUTMBI TU33MOpUOTEHE3a, OTKPHITOE
oBasibHOe OkHO, HK-0, BpoxzaeHHas kaTapakTta. OnepaTHMBHOE JieueHHE: B 3 Mecsla
KU3HU — MHUKPOUHBA3WMBHAsI HKCTpAKaICYJspHAS HKCTPAKUMs KaTapakThl C MepeaHei
BUTPIKTOMHUEN Ha JIEBOM rja3y, B 7 MECALEB >KU3HU — MUKPOMHBA3UBHAs JTUCLU3US
BTOPUYHOM KaTapakThl Ha JIEBOM TJlazy. Y MalbudKa B BO3pacTe 2 MeEcsIEeB
yctaHoBieHbl martosorus rina3 u [{HC: nBycTopoHHSs BpOXKIEHHas KaTapakTa,
HUCTarM, OOCTPYKUMOHHasi aMOiuonust OO0OMX IJia3, BPOXKICHHBIM JBYCTOPOHHUUN
CTEHO3 HOCOCJE3HOTO TIPOTOKA; MBbIIIEYHAsI THUINOTOHUS, YMEpPEHHash CMellaHHas
ruzaporedanus, perpouepedesuiipHas KUCTa, 3a/IepkKKa ICUXOMOTOPHOTO Pa3BUTHS.

B 8 Mecsier peOEHKY yCTaHOBICH KIMHHMKO-TEHETHUSCKUH IuarHo3 Pierson
CUHAPOM C ayTOCOMHO-PEIECCHBHBIM THUIIOM HacienoBaHus. B nmabGoparopun
«GENETICO» npu MoneKyIsIpHO-TEHETUYECKOM HCCIIeIOBAaHUM OOHApY)KEH paHee He
onucaHHbll BapuaHT (rs143405268) rerepo3urorHoit Mytamuu (MUCCEHC) B 18 BK30HE
reHa LAMB2 (chr3:9.49163473G>T), ENSTO00000418109.1:¢.2271C>A,
ENSP00000388325.1: p.Ser757Arg

TO%)&)O
a0

’. Pierson curgpom

%) XPOHWUYECKWIA NenoHedpuT

Pucynoxk 4.4 — ®@parMeHT poIOCIIOBHOM ceMbU IIpobania ¢ Pierson cuaapomMom
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®enotun BAIIMII (skronupoBaHHas MOAKOBOOOpa3Has MOYKA, JBYCTOPOHHUUI

rugpoHedpo3 | ctanum) y mpodanaa ¢ Pierson cuaapomom ¢ AR THIIOM HaclieT0BaHHUS.

4.6 Ocodennoctu BAIIMII npu opdannom Lowe cunapome

Maunbuuk, 2 roga 1 mecsi. Anamnesis vitae: pe6eHok oT 3 OepeMEeHHOCTH, POJIbI
BTOpbIe (mepBas Je€BOYKa 370poBa) myTeMm IuiaHoBoro KecapeBa cedeHwusl.
bepeMeHHOCTh MpoTeKana ¢ XpOHUYECKON HUKOTUHOBOM MHTOKCHUKAIIMEN, XPOHUUYECKON
TUTIOKCUM TIJI0/Ia, XPOHUUYECKON (eTorutaneHTapHod HEJO0CTAaTOYHOCTH, OOMOPOYHBIX
coctosinuil. [Ipu poxxnenun macca tena 2680 rp, anuHa Tena 48 cM, OLIEHKA MO IIKaJIe
Anrap 7/7 6amioB. B mepBele ABa roja JKW3HU HEOJHOKPAHO OIEPUPOBAH IO
odTanbmoniornueckomy npodunro. dparMeHT poaoCIOBHOM TpoOaHIa MpeCTaBIeH Ha
pucyske 4.5.

Anamnesis morbi: ¢ poxxaenus nHabmromaercst opraibMoa0oroM, HeBposoroM. Ha
5 CYTKHM JXKHW3HU TEPEBENIEH B OTIEJIECHUE MATOJIOTUH HOBOPOXKICHHBIX. BBISBICHBI
IBYCTOPOHHSIS ~ KaTapakTa, JABYCTOPOHHSAS TJIayKOMa, MBbIIIEYHAs TUIIOTOHMS,
runopedaeKkcus CIUHATBHBIX aBTOMAaTU3MOB, MATOJOTHYECKas YCTaHOBKA KHUCTEH IO
TUNy TIOJICHUX JIAllOK, 3a/IepKKa TICHXOMOTOPHOTO PAa3BUTHUSA, METa0OINYECKUE
HapylieHus.  benkoBo-aHepreTnueckas  HEAOCTATOYHOCTh  CpPEOHEW  CTENEHHU.
[lepBuyHbIi TUNOTHPE03 Ha (OHE TUIMOIJIA3UM HIMTOBHIHON JKele3bl. 3armoj03peH
Oxkyno-1iepedbpo-peHanbHbIN cuHApOoM Lowe. B mepuoie HOBOPOXKIACHHOCTH BBISBICHA
MPOTEMHYPHsSI B aHAIM3aX MOYH, K 2 rogam pocturatomas 1,09 r/i.

IIpu oGcnenoBanuu B 2 roga 1 MecsI] IMarHOCTUPOBAH KIMHUYSCKHN (PeHOTHIT
OKYJIO-TIepeOpO-peHANIBHOTO CHHIpoMa Lowe: TBYCTOpOHHSIS KaTapaKkTa, IBYCTOPOHHSIS
IJIayKoMa, MbIIIeYHas TUIIOTOHMS, 3aJepKKa MCUXOMOTOPHOIO Pa3BUTHUSA, CHHIIPOM
@aHKOHM (TUMEpaMUHOAIUAYpPUS, TPOTEUHYpHUs, TIIOKO3ypus). JuarHoctupoBaHa
OeNKOBO-IHEPreTHYeCcKas HEJOCTATOYHOCTh CPEIHEN CTETICHH, TIEPBUYHBIN TUTIOTHPEO3
Ha (oHEe TUMOIUIa3uu UIUTOBUIAHOM kemnesbl. [Ipu  MOJEKyIsipHO-TEHETUYECKOM
uccinenoBanuu, BoinosiHeHHOM B sabopatopun «F:GENETICS», wunentudunuponan

paHee HE OMHUCAHHBIN BapUaHT U3MEHEHUS JIHK X:0.129562665
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C>TENST00000371113.9:c. 1123C>TENST00000360154.4: p.His375Tyr B
TEMU3UTOTHOM COCTOSHHUHU B 12 3k30He u3 24 »k30HO0B reHa OCRL. VYcranosien

KJIIMHUKO-TeHeTH4YeCcKuil tuarno3 OKymno-mepedpo-peHanbHbIi cuaapom Lowe.

O

M O

‘. Lowe clHApOM

Pucynok 4.5 — ®parmMeHT po0CIOBHOM ceMbt npobdania ¢ Lowe cunapomom

®enotun BAITIMII (nBycTOpOoHHSIS THUIOIUIa3us mouek, ruapoHedpos | craguu

cripaBa) y npobanaa ¢ Lowe cuanpomom ¢ XLR Tunom HaciaegoBaHus.
4.7 Ocobennoctu BAIIMII npu opdpannom Lowe cunapome

Maupuuk, 11 get. Anamnesis vitae: pedenok ot 2 6epemennoctu (1 — abopt Ha 6
Hegene OepeMEeHHOCTH), O0epEeMEHHOCTh ITpoTeKaia Ha (oHE 00OCTPEHHN XPOHUUYECKOTO
BTOPUYHOTO muenoHehpuTa y Marepu Ha 12 wu 24 Hemensx (momydana
aHTHOaKTepHUaNbHYyI0 Tepanuto neHunmummHamu), OPBU wa 15 nenene. Poasr cpounsbie
Ha 39 wenene. Ilpu poxnenum macca 3660 rp, mmuna 46 cm, Amnrap 8/8 Gamios.
®parMeHT POOCIOBHOM MaTburKa MPEICTABICH Ha pUCYHKE 4.6.

Anamnesis morbi: ¢ meproga HOBOPOKIACHHOCTH HAOIIOAaeTCsl 0(PTaTbMOJIOTOM,
HeBposioroM. Ha 4 cyTku >XM3HM TIEpEBEICH B OT/ICJIICHUE MATOJOTUU HOBOPOKICHHBIX,

JWAarHOCTHPOBAaHA BPOXKICHHAS TJIAYKOMa, BPOXKIECHHAS JIBYCTOPOHHSS KaTapakra,
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BHYTpEHHssl ruaponedanus, reHepajn3oBaHHas MbllleyHas runotonus. Ha mepBom
roJy oTMeuanauch runotpodus 1-2 cr, BAJIOCTb, 3aJ€p’KKa POCTa M MCUXOMOTPHOTO
pa3BuTuA. OrnepaTuBHBIE BMEIIATENBCTBA: IKCTPAKLHUS KaTapaKThl, 3HIOCKOIMHMYECKAs
koppekuus [IMP ¢ o6eux cTopoH.

B 1 rog 6 mecsueB BrnepBble 00cCienoBaH B HE(POJIOTMUECKOM OTIEIECHUU B
CBS3M C PEUUAMBUPYIOIIMM MUETOHEPPUTOM (K MOMEHTY oOcieAoBaHMs mepeHec 3
amu3ozia — B 6 mecsiueB, 10 mecsitieB, 1 ron 4 mecsina). [lo pe3ynbrataMm MUKITMOHHOMN
muctorpaguu auarnoctuposad apycroponHuid [IMP III-IV crenenu, skckpeTopHOM
yporpaduu — ABycTopoHHui ypereporuaponedpos lI-IV cranuu.

Knuaudeckuit  ¢eHOTUIT  OKyJO-IiepeOpo-peHanbHoro  cuHapomMa Lowe vy
Manbudka 11 Jer: martojorus opraHa 3peHus: MUKpodTanbMusi, MHUKpodakus,
BpPOXKJICHHAsl TJayKoMa, BPOXKICHHAs JIBYCTOPOHHSIS KaTapakTa, pacxoJslleecs
KOCOIJIa3ue, TOpU30HTalbHbId HuctarM; naronorus IIHC: runmomna3zust MO30JIMCTOTO
Tena, HajauepeOeasipHas KUCTa, BHYTPEHHsAs TIujapouedanus, TreHepaIn30BaHHAs
MBILIEYHAsl TUIIOTOHMSI; TATOJIOTUs Nouek: cuHpoM daHkoHU (runodochareMuyecKkuit
paxut, pocharypus, TMIOKAIBLIUMUS, TPOKCUMAIbHBIN KaHAJIbLIEBBIH META00IMYECKUMA

anua03, TUIEpaMUHOALUTYPUS, TIIFOKO3YpHUs).

O

’. Lowe cuHApoM

@ XPOHWYECKNiA NnenoHehpnT

Pucynok 4.6 — ®parmMeHT po0CiIOBHOM ceMbr pobdanaa ¢ Lowe cuaapomMom



103

@®enorunn  BAIIMIT (aByctoponnullIMP III-IV  crenenu, nBYCTOpOHHUMI
ypeteporuaponedpo3 II-IV cragumn) y npobanna ¢ Lowe cungpomom ¢ XLR tunom

HaCJICcaoOBaHUA.

4.8 Ocodennoctu BAIIMII npu oppannom FOXP1 cunapome

Manpbuuk, 2 roga 11 mecsmeB. Anamnesis vitae: Majapuuk oT 2 OepeMEHHOCTH,
npoTrekaBiie 0Oe3 maronoruu. Poabl 2 cpounsie. [lepmon HOBOpOXIEHHOCTH 0€3
oco0eHHocTel. Macca Tena ipu poxxaenun 3500 rp, JJIMHA Teia IPU POXKIACHUH 54 cM.
BckapmiuBanue ¢ poxaeHUs UCKyCCTBeHHOE. BakimuupoBaH 1o Bo3pacty. dparmeHt
POJIOCIIOBHOM NaI[MeHTa MPEICTaBIEH HA PUCYHKE 4.7,

Anamnesis morbi: B 1 rom 3 Mecsa ycTaHOBJIEH AMarHo3: [ 'eMOJUTHKO-
YPEeMUYECKUM CUHAPOM (TeMOJUTHYECKAass aHEMHs, TPOMOOITOINCHUs, OCTPOe
NOBPEXKIEHUE  TOYEK), TMOCTAUApeiiHblil, B  Ae0I0T€  aCCOIMUPOBAHHBIA  C
HE(QPOTUYECKUM  CHUHAPOMOM, remaTypueid. OcTpoe TOBpPEKIECHUE IOYEeK C
BOCCTAHOBJICHUEM (DYHKITUH.

Y  nmamueHTa  BBIIBICHO ~ BTOPUYHOE  MMMYHOAC(HUIUTHOE  COCTOSIHUE
(runmommmyHorinoOymnuHemus 1gG, B-mumdonuronenus). duchyHkius (aromuTos.
JlatentHas repmnec-BupycHas wuHbekmus 1 / 2, 4, 5 tunoB. HocurenbcTtBo
Staphylococcus aureus B 3eBe. [ucOmo3 kumeuynuka ¢ mnponudepamnueit Candida,
Klebsiella pneumoniae. AprtepuoBeHO3Hass ManbpopMmalds JIEBOTO  JIETKOTO.
['unepromonricTenHEMUSL.

[lo mnoBomy pe3uayaIbHO-OPIraHUYECKOTO MOPAXEHUs TOJIOBHOIO  MO3Ta
CMEIIAaHHOTO TeHe3a  (TMMOKCHMYECKU-UIIEeMUYECKOro) TMpoOaHa  HaOrojaeTcs
HEBPOJIOTOM.

MouneKynsIpHO-TEHETUYECKOE HCCIIEIOBaHNEe, BBITIOJIHEHHOE B JabopaTopuu
MosekyisipHor nuarHoctuku HUIL CIIOI'TIMY, BwisiBUIO paHee HE ONHMCAHHBIA B

JUTEepaType BapuaHT reTepo3uroTHoi myranuu B reae FOXP1 (c.664+1G>C): N/A.
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;- FOXP1 cuHapoM

Pucynok 4.7 — ®parmeHnT poaocioBHoii cembr nmpodania ¢ FOXP1 cunapomom

®enotun BAIIMII (moaxoBooOpa3Hs mouka, HenonHoe yaBoenue YJIC obenx
MOJIOBUH MOJIKOBOOOPA3HOM MOYKHU 3a CUET JIOXaHOK M 100aBOYHbIE TTOUEYHBIE apTEPHH)

y npo6anga ¢ FOXP1 cunapomom ¢ AD THUIIOM Haclie10BaHUS.
4.9 Oco6ennoctu BAIIMII npu opdannom Schuurs — Hoeijmakers cuaapome

JleBouka, 4 roma 5 mecsmeB. Anamnesis vitae: PebGenok ot 1 OepeMEHHOCTH,
NEPBBIX CPOUYHBIX poaoB. bepemenHocTs mpotekana Ha (one OPBU, Toxcukosa,
MuKoriasMeHHor umHpeknuu. [Ipu poxnenmu macca tema 3740 rp, mmHA 52 CM,
ocTpasi MHTpaHaTaJbHasl THIOKCHS TUT0/1a, OOBUTHE MYMOBUHBI BOKPYT Iieu. dparmeHT
POJIOCIIOBHOM J€BOYKH MPECTaBIEH HA pUCYHKE 4.8.

Anamnesis morbi: Ha 4 CcyTKM JKHM3HU TIEpEBEJICHa B OTJACICHUE IATOJOTHUU
HOBOPOXJCHHBIX C  JIMATHO30M: MEPUHATAIBHOE  THIIOKCUYECKU-UIIEMHUYECKOE
nopaxxenue [[HC 2 cr. HeonatanpHas nadexius ModeBbIBOASINX myTei. ComutapHas
kucTa mpaBod movyku. Ha 11 cyTku BeIsiBIEeH MHKpO(dTaIbM, MUKPOKOpHEa, KOJIoOoma
pagyXKku U cocyauctoil oOonouku. IlocTaBieHa Ha JAWCHAHCEPHBIM YyYe€T K
odpransmonory. Ha nepBom rojy *Ku3HH pociia U pa3BUBaiIach ¢ TEMIIOBOM 3aJ€PKKOM —

TOJIOBY JAEPKUT C 2 MECSIEB, IEPEBOPAUYMUBAETCS C 5 MECALIEB, CUIUT C 7 MECSLIEB.
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Y neBouku B Bo3pacte 4 JIET 5 MeCAUEB NPU MOJIEKYJISIPHO-TEHETUYECKOM
UCCJIEeI0BAHNUH, BBIMOJIHEHHOM Ha Kadeape oOumed U MOJEKYISIPHOH MEIUIMHCKOU
reHetrku CIIOITIMY, oOnapyxeH maroreHHsli BapuaHT ¢.607C>T p.(Arg203Trp) B
reHe PACS1, kotopslii oTBEeTCTBEHHBIN 3a pa3Butue Schuurs — Hoeijmakers cunapoma
¢ AD Ttunom HacnegoBaHusl.

Co CTOpPOHBI OpraHOB 3pEHHs YCTAHOBIEHBI CXOJMINEECs KOCOIIa3ue,
MUKpO(pTaNIbM, MHUKPOKOPHEa, KOJIOOOMa panayKKu U cocyauctoil oOonouku. Co
CTOpOHBI ~ HepBHOW  cucrembl guarHoctupoBan JUIIL, cmemannas ¢dopwma,
ANWIIeNTUYECKas SHIe(anonaTus, 3aJepxKKka MCUXOMOTOPHOIO Pa3BUTHS, TMIIOIIA3Us
CPEIMHHBIX CTPYKTYp dYepBsi Mo3xkeuka. Kpanumodarnumanbable MukpoaHomanuu. Co
CTOPOHBI OIOPHO-ABUTATEIBHOIO almnapara JUarHOCTUPOBAH HUKHUI CHACUTEUYECKUIA
napanape3 B CTPYKTypE€ OPraHMYECKOTO MOPaXKEHUsl LUEHTPAIbHON HEPBHOM CUCTEMBI,

TJIaHOBAIBI'yCHAs JAedopMaliusi CTOII.

O

”

’. Schuurs — Hoetjmakers cuampon

Pucynok 4.8 — ®parmeHT pogoCIOBHOM ceMbH MPoOaHIa

¢ Schuurs — Hoeijmakers cuaapomom

®enotun  BAIIMII (nBycTOpoHHEE TOJIHOE YJIBOGHHE TMOYEK (YalleyHo-
JIOXaHOYHOW CHCTEMBI M MOYETOYHHKOB)) y mpobanma ¢ Schuurs — Hoeijmakers

curapoMoM ¢ AD Tumnom Hacie 0BaHHUS.
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4.10 Oco6ennoctu BAIIMII npu oppannoii 6o1e3um Dent 2

Mamnbuuk, 11 ger. Anamnesis vitae: mMaigpumk oT 1 GepeMeHHOCTH, 1 po/IOB Ha
37/38 Henene OepeMeHHOCTH myTeM IaHoBoro KecapeBa ceuenusi. bepemeHHOCTb
MpoTeKajga C BHYTPUYTPOOHOW THUMOKCHUEW IUIOAa, XPOHUYECKOW ILIAlEHTapHOU
HeIOoCTaTouHOCThIO. [Ipu poxaenun macca tena 2400 rp, anuHa tena 50 cM, OLeHKa 1o
Anrap 5/7 0amioB, OKOJIOTUIOJHBIE  BOABI TYCTO  OKpAII€Hbl  MEKOHUEM.
AnneproaHaMHe3 — NUIIeBasi ajuieprusi Ha OEJI0K KOPOBBETO MOJIOKA, pblOy. dparMeHT
POJIOCIIOBHOM IIpoOaHa npeicTaBieH Ha pucyHke 4.9.

Anamnesis morbi: ¢ poxxacHust HaOIOaeTCS OPTATBLMOIOTOM: Ha 4 JIEHb KU3HU
NIEpPEBE/ICH B OT/CJICHUE MATOJOTHMH HOBOPOKJICHHBIX B COCTOSIHUM CPETHEN TSIKECTU C
MOJIO3PEHUEM Ha TMATOJIOTHUIO TJa3. B mepuose HOBOPOXKAEHHOCTH NMATHOCTHPOBAHA
BPOXKJICHHAs  JIBYCTOPOHHSS  KaTapakTaoOowx TJa3, adakus JIeBOro  rJjasa.
JIByctoponnuit  OydranemM. B 4  wMecsia  AMarHOCTUPOBaHA  BPOXKIACHHAS
JNEKOMIICHCUPOBaHHAas  IJayKoMma, NPOBEJECHO  ONEPAaTUBHOE  JIEUEHHE  —
CUHYCTpaOEKyJIEKTOMHUS ¢ Oa3adbHBIM KJIaaHHBIM UPUEHKIEH3ECOM Ha MPABOM IJIa3y.
B 8 wMecdueB OUarHOCTUPOBAHO YBEJIWYEHHE pPA3MEpPOB JIEBOTO TJ1a3a, IOSBICHUE
BBIPQKEHHOTO OTeKa pOroBuIlbl. B 9 MecsieB BBHINOJNHEHA CHHYCTPAOCKIIKTOMUS C
0a3ajgbHBIM KJIANAHHBIM HWPHUACHKIE3UCOM Ha JieBoM Tnazy. B 1 rom 7 wmecsies
IPOBEJACHO ONEPaTUBHOE JIEUEHHME — OKCTPAKUUsA KaTapakTbhl C NepeaHen
BEHTPUKYJIIOTOMUEU HA JIEBOM IJa3zy.

C poxneHust HaOIK01a€TCsI HEBPOJIOTOM: OPraHHMYECKOE TTOPAKEHUE EHTPAIbHOMN
HEPBHOM CHUCTEMbI, CHUHIPOM JIMKBOPOJMHAMUYECKHX HApYIICHUH, CMellaHHas
aMHUOTpOHUYECKast ruaporedatus. [M'unonnazus MO30JIUCTOTO Tena.
Petpouepebemsipnas kucta. C TepBbIX AHEW JKU3HM HaOJ0Aanach BhIpaKEeHHAs
MBIIIICYHAsT TUIIOTOHMSI, TUTIOpedIeKCHs, TapeTHIecKasl ycTaHOBKa kuctei. B 3 mecsia
ycTaHOBJIEeHO nepuHaTaibHoe mnopaxkenne [[HC. CunapoMm JIHKBOPOJIUHAMUYECKHX
Hapymennil. 3aaepxka [IMP. C 2 mecdieB B aHaiM3ax MOYH BBISIBIIEHA NPOTEUHYPUS
1o 0,3 r/n. B 3 Mecsina yCcTaHOBJIEH AUArHo3 runotpodus mno tumy aucropoduu 1 cr.

Paxut 2, mogoctpoe Teuenune. Mamass anomanus cepaua: OTKpbITOE OBaJIbHOE OKHO,
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HK-0. Anemus 2 crenenu. Ilymouynas rpepka. BHyTpuyTpoOHas uHGeEKIus
(oOHapyxensl Ig G x Tokcomnasmo3y). B 3 roma mpu oOcienoBaHuM B CBSI3U C
BBISIBIICHHOM MAaToJorue co cropoHsl opraHa 3penus, [THC u moyexk ycTaHOBIEH
nuarto3: Okyno-uepedpo-peHanbHblii cuHapoM Lowe. PexkomeHmoBaHO mnpoBeneHue
MOJIEKYJIIPHO-T€HETUYECKOTO UCCIIEI0BAHMUS.

B 11 mer mpu mnpoBeneHUM MOJEKYISAPHO-TEHETUYECKOTO MCCIEAOBAaHUS B
nabopatopun «F:GENETICS» wuaentuduuupoBaHa NpoTsHKEHHas Aelielus ydacTKa
xpomocombl X ¢ rpanunamu 129540739 — 129806486 u pasmepom 265,7 Kb,
3arparuBaromias oonactb 5 reHoB, 4 u3 Kotopbix sBisitorcs mopounneiMu (OCLR,
ZDHHC9, SASH3, XPNPEP2).

[Ipo6anx Hocutens wmytamuu reHoB OCLR, ZDHHC9, SASH3, XPNPEP2.
[laTorennbie BapuanTel B TeHe SASH3 mnpuBoasT K pa3BuTHIO X-CUEMJIEHHOTO
peruccuBHOoro umMMmyHonedunuta. Ilatorennsie Bapuantel B rene ZDHHCO — x
pa3BUTHIO  X-CIEIUIEHHOTO  CHHJIPOMAJIBHOTO  HApYyLIEHUS  UHTEIUIEKTYaJbHOTO
pa3BuTHs, TUI PaiiMoH.

[lo pe3ynbTataM MOJEKYJISPHO-TEHETUYECKOTO HCCIIEIOBAHUA M OCOOEHHOCTEN
KIIMHUYECKOTO (PEHOTHUIIAa JHArHO3 OKYJIO-IepeOpo-peHaNbHbI cuHApOoM LOwe Obid
BepUDUITUPOBaAH.

VYcTaHOBIEH KIMHUKO-TeHeTHYeckuid auarHo3: bosesns Dent 2. Bpoxnennas
KarapakTa oOeux 1Ia3. JIByctopoHHmii Oydrambm. Bpoxiaennas omnepupoBaHHas
rimaykoma, adaxus seBoro riaza. Opranuueckoe mnopaxenue IHC, cunnpom
JMKBOPOAMHAMUYECKUX HApYILIEHUH, cMellaHHas aMHHOTpodudeckas ruapouedatus.
['mnorurazus  Mo3oiucroro  Tena.  PerpouepebemnspHas  kucrta.  Hapymienwue
MHTEJUIEKTYaJIbHOTO pa3BUTHA. BropuuHbli xpoHHueckuil nuenoHedputr. CUHIApPOM
®ankonn  (runepamMuHoanMaypus, (GocdaTypus, TNPOTEUHYPHUS, KaHAJIbLIEBBIN
Metabonumueckuid  anumao3, runodocharemus). MenymuisapHbelii  HeDPOKAIBIMHO3.

[TaxoBas puctorms oboux sudek. Cunapom XKunnsoepa. Jlommxocurma.
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‘. Dent cnHApOM 2 TUNa

% XPOHUYECKWA MMeNOHePUT, XPOHWUYECKMIA LMCTUT

Pucynok 4.9 — ®parmMeHT poi0ciIOBHON ceMbU Mpolana ¢ 6ose3Hsto Dent 2

®enotun BAIIMII (aBycroponnuii ypereporuaponedpos |l cragum cnpasa, |

cTajuu cjesa) y npobanaa ¢ 6one3npto Dent 2 ¢ XLR tunom HacnemoBaHusl.
4.11 Ocodennoctu BAIIMII npu oppannoiit VACTERL acconnanuu

JleBouka, 12 metT. Anamnesis vitae: peOeHOK oT 2 OepeMEHHOCTH, IPOTEKABIIIEH C
anemuel, Tokcuko3zom, OPBU B I monoBune, yrpozamu mnpepoiBanus Ha 24-, 32-, 36-
nuenensx.Ponpl BTOpeie, cpounbie Ha 40-i HemeneOEpeMEHHOCTH ITyTeM IIJIaHOBOTO
KecapeBa ceuenus. Ponunace ¢ maccoit tena 2180 rp, nnunHoii 48 cm. dparmeHt
POJIOCIIOBHOM TIpoOaHa nmpectapieH Ha pucyHke 4.10.

Anamnesis morbi: nmpu poKJACHUH BISIBIICHBI MHO)KCCTBEHHBIC TTOPOKU Pa3BUTHUS
— JIeKCTpakapiusi, aTpe3us NUIIEBOJAa M HIWKHHUM TpaxeomuIeBOAHBIM CBUII,
Hapymenue cermentanuu Th IV-XII u pebep, Bpoxxnennast tpaxeomansmus. B 1 mecsiy
nepeHecia MHEBMOHHIO, B 4 Mecsilla — OCTPhI OOCTPYKTUBHBIA OpPOHXHUT, OTKPBITOE
oBajlbHOE OKHO Bu3yanusupoBaioch Ha DXOKI' nmo 1 roma 3 mecsueB. B nepuone
HOBOPOJKJICHHOCTH MPOBEJICHO ONEPATUBHOE JICYEHUE — HAJIOKEH MPSIMOl aHACTOMO3
MUIIEBO/IA, TUKBUIUPOBAH HUKHUIM TPAXEOIMUILIEBOIHBINA CBUII B EPBbIE CYTKHU KU3HMU;

B 4 rona 11 MmecsaneB — sHpockonuyeckoe jedenue [IMP IV crenenum crpaBa. B 8
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MECALIEB IEpeHecaa OCTPbId MUEIOHEPPUT, 3aMOJO3PEH  YPETepOTrHIpOHEPPO3

IIEPEKPECTHO TUCTONMMPOBAHHON ITpaBor Mo4Yku. B 2 rona nocranosneH karerep Pones

Ha JUIMTENbHBIA Cpok. Ilo JaHHBIM HKCKPETOpPHOW yporpaduu JuarHOCTUPOBAHBI

ypeteporuaponedpo3 mepekpecTHO AUCTOMUPOBAHHON MPaBOM MOYKH, POTALMS JIEBOU

nouku. [To nanubM MukimonHou uucrorpadguu — [IMP IV crenenu cnpasa, HAMII no
runopedIeKTOpHOMY TUIY. Y JAEBOYKH MO 6 OCHOBHBIM JAMATHOCTUYECKUM KPUTEPUSIM
yctanoBiieH quarno3 VACTERL accornuanus:

«V»  HapymeHue cermeHtauuu 1o3BoHkoB Th IV-XII u pebep, BpOXIEHHBIM
KA(OCKOINO3 TMO3BOHOYHUKA, THAPOMHUENMS, ara3us KOMYMKa, KHCTa
KOITYMKa;

«A»  aHajbHas aTpe3usl —IaHHBIA MPU3HAK Y TAIMEHTKU OTCYTCTBYET;

«C»  nmekcTpakapvs, MHOKECTBEHHBIE DKTOIIUYECKUE MOMEPEYHBIE XOP/bL;

«T»  HWXKHUHN TPaXEOMUILEBOIHbII CBUIII,

«E»  arpes3usa numeBona;

«R»  mepekpecTHas QUCTONUS MPAaBOM MOYKH, YPETEPOTrUAPOHEPPO3 MpaBOi MOYKH,
IIMP IV crenenu cnipaBa, HIIMII o runopediekropHOMYy THITY;

«L»  ymepenHas BapycHas nedopmaiusi HUKHUX KOHEUYHOCTEH.

P

O_

B B
0 .eub
é D) oo

’. VACTERL-accoumaumsa I:I AANBTOHNSM
%
JZ[ ymep % cnHapom MapdaHa

Pucynok 4.10 — ®parment pogocioBroi mpodanga ¢ VACTERL

accolanuen
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®eHoTHUIT BAIIMII (mepekpecTHas JACTOIINS [IpaBou [IOYKH,
ypeteporuaponedpo3 mnpaBoii nouku, I[IMP IV crenenu cnpasa, HJMII 1o

runopedaexkropaomy tuny) y npodanaa ¢ VACTERL accouuanueil.

4.12 Ocobennoctu BAIIMII npu HacJieICTBEHHOM CHHAPOMeE T'MIOIJIazun/

amasuu nmovek 3 Tuna / Renal hypodysplasia/ aplasia 3 Tuna

Manbuuk, 4 roga 9 mecsueB. Anamnesis vitae: pebenox ot 1 GepeMEeHHOCTH,
nporekaBmiet Ha ¢oHe OPBU wna 22 Henmene, TOKCcHKO3a TMEpPBOM MOJIOBUHBI. PojbI
cpounbie Ha 39 Henene O6epemeHHocTH. [Ipu poxxknennu macca 2700 rp, nouHa 39 o,
Anrap 8/8 OGamnoB. Ha mepBoM romy »u3HM pociia M pPa3BUBAIACh C TEMIIOBOM
3aJIepKKOM TICUXOMOTOPHOTO U (PU3UUYECKOr0 Pa3BUTHUS, C POXKJIEHHUA HaOmoaercs
HeBposoroM. [maponedanus 3anomo3peHa BHYTpuyTpoObHo mno Y3U. @parmenr
POIOCIOBHOM NMAallMEHTa NPEACTaBIeH Ha pucyHke 4.11.

Anamnesis morbi: B 1 mMecsil o pe3yabTataM HeHpPOCOHOTpaduu MOATBEPIKICHA
ruaponedanus. B 1 rom 4 Mecsia npu MOJO3peHUM Ha OCTPHIM MUETOHEPPUT B
NOJIMKJIMHUKE TI0 MECTY JKUTENbCTBA (AMArHo3 HE MOATBEPAMIICS) BbINOJHEHO Y3U
IOYEK M MOYEBOrO Iy3bIPs, BBISBICHO YMEHBIIEHHE pa3MEpOB NPaBOM IOYKH,
JTUCTONHUS JIEBOW TOYKUA. PexomeHaoBaHO o0O0CieI0BaHHE B CIEIUATU3UPOBAHHOM
HE(POJIOTUYECKOM CTAI[MOHApE.

Manpuuky B 4 roma 9 MecsieB y MaibudMKa BBISIBICHBI: [ umaporedanus.
3anmepikKa peueBoOro U MOTOPHOTO pa3BuTHUA. [edopmanmu rpyaHON KIETKU, BapyCcHAs
HIKHUX KOHEYHOCTEN.

[Tpu MonexkynsipHO-TeHETHYEeCKOM HccieqoBanuu B aboparopun « GENETICO»
uneatudunupoBana Mmytanus B rene GREBLL (chrl8:9.19088490G>A), panee He
OMMCaHHBIN B nuTepaType BapuaHT (IS1435669398) B rerepo3uroTHOM COCTOSIHUU B
sk3oHe 27 (u3 33) rena GREBIL.

B karanmore OMIM Renal hypodysplasia/aplasia 3 tuma - runomnaswus/amnasus

modek 3 Tuma onrcana BeieacTeue myranuu rena GREBIL.
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,-. Renal hypodysplasia/ aplasia cuHApom 3 TUNa

Pucynok 4.11 — ®@parMeHT poJI0CIIOBHOM CEMbU MTPOOaHa ¢ CHHIAPOMOM

Renal hypodysplasia/ aplasia 3 tuna

®enotun BAIIMII (rumoria3usi nmpaBoi MOYKH, MOSICHUYHAS JUCTOIMS JIEBON
nouku, rtuaponedpos Il cremenm cneBa) y mpobaHga ¢ cuHapomom Renal

hypodysplasia/ aplasia 3 Tuma ¢ AD Tmom HaclieJOBaHHS.

4.13 Ocooennoctu BAIIMII npu xpomMocomMHo# opdaHHOM 00J1€3HU — CHHApPOMe

Hlepemenckoro-Tepuepa

JleBouka, 5 mer 6 MecsueB. Anamnesis vitae: peOeHok oT 1 OepeMEHHOCTH,
MpoTeKaBlieil ¢ no3gHuM recto3oM, OPBU wna 13 Henmene, TOKCHKO30M TIE€pBOM
MoJIOBUHBI. Ponbl cpouHble Ha 38 Hexelle MyTeM IUIAHOBOrO KecapeBa cedyeHus. [lpu
poxnaeann wmacca tena 3400 rp, mmmHa 49 cMm, Anrap 8/8 Oammos. I'pymnHOe
BCKapMiuBaHue 10 | roma. dparMeHT pOJOCIOBHOW MpoOaHja NpeACTaBiIeH Ha
pucynke 4.12.

Anamnesis morbi: Ha mepBoM rojy XH3HH HaOII0AAIaCh HEBPOJIOTOM TIO IIOBOIY
nepuHaTanbHoro nopaxenus [L{HC.

JleBouKka C paHHEro BO3pacTa COCTOMT Ha JIMCHAHCEPHOM ydeTe y Hedpojora c

JMAarHO30M TMOAKOBOOOpa3Has Moyka, runeppediIeKTOpHbIA MOYEBOM MYy3bIph, JHEBHOE
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HEJepKaHUE MOYM; Y dHAOKpPUHOJIOra ¢ nuarno3oMm curapom lllepemesckoro-Tepuepa
(xapuotun 45X); y odranpMoiora ¢ JAarHO30M THIEPMETPOMNHUS, COJAPYKECTBEHHOE
CXOJsIIEecs] KOCOIIa3nue; y KapAuojiora C JUarHo3oM JIBYCTBOPYATHIA aOpTaIbHBIN
knanan, HKO.

B Bo3pacte 5,5 neT y n1eBOUKM BBIABIEHA 3aJ€pXKKa pOCTa, MIUPOKas U KOPOTKas
1iesi, KpbUIOBUHBIE CKJIAJAKU KOXKH, KOCOTJIa3Hue, NTO3, JMUKAHT, BBICOKOE TOTUYECKOE
He0O, HHM3KHM pOCT BOJIOC HA 3aTbUIKE, BAABJICHHAs TpyJHas KIETKa, MIUPOKO
paccTaBieHHbIE BTSIHYThI€ COCKHM, €IMHUYHbIE MMTMEHTHbIE HEBYCHI HA CIIMHE U TPY/IH,
TeHUTAJIMU 110 )KEHCKOMY THIY, JIETKas CTENEHb 3a/I€PKKU ICUXOMOTOPHOT'O Pa3BUTHSI.

C panHero Bo3pacTta y JEBOYKH YCTAaHOBJIEHA YWCIOBas aHOMAJUs IOJIOBBIX

XpPOMOCOM — MOHOCOMHUSI X XpOMOCOMBI (Kapuotui 45,X).

O O

”

J‘,. cMHApom LepeweBckoro-TepHepa

Pucynok 4.12 — ®parMeHT poI0CIIOBHOM CeMbHU TTpoOaHa

¢ cugapomom lllepemesckoro-TepHepa

®enotun BATIMII (moakoBooOpa3Has mouka, HAMII mo runeppediaekropHomy

tuny) y npobanna cuagpomom lllepemesckoro-Tepuepa (kapuortui 45,X).
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4.14 Oco6ennoctu BAIIMII npu xpomocomHoii opdaHHOI G0JIe3HN —

cunapome Down/ layna

Maunpuuk, 15 ner. Anamnesis vitae: manpuuk oT 7 OEpEeMEHHOCTH, MPOTEKABIIEH
Ha QoHe yrpo3sl npepbiBaHus. Poabl mpexaeBpeMeHHble Ha 36 Hemene, MyTeM
AKCTPEHHOT0 KecapeBa ceyeHus, peOCHOK MepBbId U3 IBONMHU (BTOpON peOEHOK W3
nBoitHu 3mopoB). Ilpu poxnaenun macca tena 2050 rp, anuHa Tenma 45 cm, Ha
UCKYCCTBEHHOM BCKapMJIMBaHUU. TpaBMbI B aHAMHE3€ — YaCThIC MepesioMbl. ManbuuKky
IPOBECHBI OlEpaluu: anmneHaekToMuss B 6 jet, ageHoromus B 10 jer. dparmeHT
POIOCTIOBHOM TTpo0OaH Ia mpeIcTaBieH Ha pucyHke 4.13.

Anamnesis morbi: mpobaHa — MaTbYMK UMEET YMCIIOBYI0 AaHOMAJIHIO TPHCOMHIO
o 21 xpomocome, kapuotun 47,XY (+21). Y HOBOPOXKIEHHOTO peOCHKAa yCTaHOBJICH
nuarno3 curapom [layna. Cunpaktunus 2,3 naneiieB obeux crom. BIIC: JIMIIIL. C
paHHEro BO3pacTa MalbUMK HAOIIOJAETCs HEBPOJIOTOM, MCUXHATPOM, KapAHOJIOTOM,
racTPO’HTEPOJIOrOM, O(TaIbMOJIOroM, opTornenoM. PebeHok ¢ 5 ner HaOmromaeTcs y
SHAOKPUHOJIOTa C M30BITOYHOM Maccoil Tena, B 12 JeT IMarHOCTHUPOBAH THIIOTHUPEO3,
MOJIy4aeT 3aMECTUTENIbHYIO0 Tepanuio. B cBiI3uM ¢ yacTeiIMu mepesnoMamMu B 15 jer
oOcneIoBaH HJIOKPUHOJIOTOM: JIaHHBIX 3@ MATOJIOTHIO MapallMTOBUIHBIX >Kelie3 He
MOJIy4EHO, TOPMOHAJIBHOE JICUEHHE JOCTATOYHOE, BBISIBJICHO — IOBBIIICHUE YPOBHSA
kpeatunuHa, cHuwkenne CK® (83,5 mu/mun/1,73M?), CHMKEHHE Y3MMETPUUECKOTO
o0BeMa MpaBoi MOYKH.

B 15 nmer obcnenoBan B Hedponorudeckom otaenennn kiaunuku CIIOITIMY,
YCTAaHOBJIEH NOMarHo3: ['Wmnomiasuss mouyeKk JBYCTOPOHHSS mnpu cuHapome JlayHa c
XapaKTEepHbIM (PEHOTUIIOM: JIMIIEBbIE aHOMaIHKU (KOCOM MOHTOJIOWJIHBIA pa3pe3 rias,
AMUKAHT, KOPOTKUI HOC, MAJIEHbKUE YIIHU, MOJYOTKPBITHIA POT C BBICYHYTHIM SI3bIKOM);
aHOMAJIMU TaibleB KUCTEH U cTON (MaJICHbKUE KHUCTH C MOIMEpEeYHOM OOpo3/M0i Ha
JaJI0HU, YKOpoueHue Qananr 5 manblia ¢ 00eux CTOPOH, CHHIAKTUIUS — CpalleHue 2
MajbleB JIEBOW CTOMbI, 3 maiblla IPaBOM CTOMBI), OPAaXUCUHIAKTIINS — YKOPOUEHHE
naibleB Kucter u crom, miockocronue; BIIC: JIMIIII; pe3unayanbHO — OpraHUYECKOE

nopaxkeHue rosioBHOoro mo3sra. Juzaptpus. Onurodpenus. DHuedanonatus B
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CTPYKTYpPE OCHOBHOI'O TI'E€HETHYECKOro 3abojeBaHus. 3aJep)KKa ICUXUYECKOTO
pazButus. KoruutuBublli aepuuut. I'mnotupeo3. CrnoXHBIA THIEPMETPONUYECKUI
aCTUTMAaTU3M C KOCBIMH OCSMH o00oux ria3. ['unepmerponus cinaboil creneHu.
ATtunuyHas Katapakta o0oux ria3. Jlucmiuasus 1eHHO-TOSICHUYHOIO — OTHeja
no3BoHoyHuMKa Il cremenu.  Jluciuiasuss — MOSICHUYHO-KOIIYMKOBOIO  OTHENIA
M03BOHOYHMKA. BanberycHas nedopmanus cron. JByCTOpOHHSSI CMEIIaHHAS TYTOYXOCTb
(cipaBa MUHHMMaJIbHAs, ciieBa 1 cTeneHn).

[Ipy MonekynIsIpHO-TEHETUYECKOM HCClieJoBaHuU B Jabopatopuu «I'eHomen»

UACHTU(PUIUPOBAH TMAaTOreHHBIH BapUaHT TreTepo3uroTHor Mmytanuu reHa WDR35

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

—-O

’,. cMHapom [layHa

Pucynok 4.13 — ®@parMeHT po10CcIOBHOM TTpobaHa ¢ cuaapoMom JlayHa

®enotun  BAIIMII  (runmomnasusi mnodek  aABycTopoHHss, HJMII o

runopedICKTOpHOMY THITY) y pobanaa ¢ cuaapomom Jlayna (kapuotun 47,XY (+21)).

Kak BugHO u3 rnassel 4, y 14 marueHToB cpenHuii Bo3pacT BbisiBieHus BATIMII,
aCCOLIMMPOBAHHBIX C Op(paHHBIMM HACJIEACTBEHHBIMU CHHJPOMAaMU COCTaBUI 4,2 rojaa
(1 mecsy — 12 net), npu 3Tom ctatuctuuecku yaimie (p<0,05) y ManbuuMkoB AHArHo3

MIOCTaBJIEH B 00Jiee paHHEM BO3PACTE, YEM Y AEBOYEK: CPEIHHUI BO3pACT IMATHOCTUKHU Y
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ManbuukoB 2,73 roma (1 mec — 11 mer), y aeBouex 7,9 ner (4,4 roma — 12 net). Ha
NEPBOM TOJY JKHU3HM AMArHo3 yctaHoBieH y 40% MalbUMKOB M HE YCTAHOBJIEH Yy
JI€BOYEK.

Cpennuii Bo3pacT MalMeHTOB Ha MOMEHT oOclienoBanus coctaBui 6,8 net (10
Mec — 17 mer 11 mec): mpu 3ToM cTaTucTUdecku 4aimie (p<0,05) ManbuuKu TPOILIU
oOcnenoBaHre B 0Oojiee paHHEM BO3pacTe, 4YeM Yy JEBOUKH: CPEIHHMA BO3PacCT
obcnenoBanusi MabunkoB 5,38 roga (10 mec — 15 net), y aeBouex 9,95 ner (4,4 rona —
17 mer 11 mec).

N3 14 nmaumentoB 10 (71,4%) npu MONEKyJISIpHO-TEHETUYECKOM HCCIEI0OBAHUU
BepudunmpoBansl guarno3sl: CHARGE, Fraser tum 1, Pierson, Lowe, Schuurs —
Hoeijmakers, FOXP1, 6one3up Dent 2, Renal-Coloboma, Renal hypodysplasia/ aplasia
3 tuma u Down/ ayna cungpomax. ¥ 5 (35,7%) marueHTOB WIASHTU(DUITUPOBAHBI
paHee HE ONMHMCaHHbIE BapUaHThI MyTanuil reHoB — mpu Fraser tun 1, Lowe, Pierson,
FOXP1, Renalhypodysplasia/ aplasia 3 Tuna cunapomax.

B crpykrype BAIIMII mnpu HaclaeACTBEHHBIX CHHAPOMAaX U YHUCIOBBIX
XPOMOCOMHBIX 0OJIe3HSIX BBISIBICHO U3 14 manuentoB y 9 (62,3%) ruapounedpos 1-1V
craauu, y 5 (35,7%) runonnasus nouku/ novex, y 3 (21,4%) IIMP III-1V crenenu, y 3
(21,4%) momxoBooOpazHas mouka, y 2 (14,3%) OIHOCTOPOHHSISI MYJIBTHKHUCTO3HAS
nucrasus nouku, y 2 (14,3%) nucronus nouku, y 1 (7,1%) nonHoe ynBoeHue movex

JIByCTOPOHHEE.
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I'JIABA 5
PE3YJIbTATBI UCCJEJOBAHUS IOYEYHOI @ YHKIIUU U
BBI)KUBAEMOCTH IO METOJY E. KAPLAN - P. MEIER Y JIETEN U
MOJAPOCTKOB C BPOKIEHHBIMU AHOMAJIMSIMU [TIOYEK U
MOYEBBIBOASIIIAX TYTEN

5.1 PesyabTaThl Hccaef0BaHUsA (PYHKIMHU MOYEK Yy AeTel M MOAPOCTKOB
€ BPOKACHHBIMH AaHOMAJIMSIMH MOYEK U MOUYEBBIBOASIIIMX MyTeil 0e3 acconnannu

C Op(l)aHHbIMI/I HACJCACTBCHHBIMHA CHHAPOMaMM

B uccnenoanue BxitoueHo 127 nauuentos, uz Hux y 113 (89%) B Bo3pacte ot 1
Mecara g0 17 ner 8 wmecsaneB auarHOoCTUpOBaHbl u3oiMpoBaHHbie BAIIMII (6e3
accolMalMy C PEIKUMH HACIIEICTBEHHBIMU CUHAPOMAaMU).

Ha moment wuccnepoBanuss u3z 113 nereit ¢ usonupoBanHbiMH BAIIMII B
Bo3pacte oT 1 mecsma o 1 roga 11 mecsnes 6b11 21 (18,6%) 1 ot 2 net mo 17 mer 11
mecsteB 92 (81,4%) peGénka.

[IpoBenena ornenka CK® OTHOCHTENBHO BO3pAacTHOM HOpMBI y 21 pebeHka ¢
nzonupoBanHbiMu BAIIMII B Bo3pacte ot 1 mecsua no 1 roga 11 mecsiues. U3 21
(100%) manmenTa 7 neBouek (33,3%) u 14 (66,7%) MaIb4YHUKOB.

N3 21 (100%) pebenka ¢ nzomupoBanubiMu BATIMII B Bo3pacTe meHee 2 et Ha
MoMeHT uccnenoBanus 2 (9,5%) Obuin B Bo3pacte 70 3 MECAIEB: €BOYKA POIUIACH
HefoHoeHHoW Ha 33 Hexene Oepemennoctn, B 2 wmecsineB CK® B mpegemax
BospacTHOi HOpMbl (CK® 80 mu/mMun/1,73M?) 1 ManbuuK pouiIcs JOHOIIEHHBIM Ha 39
Henene OepemenHoctd, B 3 mecsauna CK® B mpenenax Bo3pactHol HOopMbl (CKD 75
mi/mun/1,73m2).

N3 21 (100%) pedbenka ¢ nzonupoBanusiMu BATIMII B Bo3pacTe meHee 2 neT Ha
MoMeHT uccieaoBanus 1 (9,5%) manbunk Obul B Bo3pacte oT 4 g0 6 Mmecsies. B 6

Mecsnes y pebenka CK® B npesenax Bo3pactHoii HopMbl (CK® 95,2 mn/mun/1,73m2).
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N3 21 (100%) pebenxka ¢ nzonupoBanubiMu BATIMII B Bo3pacte meHee 2 et Ha
MOMEHT uccnenoBanus 16 (76,2%) neteit Obutn B Bo3pacte oT 7 A0 12 mecsines. U3 16
nereit 6 nesouek (37,5%), u3 kotopeix y 1 AeBouku yctaHoBieHo cHukeHne CKO
(CK® 69,0 min/mun/1,73 M%) ny 5 neBouex CK® B npenenax BospactHoii Hopmbl (CKD
92,0 — 187,2 ma/mun/1,73 m?). U3 16 nereit 10 manbunkos (62,5%), U3 KOTOPBIX Y 5
MaJlbuMKOB ycTaHoBleHO cHmkeHne CK® (CK® 53,0 — 80,0 mu/mMun/1,73 M) uy 5
manbunkoB CK® B npezenax Bozpactaoii Hopmsl (CK® 91,2 — 110,0 ma/mun/1,73 m?).

N3 21 (100%) nanuenta ¢ uzonupoBanubiMu BATIMII B Bo3pacte menee 2 ner
Ha MOMeHT uccnegoanus 2 (9,5%) manpurika B Bo3pacte oT 13 mecsueB a0 1 roma 11
mecsieB, y oboux nerer CK® B mpenenax Bo3pactHod HOpMbl (CKD 95,7 — 107,2
mi/mun/1,73m2).

Taxum o6pazom, u3z 21 (100%) pedenka c uzonupoBanusiMu BAIIMII B Bo3pacTte
menee 2 mer y 15 (71,4%) CK® B mpeaenax Bo3pacTHOM HOpMBI U y 6 (28,6%)
nuarHocthupoBaHo cHkeHne CK® oTHOCHTENbHO BO3pacTHOM HOpMBI. M3 6 getei co
cumwkenueM CK® B Bo3pacte oT 7 10 12 MecsitieB 1 neBouka u 5 MaabyuKOB.

Crpykrypa dhenoruna uzonupopanabix BAIIMII y 6 nereit B Bo3pacte ot 7 g0 12
MmecsteB co cHmkeHnneM CK® otHocurtenbHo Bo3pacTHOUM HOpMBI: [IMP I1-V crenenu
(6), ypereporunponedpos -1V craguu (4), momHoe ynBoenwe jeBod mouku (1),
TUIOTUTa3us mpaBoi mouku (1), moakoBooOpas3Has mouka (1), areHe3us JIeBOW IMOYKU
(1), nuctonus npaBoit moykHu (1), SKTOMHUA YCThsl MpaBOro MmoyeTouHuka (1).

Crpatudukamus XbBII C1-5 nmpoBenena Bcem 92 mainueHTaMm cTapiie 2 JieT B
cooTBeTcTBHH ¢ Kiaccudukamuerdr mo K/DOQI (2002), NKF-K/DOQI (2002) and R.
Hogg et al. (2003), ocnoBannoit Ha kputepusix CK®, paccumTaHHOW TO KIHUPEHCY
KpeaTuHuHa 1o ¢popmyne Schwartz, u kareropun aTbOyMUHYPHUH (PUCYHOK 5.1).

Kak Bunno u3 pucyska 5.1, uz 92 nmarmmentoB ¢ XbII C1-5y 25 (27,2%) CK®D B

npeaenax HopMmbl Uy 67 (72,8%) nuarnoctupoBana XBII C2-5 co cauxenuem CKO.
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4.3% @ XGBII C1 (n=25)
27.2%

BXBII C2 (n=8)
BXBII C3 (n=46)
BXBII C4 (n=9)

@ XBII C5 (n=4)

50.0%

Pucynok 5.1—- Crpatudukauus XbII no cragusm y 92 nanneHTon

B Bo3pacTte Oosee 2 net ¢ uzonupoBaHHbiMu BATIMII

Jist cpaBHeHUsT Tpymnm MexAy coOoil ObUl HUCHOJIb30BaH KpUTEPUH IS

HEe3aBUCUMBIX BbIOOpOK t-CThiofieHTa (Tabmuma 5.1).

Tabmuma 5.1 — Crpatudukanus XbIT no K/DOQI no cranusm y 92 Maab4lMKOB U

JIeBOYEK B Bo3pacTe Oosee 2 neT ¢ nzoaupoBanHbiMu BAIIMIT

Cragusa XbBII, CK® | Pasaenenue no noiy 92 nmanuentoB | JlocToBepHOCTH
wut/muH/1,73M? JleBouKu % Manpuuku % pa3u4ui,
p
C1 (CK® >90) 12 13% 13 14,1% p>0,05
C2 (CKD 60-89) 3 3,3% 3) 5,4% p>0,05
C3 (CKD 30-59) 22 23,9% 24 26,1% p>0,05
C4 (CKD 15-29) 4 4,3% 5 5,5% p>0,05
CS5 (CK®D <15) 2 2,2% 2 2,2% p>0,05
Uroro 43 46,7% 49 53,3% p>0,05

CrartucTudecku JOCTOBEPHBIX pazinuuuii mexay ¢dopmupoBanuem XbII Cl — 5y

MaJbYMKOB M JeBouek ¢ u3oaupoBaHHbiME BAIIMII He nmomydeno (p>0,05). [IposeacH
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aHanu3 CTpykTypbl m3oinpoBaHHbIX BAIIMII B kaxnmout craguu C1-C5 XBII y 92
nererd B Bo3pacte oT 2 jneT a0 17 ner 11 mecsues, BBIABIECHBI pa3induus B § paHee
OMMCAHHBIX TPYTIIAX.

N3 92 nmanmentoB XBII C1 0e3 cumxenus CK® ycranosnena y 25 (27,2%) B
Bospacte or 2 g0 16 mer, CK® 90,95 — 142,5 mun/mun/1,73m%. U3 25 nereii u
noapocTkoB ¢ m3onupoBanHbiME BATIMII u XBIT C1 12 (48%) neBouek u 13 (52%)
ManpuukoB. M3 25 mammeHToB B cTpykType u3oaupoBaHHbIXx BAIIMII ¢ XBII Cl
BeisiBiieHbl [IMP y 15 (60%), anomanuu B3aumopacmnosioxkenus mnodek y 10 (40%),
runoruiazus noyku/ nmouek y 8 (32%), ypereporuaponedpos/ runponedpos y 7 (28%),
aHomauu KojudectBa noyek y 4 (16%), knanan 3aguei yperpol y 2 (8%). Obpaimaer
Ha ce0s1 BHUMaHue, 4yTo 3KcTpodus MoyeBoro my3bipst npu BAIIMII y neauaTpuueckux
nanueHToB ¢ XbBIT C1 He quarHocTUpOBaHa.

Ha pucynke 5.2 noka3aHo, 4To 4allle B CTpyKType u3onupoBanHbix BAIIMII y 25
narueHToB ¢ XBII C1 ¢ coxpannoit CK® nuarnoctuposansl [IMP (60%) u anomanuu

B3auMopacnoioxkeHnus nouyek (40%).

16 15
—~ 14
g 2
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= 8
= 8 7
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) ]
Hozonornueckast ctpyktypa n3onupoBaHHbIXx BAIIMII
B [IMP B Ypereporuaponedpos/ Tuaporedpo3
OT unomna3us MOYKK/ IOYEK B AHOMaJIMH KOJINYECTBA MOYEK

B Anomanuu B3aumopacnoioxenust mouexk O Knaman 3amueit yperpsl

Pucynok 5.2 — Ctpykrypa uzonupoBanHbix BAIIMII y 25 nanueHnTos

B Bo3pacte Oozee 2 net ¢ XBII C1 ¢ coxpannoit CK®
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N3 92 nereit m moapocTKoB B Bo3pacte OT 2 a0 15 ner y 8 (8,7%) ycTaHOBIEHO
XBIT C2, CK® 87,5 — 61,2 ma/mun/1,73m%. U3 8 nauuentos 3 (37,5%) JEBOUKH U 5
(62,5%) manpunkoB. B ctpykrype uzonupoBanubix BAIIMII u3 8 maruentoB ¢ XbII
C2 BBISIBJICHBI: TUTNIOTUIA3Usl TOYKH/ 1oYeK y 5 (62,5%), aHoMaauu KOJIMYeCTBa MOYEK Y
4 (50%), ypereporuaponedpos/ ruaponedpos y 3 (37,5%), IIMP y 2 (25%), kinamnan
3anHen yperpol y 1 (12,5%). CTOUT OTMETUTH, YTO 3KCTPOPUS MOYEBOTO MYy3bIpsi U
aHOMaJIK B3auMopacnojoxxenus nouek npu BAIIMII y neanarpuyeckux nalunueHToB C
XBIT C2 ne BoisBiens! (pucyHok 5.3). Yamie B cTpykType nzonupoanusix BATIMIT y 8
naneHToB ¢ XbBII C2 aumarHocTHpoOBaHBI THUNOIUIA3Us MOYKK/ moyek (62,5%) u

aHoMajnK KojuuectBa mouek (50%).

(e}

(6]

ESN
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(BN

Kon-Bo manueHToB (4err.)
w

0
Ho3onoruueckas crpykrypa uzonupoaHHsix BAIIMIT
E[IMP B Vpereporuaponedpos/ ruaporedpos
O T unoria3us MoYKu/ oYeK B AHOMaNMX KOIMYECTBA TTOYEK
O Knaman 3aH€e# ypeTpbl

Pucynok 5.3 — Ctpykrypa uzonupoanubix BAIIMII y 8 nmaniuenToB

B Bo3pacte 6osee 2 et ¢ XbIT C2

N3 92 manmenToB B Bo3pacte OT 2 yeT no 17 ner 11 mecsueB aer y 46 (50%)
ycranosnena XBIT C3, CK® 32,5 — 57,4 ma/mun/1,73m%. U3 46 nanuentos 22 (47,8%)
neBouku u 24 (52,2%) manbunka. B ctpykrype BAIIMII u3 46 nmauuentoB ¢ XbII C3
BBISIBJICHBI: ypeTeporuaponedpos/ rumponedpos y 21 (46,7%), [IMP y 17 nereit

36,9%), anomanuu koyimyectBa nmouek y 13 (28,3%), runomiasuss 1mouyku/ moyexk y 11
Yy Yy
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(23,9%), anomanuu B3aumopacmnoioxkeHus nouek y 11 (23,9%), sxkctpodust MmoueBoro

my3bips y 2 (4,3%), knanan 3aaneit ypetpsl y 1 (2,2%) (pucyHok 5.4).
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Hozonornyeckas crpykrypa uzonupoBanHbix BAIIMIT
E[IMP B Ypereporuaponedpos/ Tuaporedpo3
O l'urmoria3ust IOYKH/ TIOUEK B AHoMaJIMK KOJIMYECTBA I10YEK

E Axomanuu B3auMmopacnonoxenus nouek O Knanan 3anueil yperpsl
B DxcTpodrss MOYEBOTO ITy3bIpsT
Pucynok 5.4 — Crpykrypa uzonupoBanubix BAIIMII y 46 nanueHToB

B Bo3pacte 6osee 2 et ¢ XbIT C3

Kak BumHO m3 pucynka 5.4, game B cTpykrype BAIIMII 6e3 accomumanuu ¢
op(haHHBIMU HACJEACTBEHHbIMU cUHIpoMamu y 46 manuentoB ¢ XbII C3 Gonee 2 ner
JTUArHOCTUPOBAHbBI ypereporuaponedpos/ ruaponedpos (46,7%) u IIMP (36,9%).

N3 92 nmanmentoB B Bo3pacte oT 3 10 16 net y 9 (9,8%) ycranosnena XBII C4,
CK® 17,1 — 25,5 ma/mun/1,73m%. U3 9 nanmentoB 4 (44,4%) nesouku u 5 (55,6%)
ManbuukoB. B ctpyktype BAIIMII u3 9 nanuentos ¢ XBII C4 BoeisiBnensi: [IMP y 7
(77,8%) nereii, ypereporuaporedpos/ ruaporedpo3 y 5 (55,6%), runoruraszus modKu/
mouek y 3 (33,3%), xknanan 3agaeit ypetpsl y 3 (33,3%), skcTpodusi MOYEBOTO ITY3BIPs
y 2 (22,2%), anomanuu konudectBa mouek y 1 (11,1%). Otmerum, yTto aHoOMaliuu
B3aHUMOPACIIOJNIOKEHUA MOYeK Ipu u3oaupoBaHHbIXx BAIIMII y nenmarpuyeckux

narnueHToB ¢ XbII C4 ne nuarHocTUpOBaHbI (PUCYHOK 5.5).
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Hozonmornueckast ctpykrypa nzonupoBaHHbix BATIMIT
E]IMP B Ypereporuaponedpos/ ruaporedpo3
O I umormiasus HOYKH/ ITOYEK B AHoMaJIMU KOJIMYECTBA II0YEK
O Knanan 3a7He# ypeTpsl B DkcTpodHst MOYEBOTO TTY3bIPs

Pucynok 5.5 — Ctpykrypa uzonupoBanubix BAIIMII y 9 nanuenton

B Bo3pacte 6onee 2 et ¢ XbII C4

Pucynok 5.5 wuttoctpupyet, 4To 4amie B CTpYKType n3onupoBaHHbiXx BAIIMII y
9 manumentoB ¢ XBII C4 auarnoctupoBanbl [IMP (77,8%) u ypereporuaponedpos/
ruapoHedpos (55,6%).

N3 92 nanuenTtoB ¢ uzonupoBanHbiMu BATIMII y 4 (4,3%) B Bo3pacte ot 10 go
16 net BeisBnena XBII C5, CK® 14,7 — 10,9 mn/mun/1,73m2. U3 4 nanuenTos 2 (50%)
neBoukd U 2 (50%) manpumnka. Bece maunentsl ¢ XBII C5 nony4aroT 3aMeCTUTENIbHYIO
MOYEUHYIO TEPANUI0 XPOHUYECKUM TeMOJUaIn30M. B CTpyKType H30JIMPOBAHHBIX
BAIIMII u3 4 mnamuentoB ¢ XbBII C5 BeisBiensl: IIMP y Bcex 4 mNaiueHToOB,
ruapoHedpo3 — y 2, THUMNOIIIA3us MOYKH/ TTOYeK — Yy 2, IKCTPOQPUS MOUEBOTO My3BIPS — Y
1. OT™MeueHo, YTO aHOMaJWU KOJIMYECTBA MOYEK, KJIamaH 3aJHEld YpeTpbl U aHOMalluu
B3auMopacnonoxenus nouek npu BAIIMII y nequarpuueckux namuentoB ¢ XbII C5
HE BbISIBJICHBI.

Ha pucynke 5.6 nmokazano, uro yaiie B ctpykrype BAIIMII 6e3 acconumanuu c
opdaHHbIMU HacaeACTBEHHBbIMU cuHApoMamu y 4 nmanuentoB ¢ XbBII C5 crapmie 2 ner

nuarsoctupoBan [ IMP.
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®enorun BAIIMII y 4 ngereit ¢ XBII C5, momyyaronmx 3aMeCTUTEIbHYIO
MOYEYHYI0 TEpanui0 XPOHUYECKUM TE€MOJMAIU30M: Yy T[EpBOro MalUEHTa —
neyctoponauii rugponedpos ll-lllctaguit ¢ nycroponnum IIMP Il u V crenenu; y
BTOPOIO MalueHTa — ruaporedpos |l craguu npaBocTOpoHHMI € S3KCTpOodreld MOYEBOTO
ny3bipsg W npaBoctopoHHuid [IMP V crenenu; y TpeTbero nanMeHTa — TUIOIUIA3US
o0eux mnoyek c¢ mnpaBoctopoHHuMm IIMP Il cremenu; y derBeproro mnauumeHta —

runormasus ooeux novek ¢ ABycroponuum [IMP Il u IV crenenu.

N

w

N

1

0 .

Hosonoruueckast crpykrypa uzonupoBanHbix BAIIMIT

Kon-Bo manuenToB (4er.)

[EEN

EIIMP B Ypeteporuaponedpos/ ruapoHedpo3
O umoruiasus MOYKH/ TOYeK B DKCTpoduss MOYEBOTO MY3BIPS
Pucynok 5.6 — Ctpykrypa n3onupoBanHbix BAIIMII y 4 nmanneHrTOB

B Bo3pacte 6osee 2 et ¢ XbII C5

[IpoBenen ananu3 ctpykrypsl BAIIMII B npeninanu3Hon U JUAIU3HOW CTaguu
xpoHuueckoil 0one3nn noyek (XBIT C4-5) B kaxaoil U3 7/ rpynn naqueHToB. PucyHok
5.7 mamoCcTpUpyeT, 4TO Npeaauanu3Has u guainn3Has ctaauu XbII quarHocTrpoBaHbI
u3 92 nanuentoB y 13 (14,1%) ¢ uzonupoBanusimu BAIIMII yctanosnenst: [IMP y 11
(84,6%), ypereporuaponedpos/ ruaponedpos y 7 (53,8%), runoriazus mouku/ mMOYEK
y 5 (38,5%), xknanan 3agueit ypetpol y 3 (23,1%), axcTpodus MOUEBOTO My3bIps Yy 3

(23,1%), anomanuu xkoimuectBa mouek y 1 (7,7%). CrouTr OTMETUTh, UYTO Yy
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NESAUATPUUCCKUX TMAUCHTOB C aHOMAJIMAMHMU B3aWUMOPACIIOIIOKCHUS IIOYUCK IIpHU

BAIIMII XBII C4-5 He nuarHocTupoBaHa.
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Hozomornueckas crpykrypa nzonupoBanasix BATIMIT

E[IMP B Ypereporuaponedpos/ ruaporedpos
O N'nonsiasus MoYKy/ moueK E AHOMaIHUU KOIUYECTBA MOYEK
OKianaH 3agHel ypeTpsl B DkcTpoduss MOYEBOTO My3bIps

Pucynok 5.7 —Ctpyktypa uzonupoBanubix BAIIMII y 13 nauueHToB
B Bo3pacte Oosee 2 et ¢ XbIT C4-5

Brisiiieno, uto cpeau 92 aerel U MOAPOCTKOB cTapiie 2 JeT ¢ U30JIUPOBAaHHBIMU
couetanubiMM BAIIMII nuarnoctupoBansl craguun XbII: C 1-5 npu IIMP,
ypeteporuaponedpose/ ruaponedpo3e U TMIOIUIA3HH MTOYKH/ MMOYEK; MPH aHOMAIUIX
B3auMopacnonoxkenust nmouek Cl u C3; npu aHOMaNKSIX KOJIMYECTBA MOYEK U KJIalaHe
3anueit yperpsl Cl — 4; pu sxctpoduu moueBoro my3bipst C3 — 5.

VY 92 nereit u moapoctkoB ¢ u3onupoBanHeiMu BATIMII B Bo3zpacTe Goinee 2 et
craTucTuyecku vamie nuarnoctupoBana XbIT C3 (p<0,05).

Pe3yabTaThl Hcciaea0BaHUuA PYHKIUM MOYEK y AeTeld U moapocTkos ¢ IIMP
npu BAIIMII 6e3 acconuanyuu ¢ oppaHHBIMH HACTEACTBEHHBIMHU CHHAPOMAMHM

N3 113 (100%) y 60 (53,1%) nereit u moapocTkoB BeisiBiieH [IMP -V ctenenu,

m3 Hux y 31 (51,7%) meredt nuarHOCTUpPOBaH OMHOCTOpPOHHUM u y 29 (48,3%) —
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IBYCTOPOHHHMM. CTaTHCTHUYECKH 3HAYMMBIX PA3NIMUUA MEXKAY YacTOTON BBIABICHUS
OJIHOCTOpPOHHETO U ABycTOopoHHero [IMP ne nmonyueno (p>0,05).

Pacnpenenenne IIMP 1no creneHsM npu OAHOCTOPOHHEM U JBYCTOPOHHEM
MOpaXeHUU TpEACTaBIeHO Ha pucyHke S.7: | cremeHp pedurokca daiie
JMarHOCTUPOBaHA IMPHU JBYCTOPOHHEM pediirokce, uem npu ogHocTopoHHeM; |l cTeneHs
pediokca yamie JAMAarHOCTHPOBaHA NP  OJHOCTOPOHHEM pediiokce, 4YeM Mpu
nsyctoponHeMm; |ll crenens pedurokca yaie AMArHOCTUPOBAHA TMPHU JABYCTOPOHHEM
pedmtokce, yeM npu ogHocTopoHHeM; IV cTenens peduirokca yaie TuarHoCTUpOBaHa
IpU  OJHOCTOPOHHEM pedtokce, uYeM TMpu JBycropoHHem; V crenenb [IMP
JUAarHOCTUPOBaHa C OJMHAKOBOM 4YacTo B 19% y manmeHTOB ¢ OAHOCTOPOHHUM H

JIBYCTOPOHHHUM pPe(IIFOKCOM.

45%
40%

40%
35%
30% 29%
25% 23% 23%
0 0, 0,
20% 19%  19%19%
15% 14%
10% 605 20
o |
0%

| crenienn Il crenus 1l crenens IV crenenn V cremneHp

B Ognocroponnuii [IMP B JIpycroponnuii [IMP

Pucynok 5.7 — Crenenu 0JHOCTOPOHHETO U ABycTOpoHHero [IMP

npu uzonupoBaHHbix BAIIMII y 60 neteit

N3 60 (53,1%) nereii u noapoctkoB ¢ [IMP 40 (66,7%) npoBeneHa cratuyeckas
HeppocumaTHrpaduss, Brmroyas Bcex 16 mammentoB ¢ IIMP I-V  cremenm c
npoTeuHypueil u HedporeHHo aprepuanbHOM runeprensueid. M3 16 manueHToB C
onHoctopoHHUM (8) u nByctopoHHuM [IMP (8) umenu npotenHypuro U HEPPOTEHHYIO

aprepuaibHylo runepreHsutro. Ilpm opnoctoponnem IIMP ¢ mnporemnypuein wu
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HeporeHHOM apTepuanbHOM runepTen3ueit auarnoctuponansl |-V crenenu [IMP, npu
stoM B 50% ciyuaeB IIMP Il crenenu (y 3 nereil B neByto u y 1 pebeHka B mpaByro
nouky). Y ngereit ¢ aBycropoHHuMm [IMP ¢ mporeunypueit u HedporeHHoun
aptepuanibHoii runeprensueii [IMP IV crenenu He BhIsSBIIEH.

Pucynok 5.8 wmmoctpupyer, uro y 50% mamueHTOB ¢ MPOTEHUHYpUEH U

HeporenHol apTepualibHOM runeprensueit nuarnoctuposan [IMP 11l crenenu.

60.0%
50.0%
50 0% 50.0%
40.0%
30.0%
20.0% 18.8% 18.8%
12.5% 12.5% 12.5% 12.5% 12.5%
10.0%
0.00¢ 0.0%
. 0
| crenenn Il crermub Il crenenn IV crenenn V crerenn

B Onnocroponnuii [IMP B JIgyctoponnuii [IMP

Pucynok 5.8 — CtpaTudukanus cTeneHed 0 JHOCTOpOHHEro U ABycTopoHHero [IMP
ripu uzoaupoBanHbIx BATIMII y 16 nereii, uMeronux NpOTeHHYPUIO U HEQPOTCHHYIO

apTepUaJIbHYI0 TUIIEPTEH3UIO

[lo pesymbTaram cratudeckoil Hedpocuuuturpadpuum y 25 (41,7%) manmeHToB
YCTaHOBIICH JAMAarHo3 peduirokc-HedponaTusi u mpoBeneHa crpatuduxamus tuna PH B
cootBeTcTBHE ¢ Kinaccudukammenn [. Goldraich (1983): 1 tun y 7 (28%), 2 tum y 6
(24%), 3 Tun y 6 (24%), 4 Tun y 6 (24%). CTraTUCTUYECKHU 3HAYMMBIX Pa3IMYUi T10
yactote (opmupoBanus tunoB PH y 25 mamumentoB ¢ IIMP npu u30imMpoBaHHBIX
BAIIMII we BbisiBneno (p>0,05). [ns cpaBHeHHs rpynn Mexay coOod ObLl

rcnosb3oBaH t-kputepuit CThIOCHTA I HE3aBUCUMBIX BBIOOPOK (Tabmuia 5.2). 13 25
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netet u noapoctkoB ¢ PH 1-4 tuna B Bo3pacte ot 2 no 16 net 13 (52%) neBouek u 12

(48%) MaJIbUUKOB.

Tabnuua 5.2 — Ctparudukauus pedaokc-nedpponaruu 1 — 4 tuna

y 25 nmanuenToB ¢ [IMP

Tun PH Paznenenue mo nmony 25 naiueHToOB JlocToBEpHOCTH
JleBouku % Manpuuku % pazInuuii, p

1 Tun 5 20% 2 8% p<0,05

2 TUI 3 12% 3 12% p>0,05

3 tum 2 8% 4 16% p>0,05

4 tun 3 12% 3 12% p>0,05

Uroro 13 52% 12 48% p>0,05

Kax BunHO 13 Tabnuuel 5.2, y 1€BOYEK CTaTUCTUYECKH yaile BbisiBieH 1 tun PH,
yeM y MainbuukoB (P<0,05). CTaTUCTUYECKU JOCTOBEPHBIX PA3IUUYUNA MEXKAY IOJIOM
HalreHToB U passutueM 2, 3 u 4 tunoB PH He monyueno (p>0,05).

IIpoBeeHO CpaBHEHME 4YacCTOTHI BBISBICHUS Kaxaoro u3z 4 tunoB PH mpu
oJHOCTOpOHHEM U nBycTopoHHeM [IMP. M3 31 mamumenra ¢ oaHoctopoHHuM [IMP
pedmiokc-neponatuss auarnoctupoBana y 10 (32,3%), a u3 29 mnamweHToB C
nByctopoHHuM [IMP —y 15 (51,7%).

[IpoBenena ouenka tskectd PH (1-4 Ttun) y 25 geteit ¢ pa3auyHbIMU CTENICHIMU
I[IMP. Ycranosneno, uto nipu [IMP | ctenenn vame auarnoctuposana PH 3 tuna, npu
I[IMP Il crenenu — PH 1 u 3 tunos, npu I[IMP Il ctenenn — PH 3 tuna, npu [IMP 1V
crenean — PH 3 tmma, mpu IIMP V crenenn — PH 4 tumma. Ha pucynke 5.9
MPEJICTABIEHBl PE3YyJIbTAThl CPAaBHUTEIBHOIO wucciaenoBanuss 1-4 tunos PH npwm
OAHOCTOPOHHEM M ABycTOpoHHEM [IMP 60 nereil.

Pucynok 5.9 wmmmoctpupyetr, utro PH y manuenroB ¢ omHocroponHum [IMP
nuarHoctupoBaHa B 32,3%, a npu asyctoponHeM [IMP — B 51,7%. PH 1 u 2 tunos y

JeTe U MOAPOCTKOB ¢ ogHOCTOpOHHUM [IMP BbIABIEHa B 60%, a pu ABYCTOPOHHEM



128

I[IMP — B 46%; PH 3 u 4 Tunos npu ognocropounem [IMP B 40%, a ripu 1ByCTOpOHHEM
— B 54%.

60.0%
51.7%

50.0%
40.0%
32.3% 30.0% 30.0%

30.0% 27.0% 27.0% 27.0%
0% 20.0% 20.0%

20.0% 19.0% b

o I I I

0.0%

PH 1-4 tuma PH 1 tun PH 2 tun PH 3 tun PH 4 tun

B Oxnocroponnuii [IMP B J[pycroponnuii IIMP

Pucynok 5.9 — Tunst PH nipu onHocToporHeM u nByctoponneMm [IMP y 60 nereii

Ha momenT uccnepoBanust u3z 60 maunuentoB ¢ [IMP npu BAIIMII 15 (25%)
ObuTH B Bo3pacte oT 1 mecsna g0 1 roma 11 mecse u 45 (75%) — ot 2 no 17 ner. U3
60 nereit y 45 (75%) crapmie 2 ner auardoctupoBanbl ctaguu XbBII: Cl1 y 15(33,3%);
C2y2(4,4%); C3y 17 (37,8%); C4 y 7 (15,6%); C5 y 4 (8,9%) nauuenrtos. [IpoBeaen
CPaBHUTEJBHBIN  aHaMu3 nporpeccupoBanus XbII 1npu  ogHOCTOpOHHEM W
neyctoponaeMm [IMP npu BATIMII 6e3 acconmanmu ¢ opaHHBIMA HACTIEACTBEHHBIMH
CUHAPOMAaMHU, Pe3yJIbTaThl MPECTaBIEHBI B TaOmuIE 5.3.

Kak BugHO u3 Tabmuibl 5.3, y MallMeHTOB C OJHOCTOPOHHUM U JIBYCTOPOHHUM
[IMP cratuctrueckn AOCTOBEPHBIX pa3inuuii B mporpeccupoBanun XbII no craaumit

C1-5 ne moyueno (p>0,05).
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Tabmuua 5.3 — Crparudukauusa craguit XbII no K/DOQI npu onHocTOpoHHEM U

nsyctoponHeMm [IMP y 45 mauueHToB B Bo3pacte Oosee 2 JeT

Cranus XbBII, [IMP y 45 nanuenToB B Bo3pacte Oosee 2 et JlocToBepHOCTD

CK® pasiuuui, p

mi/mun/1,73m? | OnHocTopoHHMiA | % | JIBycToponHmii | %

[IMP [IMP

C1 (CK® >90) 7 31,8% 8 34,6% p>0,05

C2 (CK®D 60-89) 1 4,5% 1 4,4% p>0,05

C3 (CK® 30-59) 10 45,5% 7 30,5% p>0,05

C4 (CK®D 15-29) 2 9,1% 5 21,7% p>0,05

C5 (CK®D <15) 2 9,1% 2 8,8% p>0,05
HUroro 22 100% 23 100% p>0,05

Y 45 nereti m moapoctkoB ¢ IIMP mpu BAIIMII B Bo3pacte Gonee 2 mer
CTAaTUCTHUYECKH 3HAUYMMBIX PA3IMYUNA MEXIYy YacTOTOH BBISBICHUS OJTHOCTOPOHHETO U
nByctoponHero [IMP we nonyueno (p>0,05), vame (28%) nuarnoctupoBana PH 1 tumna
u XbII C1 (33,3%), u3 16 manueHToB ¢ NpoTeMHypuend U HEPPOreHHON apTepruaIbHOM
runeprensueit y 50% nuarnoctuposan [IMP III crenenu.

PesyabraThl Hcciie10BaHUs QYHKIUU MOYEK Y JeTeH U MOAPOCTKOB C
ypereporuaponedpozom/ ruaponedpo3om npu BAIIMII 6e3 accounanuu ¢
op(daHHBIMH HACJIEACTBEHHBIMU CHHAPOMAMHU

N3 47 namuenToB ¢ ypereporuaponedpo3om/ ruaponedposom npu BAIIMII Ha
MomeHT uccinenoBanus 10 (21,3%) 6butn B Bo3pacte ot 1 mecsimia 1o 1 roga 11 mecsies
u 37 (78,7%) — ot 2 no 17 net 11 mecsiues.

N3 37 nereld m MOIPOCTKOB C YpeTepOruapoHedpo3oM/ THAPOHEPPO30M IIPHU
BAIIMII B Bo3pacte Oonee 2 ner y 25 (67,6%) AMarHocTUpoOBaH OJHOCTOPOHHHUIA
rugpoHedpo3 u'y 12 (32,4%) — npycroponnuii. OTHOCTOPOHHUHN ypeTeporuapoHedpos/
rupoHedpo3 y Aeted crapiie 2 JIeT CTaTUCTUYECKU 4Yalle AMAarHOCTUPOBAH, 4YeM

nsyctoponnuii (p < 0,05). U3 47 c¢ ypereporuaponedpo3om/ ruapoHedppo3oMm Ipu
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BAIIMII nereit y 37 (78,7%) B Bo3pacte O6osiee 2 et nuarHoctupoBanbl ctaguu XbII:
Cly7(18,9%); C2y 3 (8,1%); C3 y 20 (54,1%); C4 y 5 (13,5%); C5 y 2 (5,4%),
pucynok 5.10.
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54.1%
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£ 40%
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2 20w 18.9%
3 13.5%
8.1%
10% : l 5.4%
% . [ ]
XBII C1 XBIT C2 XBIT C3 XBIT C4 XBII C5

Pucynok 5.10 — Crparuduxanus craauii C1-5 XbII y 37 naruenton

B Bo3pacTte Oosee 2 JeT ¢ TuapoHedpo30M B CTPpYKType u3onupoBaHHbIx BATIMIIT

Kak BumHO m3 pucynka 5.10, y mamwieHTOB cTapiie 2 JeT ¢ THApoHedpO30M B
6onee, yem 50% cnyuyaeB auarnoctupoBana XbII C3 uy 18,9% XbII C1 ¢ coxpanHoit
CKo.

[IpoBenen  cpaBHUTENBbHBIM  aHanu3  nporpeccupoBanuss ~ XbII  mpm
OJTHOCTOPOHHEM H JBYCTOpOHHEeM TuapoHedposze npu BAIIMII 6e3 accorumanum ¢
ophaHHBIMH HACJICICTBEHHBIMU CUHApOoMaMH (Tabmuia 5.4).

Tabmuna 5.4 wumtocTpupyeTr, YTO y TAIUEHTOB C  OJHOCTOPOHHUM
ruapoHedpo3oM  cTatucThuecku dame auarHoctupoBaHa XbII  Cl1-2, mpum
nsyctopornHeMm tuaponedpoze XbBII C4 (p<0,05). CratucTHUecKu ITOCTOBEPHBIX

pazmuuuii cpeau XbIT C3 u C5 cragusmu He nonyydeHo (p>0,05).
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Tabnuua 5.4 — Ctparudukauus craguit XbII npu o1HOCTOPOHHEM U IBYCTOPOHHEM

ypeteporuaponedpose/ ruaponedpose y 37 naliueHToB B Bo3pacte Oosee 2 et

Cranus XBII, Ypereporuaponedpos/ ruaponedpo3 .
CKdD y 37 manueHToB g )::
mi/mun/1,73m? | OpHocToponnmii | % | JIBycTOpoHHHif % g? E
o E
rugpoHedpos ruapoHedpo3 § g

=
C1 (CK®d >90) 6 24% 1 8,3% | p<0,05
C2 (CK® 60-89) 3 12% 0 0% p<0,05
C3 (CK® 30-59) 14 56% 6 50,0% | p>0,05
C4 (CK®D 15-29) 1 4% 4 33,4% | p<0,05
C5 (CKD <15) 1 4% 1 8,3% | p>0,05
Hroro 25 100% 12 100% | p<0,05

Y 37 peredt M MOAPOCTKOB C ypeTeporuapoHedpo3om/ TuapoHeDpo3oM mnpu
BAIIMII B Bo3pacte Oosiee 2 JeT CTaTUCTHYSCKH 4dallle JIHArHOCTHPOBAH
onnoctoponaui (p<0,05) u cratuctuuecku yanie auarnocruporana XbII C3 (p<0,05).

PesyabraThl Hccjie10BaHUs QYHKIUU MOYEK Y JeTeH U MOJAPOCTKOB C
runomviazueid mnouxku/ moyexk npu BAIIMII 6e3 accounanuu ¢ opdpaHHBIMHU
HACJIEICTBEHHBIMHM CHHAPOMaMHM

W3 34 manueHTOB ¢ TUIOIUTA3ueH MOYKK/ ToueK mpu u3onupoBaHHbIX BAIIMII
Ha MoMmeHT uccienoBanus 4 (12%) 6wt B Bo3pacte oT 10 mecsmeB mo 1 roma 11
MmecsteB 1 30 (88%) — ot 2 10 16 mer.

N3 30 nmereit m MOIPOCTKOB ¢ rumoruiazued moukw/ modek mpu BAIIMII B
Bo3pacte Ooisiee 2 ety 22 (73,3%) auarHoctupoBaHa OJHOCTOPOHHSSI Uy 8 (26,7%) —
OBYCTOPOHHSIS. OJHOCTOPOHHSSI THUIOIJIA3Usl TOYKW Yy JleTed crapuie 2 JeT

CTAaTUCTUYECKH YaIle TUarHOCTUPOBaHa, yeM ABycTopoHHss (p<0,05).
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N3 34 nereii y 30 (88%) ¢ rumoriasueit moyku/ modexk B Bo3pacte Oosee 2 JeT
nuarnoctupoBansl ctaauu XbII: C1y 9 (30%); C2 y 5 (16,7%); C3 y 11 (36,7%); C4d 'y
3 (10%); C5y 2 (6,7%), pucyHok 5.11.
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XBII C1 XBIT C2 XBIT C3 XBII C4 XBII C5

Pucynok 5.11 — Crpatuduxamus XbII C1-5 y 30 nanimenToB B Bo3pacte Oosee 2 jet

C TUNOIUIa3uel MOYKH/ TIOUeK B CTPYKTYpe u3oaupoBaHHbIX BATIMII

Ha pucynke 5.11 mokaszaHo, 4TO y NAaIllMEHTOB B Bo3pacte Oojee 2 JIeT ¢
noyeyHoM rurnoriasuent yaiie nuardoctupoBaHa XbII C3 (36,8%). ¥V 30% mnamueHToB
¢ XBIT C1 CK® coxpanHa.

[IpoBenen cpaBHUTENBHBIN aHanu3 nporpeccupoBanuss XbII nmpu oqHOCTOPOHHEHN
Y IBYCTOPOHHEH THIOIIa3UH TTOYEK, PE3yIbTaThl IPEJACTaBICHBI B Ta0IUIIE 5.5.

N3 Tabmumpl 5.5 BUIHO, YTO y MAIMEHTOB C OJHOCTOPOHHEH M JIBYCTOPOHHEH
TUIIOIUIA3UEN MOYEK BBISBICHBI CTATUYECKHU JTOCTOBEPHBIE paszinuus BbIsiBICHUS XbII
Cl-5craguii: npu OAHOCTOPOHHEW THUIOIUIA3UM TIOYEK CTATUCTUYECKH 4Yalle
muarHoctupoBana XbBII Cl1, C3, C4, npu JBYCTOPOHHEW THUIMOIUIA3UU IMOYEK
cratucTudecku vamie nuarnoctupoana XbIT C2, C5 (p<0,05).

N3 92 y 11 (12%) noapoctkoB B Bozpacte 12 — 16 netr ¢ [IMP u PH 3-4 Tumna B
ctpyktype wuszonupoBaHHbix BAIIMII koncratupoano XBII C4-5; y 4 (4,3%)
nanueHToB B Bo3pacte oT 13 go 16 ner ¢ IIMP u PH 4 tuma B cTpykType

n3osmmpoBaHHbIX BAIIMII nporpeccupoBanne B XbII C5 nuanusnyro craauro.
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Tabmuua 5.5 — Crparudukanusa craguit XbII no K/DOQI npu ogHOCTOpOHHEH 1

JIByCTOPOHHEH rumnoruiazuu novek y 30 nmauueHToB B Bo3pacte Oojiee 2 e

Cramusa XBII, 30 manMeHTOB ¢ THMHOIIA3UCH MTOYKHU/ ITOYCK HocTosepHocTh
CK® Onnocroponnsisi | % | JIBycroponnss | % pasiumi,

wi/MuH/1,73Mm2 TUITOTIIa3Hs TUIIOTJIa3Hs p

TIOYKH MIOYEK

C1 (CK®d >90) 8 36,4% 1 12,5% p<0,05

C2 1 4,5% 4 50,0% p<0,05

(CKD 60-89)

C3 10 45,5% 1 12,5% p<0,05

(CK® 30-59)

C4 3 13,6% 0 0% p<0,05

(CKD 15-29)

CS5 (CK®D <15) 0 0% 2 25% p<0,05

Hroro 22 100% 8 100% p<0,05

Y 30 nereii W MOAPOCTKOB C THMoOMIazuel mouku/ mouek npu BAIIMII B
BO3pacte Oosee 2 JIeT CTAaTUCTUYECKH Yallle JUarHOCTHpoBaHa oHOCcTOpoHH s (p<0,05)

u yame nuarnoctuponana XbII C3.

5.2 Pe3yabTaThl Hccjae0BaHUsA PYHKIMHU MOYEK Y JAeTeill U MOAPOCTKOB
€ BPOKICHHBIMHM AHOMAJIUSAMH M0YE€K M MOYEBBIBOAALIUX MyTel NPU Op(PaHHBIX

HACJICACTBCHHBIX CHHAPOMAaXx

B uccnenosanne BkmoueHo 127 (100%) nmaumenta ¢ BAIIMIIL, u3 nux y 14
(11%) nuarnoctupoBan BAIIMII ¢ accorumanueii ¢ HaclaeACTBEHHBIMA CHHIPOMaMH B
Bo3pacte oT 10 mecsues no 17 net 11 Mecsues.

N3 14 nerenr ¢ BAIIMII, accouunpoBaHHBIMU C HACJIEICTBEHHBIMU CHHAPOMAM,

Ha MoMeHT uccienoBanusa 3 (21,4%) Obutm B Bospacte g0 2 set u 11 (78,6%) B
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Bo3pacte oT 2 ner ao 17 ner 11 mecsueB. Crparuduxanus XBII C1-5 npoenena
I 1manmenTam ctapiie 2 jieT B cooTBeTcTBUM ¢ Kinaccudukanueit mo K/DOQI (2002),
NKF-K/DOQI (2002) and R. Hogg et al. (2003), ocHoBannoit Ha kputepusx CKO,
paccuMTaHHOW N0 KIMPEHCY KpeatuHuHa 1o ¢opmyne Schwartz, m kareropuu
anbOyMUHYPUH.

Tabnuma 5.6 nemoHcTpupyeT, uto 11 getsim B Bozpacte 6osee 2 jet ¢ BAIIMII B
CTPYKTYp€ HACIIeICTBEHHBIX CHHAPOMOB, ycTaHoBleHbl ctaguu XbII: C1 y 5 (45,5%),
XBIT C2 y 5 (45,5%), XBII C5 y 1 (9%). XBII C3 — 4 y nauuentoB ¢ BAIIMII nipu
HACJIEICTBEHHBIX CHHJIPOMAaX HE TUarHOCTUPOBAHO.

OueHka BbIpaXX€HHOCTH mpoTenHypun y 14 mnamuentoB ¢ BAIIMII npu
HACJIEICTBEHHbIX cuHApomax. M3 14 y 4 (28,6%) mnanueHToB NpPOTEUHYpUS HE
nuarHoctupoBana — manueHTel ¢ CHARGE, Fraser tunm 1, Schuurs-Hoeijmakers u
Renal hypodysplasia/ aplasia 3 tuna cunapomamu. IIpotennypus go 0,5 /i1 BbIsiBIeHa
u3 14 nereit ¢ BAIIMII npu opdanubsix cungpomax y 6 (42,9%) manmeHToB C
CHARGE (1), Monocomueii 45X Illepemiesckoro — Tepuepa (1), Dent 2 (1), Lowe (1),
VACTERL-accormanueit (1) u Down/ [ayna (1) cunapomamu. U3 14 y 4 (28,6%)
NaIlMEeHTOB JUarHocTupoBaHa nmpoteunypus 1,0 v/m u 6onee — ¢ Lowe, Pierson, Renal-
Coloboma u FOXP1 cunnpomamu. B katamnese y nmarmenta ¢ CHARGE cunapomom ¢
JIBYCTOPOHHEM TMMOIUIA3UEN TTOYEK KOHCTATUPOBAHO Mporpeccupyroniee teyenne XbII:
B 2 rona 1 mecsany CK® 91,4 ma/mun/1,73 M2, B Bospacte 3 roga 7 mecanes CKD 68,8
mn/mun/1,73m2, uto cootBetcTBYeT XBII C2, ans0ymunypus gocturaer 0,5 /1.

Tpoum mammentam ¢ BAIIMII B Bo3pacte ao 2 ner ouenka CK® mnokazana
HopMmanbHyto CK®. V manuenta B Bo3pacte 10 mecsueB ¢ BAIIMII (MynpTUKHCTO3
npaBoii mouku, ruApoHedpo3d [ cragum cmeBa) mpu CHARGE cunapome
nuarnoctuposana XBII ¢ HopmansHoit CK® (CK® 59,3 mn/mMun/1,73m2). ¥V nauuenra
B Bo3pacTe 1 roma 3 mecsueB ¢ BAIIMII (rumomnnasus HedyHKIHOHUPYIOMIEH JEBOM
nouku v [IMP III crenenu cnea) npu Fraser cunnpome tun 1— XBII ¢ HOpManbHOM
BospacTHoit CK® (CK®D 68 min/mun/1,73 m?). Y namuenTa B Bozpacte 1 roga 6 mMecsiesn
¢ BAIIMII (nogkoBooOpa3nas nouka, rugponedpo3 I craguu) npu Pierson cunapome

nuarHoctuposana XBII ¢ HopMansHoii BospacTHOM CK® (CK® 85 mun/mun/1,73m2).
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Tabmuma 5.6 — CK® u craguu XBII C1-5 y 11 neteit B Bo3pacte 6osiee 2 et

¢ cu"apomanbabiMu BATIMII

[Tanuent Cunnpom Bospacrt CKO, Cranus XBII

No obcnenosanus | mi/mun/1,73m? | 1o K/DOQI
1. Renal — Coloboma 13 net 12,0 C5
2. CHARGE 3r 7 Mmec 68,8 C2
3. Lowe 211 Mec 82,1 C2
4, Lowe 11 et 70,0 C2
5. FOXP1 2r 11 mec 90,0 Cl1
6. Schuurs — Hoeijmakers 41 5 Mec 134,0 Cl
7. Dent 2 11 ner 114,8 Cl1
8. VACTERL 12 et 80,0 C2
9. Renal hypodysplasia/ 419 Mec 106,0 Cl

aplasia 3 Turma

10. | Iepemenckoro-TepHepa 516 mec 108,0 Cl
11. | Cunnpom Down/ layna 15 et 70,2 C2

V¥ manuenta ¢ Lowe CHHIPOMOM BBISBIEHBI BPOXKIEHHBIE aHOMAJMU TOYEK U
MOYEBBIBOSIINX MyTEe: NBYCTOPOHHSS THUIIOIUIA3Usl TIOYEK, THUIOIUIA3HsS TMPABOTO
MoyeTtounnka. B 2 roma 1 wmecsun guarHoctupoBaHa XbII C2 (CK® 82,1
mia/mus/1,73m%) 1 ansbymunypus 1o 1,09 r/m.

Y  nmammenta ¢ BAIIMII npu Lowe cunapome  (IBYCTOPOHHUU
ypeteporuaponedpos III-IV crenenu, nsycroponnuii [IMP III-1V crenenu) B 11 et
nuarnoctuposana XBIT C2 (CK® 70 ma/mun/1,73m?), ans6ymunypus 10 0,5 /.

Y wmampunka B BoO3pacte 2 JET OTMeuYeHa MaHudecTanus TeMOJIUTUKO-
YPEMHUYECKOTO0 CHUHApoMa (Te€MOJIMTHUYECKAsl aHEeMHs, TPOMOOLITONEHHs, OCTpPOe
MOBPEXKJACHUE MOYEK C BOCCTAHOBICHHMEM (YHKIIMU) U HEPPOTUYECKOrO CHUHIApPOMA

(nporeunypusi 4,6 1/1, remarypusi) ¢ ucxomoM B pemuccuro. I[lpu obcienoBanuu
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BBISIBJICHA SKTOMHMPOBAHHAs MOJKOBOOOpa3Hasi MOYKa, ABYCTOPOHHUU rujpoHedpo3 |
cranun, XBII Cl1 (CK® 90 wm/mumn/1,73m2). Tlpu MONEKyIIpPHO-T€HETUYECKOM
HCCIIEJOBaHNN ycTaHOBIIeH nuarno3 FOXP1 cunapom.

VY nanueHTku ¢ opdanHbM cuHIpoMoM Schuurs — Hoeijmakers B Bo3pacre 4 net
5 MecslleB CO CTPYKTYPHBIMH HapyIICHUSIMH OPraHOB MOYEBOM  CUCTEMBbI
(nBycTOpoHHEe MmojHoe ynaBoeHue mouek) auarHoctupoBaHa XbBII Cl ¢ coxpanHoi
(ynkuueit nouex (CK® 134 mn/mun/1,73 M2, 6€3 NpOTEUHYPUH.

VY mansuuka ¢ BATIMII (ypereporunponedpos I-1I cranuu nBycroponnuit) npu
ophannoit HacnencTBenHout 6one3nu Dent 2 B 11 mer nuarnoctupoBana XBII C1 ¢
coxpanHoii QyHkuuei nouex (CK® 114,8 mu/mun/1,73m?) ¢ mporeunypueit no 0,4
T/1/CyTKHU.

B Bospacte 12 ner y nmeBouku ¢ VACTERL — accoumanueid, BKIIOUYArOUICH
CTPYKTYpHBIE HapyIICHHUs MOYEK U MOYEBOro Mmy3bips (ypereporuaponedpos I craguu
MIPAaBOCTOPOHHUM, TIEPEKPECTHAS AuCTONMA TMpaBoM mouku, [IMP IV crenenn
NpaBOCTOPOHHMIT) KkoHcTatupoBaHo XBII C2 (CK® 80 wmu/mun/1,73mM%) ¢
nporennypueit no 0,3 r/m.

Y neBouku ¢ Renal-Coloboma cuaapoMoM B Bo3pacte 8 JeT IpoBeeHa
HepodKTOMHUS TIpaBOM HePYHKUHOHHMpYIOIIEH 1ovku. [laTojoroanaroMudeckoe
UCCIEJOBAaHUE TKAHU  BBISIBWIO  MYJIBTUKHCTO3HYIO  AUCIUIA3MI0 TOYKHA IO
rurnoIyiacTideckomy Tumy. B Bo3pacte 13 ety 1€BOYKUA C €IUHCTBEHHOM IMOYKOM
BCIEACTBHE HE(PPOIKTOMHHM KOHTpAJaTEPAIbHOH 1O TIOBOJAY MYJBTUKHCTO3HOM
JIUCIIA3UM TOYEK MO TuIoriactTuueckomy tuny ycraHoBieHbl XBII C5 nuanusnas
cragus CK® 12mn/mun/1,73m? u iporeunypus 1,77 r/n. B 13 net 3 Heaenu BhINONHEHA
pPOJACTBEHHAass TpaHCIUIaHTauusd No4uku. OyHKIMS TpaHCIUIAHTaTa HEMEJJICHHAs.
HavyanpHas uMMyHOCyTpeccHsl: CUMYJEKT, TaKpOJIUMYC, cesuicent, merunpern. llpu
obcnemoBannu B 17 et 11 mecsmieB Al 117/67 mm. prt. ct., kpeatuauH 0,096 MMOIb/11,
MoueBrHa 5,9 wmmomnws/n. Cyrounsii o0bem wmouu 1500-1700 wmn. Cyrounas
nporeunypust 0,13 r/n. K 4,4 mmons/a, Na 139 mmons/n, Cl 105 mmons/a, P 1,04
mmoutb/n, Ca 2,13 mmonw/n.  25(OH)213 -17 nr/mu. Ilapatupeouanbiii ropmor 107

nr/ma. KOC 06e3 OTKIOHEHMH, albJOCTEPOH W PEHUH, KOPTHU30J HE TOBBIIICHBHI.
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[lonywyaer maiidoptuxk 720 wmr/cytku, nporpad 3 Mr/cyTku. DOyHKUMOHUPYIOIIHM
noueunslii pancrnanTaT (CK® 92 mun/mun/1,73m2).

VY 1eBOYKM MPHU YUCIOBOM XPOMOCOMHOM opaHHON aHOManuu MoHOcoMuu 45X:
cunapome lllepemeBckoro-TepHepa €O CTPYKTYpPHBIMM HapyLICHHUSIMU IIOYEK U
MOYEBOTO MY3bIps (MOJKOBOOOpa3Has mouka, rujgpoHedpo3 I cramguum) B 5 ner 6
MecsaueB auarHoctupoBaHa XbBII Cl ¢ coxpannoit Qysknueir mnouexk (CKD 108
mi/mun/1,73m%) u nporennypueii 10 0,3 r/n/cyTKn.

VY noapoctka 15 ner ¢ BAIIMII (nBycToponHsis runomiasus nouek, HJAMII no
runopedekropHomMy Tuiy) npu cuaapome Down/ Jlayna aumarHoctupoBana XBIT C2
(CK® 70,2 mn/mun/1,73m?), nporennypus 1o 0,1 r/m.

YV manbunka ¢ BAIIMII (runomnnasust mpaBOil MOYKH, MOSICHUYHASL JAUCTOMMS
JaeBoi mouku, ruaponedpo3 Il cragum JaeBocropoHHMit) Tpu cuHApome Renal
hypodysplasia/aplasia 3 types 4 roma 9 wmecsueB aumarHoctupoBana XBIT Cl ¢

coxpannoiit CK® (CK® 106 ma/mun/1,73M?), 63 IpoTeMHYpHH.

5.3 Pe3yabTaThl HCCJIeI0BaHNS MTOKA3aTe el MOYe4YHO BLIXKUBAEMOCTH 110 METOAY
E. Kaplan — P. Meier y nereii 1 mopocTKOB ¢ BPO:KI€HHBIMU AHOMAJIUSIMH MOYEK
H MOYEBBIBOASIIIUX MyTeil 0e3 accounannu ¢ OppaHHBIMH HACJIEICTBEHHBIMH

CHHPOMaMHU

Jlnst oneHku moueyHoU BbDKMBaeMoctdu 1o Mmerony E. Kaplan — P. Meier y 92
neTed W TOAPOCTKOB CTapiie 2 JIeT C BpPOXIACHHBIMH aHOMAIMUSIMHU TIOYEK U
MOYEBBIBOJAIIMX MyTel 0e3 accomuamuu ¢ op(aHHBIMH  HACJIEICTBEHHBIMH
CUHJIpOMaMu OblJIa TOCTPOEHAa KpHUBasi IOYEYHOM BBDKMBAEMOCTH W paccuUMTaHa
MeJIhaHa BbIKMBAEMOCTH.

Ha pucynke 5.12 moxka3zanHa BeposSTHOCTb S-metHer, 10-metHeid m 15-neTHei
MMOYEYHOM BBDKMBAEMOCTH y JETEM M MOJAPOCTKOB C u30aupoBaHHbIMM BAIIMII

coctaBageT 94,4%, 89,5% u 66,5% cOOTBETCTBEHHO.
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Pucynox 5.12 — IToueunas BeikuBaeMocTh 1o Metoay E. Kaplan — P. Meier

y 92 nereit u MOAPOCTKOB ¢ M30JupoBaHHBIMU BATIMII

Takum o00pazom, BeposTHOCTH mporpeccupoBanuss XbII mo C4-5 y nereit u
NOAPOCTKOB ¢ n30nupoBaHHbIMU BAIIMII B Teuenuu 5 net cocrapiuser 5,6%, 10 ner —
10,5%, 15 net — 33,5%.

JIs OLIEHKM BEPOSITHOCTHM TMOYEYHOM BBIKMBAEMOCTH B TE€UEHUU 3 JeT y 45
nanyeHToB B Bo3pacte Oozee 2 et ¢ [IMP nmpu BAMIIM wucnons3oBan meron E.
Kaplan — P. Meier ¢ mocTpoeHHEM KpHBOH MMOYEYHON BBIKHBACMOCTH M Pacu&éToM
M€JIUaHbl BBI)KUBAEMOCTH.

U3 45 nereit B Bo3pacte 6omee 2 net ¢ [IMP npu uzonuposannsix BAIIMIT y 25
(55,5%) manuenToB ycraHoBieHO ¢opmupoBanue PH: 1 tunm y 7 (28%), 2 tun y 6
(24%), 3 Tun y 6 (24%), 4 Tun y 6 (24%).

BepostHocts mporpeccupoBanus XbII go C3, C4 u C5 y 45 nmauueHTOB B
Bo3pacte 6osee 2 aet ¢ [IMP npu BAMIIM B Teuenuu 3 JIeT OT Havana HaOIIOACHUS
cocrtaBasgeT 10%, 2,3% u 0%, COOTBETCTBEHHO.

Pe3ynbTaThl MPOBEJEHHOIO CPAaBHUTEIBHOTO AaHaIM3a BEPOATHOCTU MOYECUHOU

BBDKHUBAEMOCTH 3-JeTHEH, 5-netHeit, 10-netHert y 45 mamueHToB B Bo3pacTe Oosee 2
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aet ¢ [IMP npu BAMIIM u y 69 ¢ anomanuamu nouek npu BAMIIM no merony E.
Kaplan — P. Meier ¢ mocTpoeHreM KpUBOH IMOYEHYHOW BBDKUBAEMOCTH W PACUETOM
MeJMaHbl BBKUBAEMOCTH MPEACTABIICHBI HA pUCYHKe 5.13.

Y CTaHOBIEHO, YTO BEPOSTHOCTH S-ieTHEW, 10-nmeTHel U 15-neTHel MmouyedHou
BBDKMBAEMOCTH Yy JeTell M MOJApPOCTKOB B Bo3pacte Oonee 2 ner ¢ [IMP mnpu
m3osmpoBaHHbix BAMIIM coctaBisier 100%, 90,5%, 84,0%, COOTBETCTBEHHO U C
aHOMAJIMSIMU TTOYeK Tpu u3oaupoBaHHbIX BAMIIM coctaBnser 100%, 100% u 98,6%,
COOTBETCTBEHHO.

VY nereit u moapoctkoB (2 — 17 net 8§ Mec) ¢ U30IMPOBAHHBIMHU BPOKICHHBIMU
AHOMAJIUAMM TI0YEK W MOYEBBIBOASIIMX IMyTeH OT MOMEHTa S5-JeTHEW CHUXKAIOTCS

nokaszareyi BeposATHOCTH 10-1eTHel u 15-1eTHel moYeuHoi BBIXKUBAEMOCTH.
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Pucynok 5.13 — [loueunas BepkuBaeMocTh 1o Metony E. Kaplan — P. Meier
y JIeTel U MoJAPOCTKOB B Bo3pacTe Oosee 2 et ¢ [IMP u ¢ aHomanusamu rnoyek

py n30aupoBaHHbBIX BAMIIM

Cratuctruecku goctoBepHbl pasianuns (P<0,05) ycraHOBICHBI B mokazaTensax 15-
JIETHEW TOYEYHON BBDKMBAEMOCTH y JETEW W IOJPOCTKOB B Bo3pacTe Oojiee 2 JeT ¢

[IMP (45) n anomanusimu mouek (69) npu m3oaupoBanasix BAIIMIT.
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5.4 Pe3yabTaThl HCCJIEA0BAHUS BEPOSITHOCTH COXPAHHOCTH (PYHKIUH IOYEK
no meroay E. Kaplan — P. Meier y nereid 1 NogApoCTKOB ¢ BPOKICHHbIMHU
AHOMAJIMSIMM MOYEK U MOYEBBIBOAAIIMX MyTel NP Op(PaHHBIX HACTEACTBEHHbIX

CHHpOMAX

Jist  olleHKM BEpOATHOCTH coxpaHHocTH @QyHkmuu mnovek (XBII Cl1 ¢
HOpMasTbHBIM ypoBHEM CK®) y 11 nerei 1 moapoCTKOB cTapiie 2 JIeT C BPOXKACHHBIMHU
AHOMAJIUSMM IOYEK M MOYEBBIBOJAIIMX IyTEHM NPH HACIEACTBEHHBIX CHHAPOMAX
ucnosbs3oBad metof E. Kaplan — P. Meier, pucyHnok 5.14.

Paccuurtana S5-netHsiss u 10-1€THAST BEPOATHOCTh COXPAHHOCTH (DYHKIIMHM MOYEK
(XBIT C1 ¢ HopmanbubiM ypoBHeM CK®) y 11 gereit B Bo3pacte Oosee 2 JeT C
BAIIMII, accouuupoBanHbiMu ¢ opdaHHbIMU cuHApoMamu. Yepes 15 yer ot Havana
HaAO0JII0/IEHNs] BEPOSITHOCTh HE pacCUUThIBAJIACh, TaK Kak B Bo3pacte 15 jeT u Gonee B

HNCCJICAOBAHNHU Y9aCTBOBAJIO 2 ImHanucHTa.
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Pucynok 5.14 — BepositHocTh coxpanHocTy ¢yHKmu nmodek (XbIT C1 ¢ HopManbHbIM

ypoBHem CK®) y 11 gereii ¢ cunapomanbasiMu BAIIMII B Bo3pacTe Gosee 2 jeT
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Pucynok 5.14 wumoctpupyet, uto 5- u 10- JeTHSST BEpOSITHOCTh COXpaHEHUs
HOopManbHOro ypoBHs CK® OTHOCMTENBHO BO3pacTHOW HOpMBI y 11 pereir m
noapoctkoB ¢ BAIIMII, accounanvupOBaHHBIX C HACIEACTBEHHBIMM CHUHIPOMaMU
coctaBjsieT 58,5% u 32% COOTBETCTBEHHO.

[lo pe3ynpraTaM MPOBEACHHOIO aHAIW3a YCTAHOBJIEHO, YTO B CTPYKTYpE
BAIIMII 6e3 accommanuu ¢ OpdaHHBIMU HACJIEACTBEHHBIMU CHHJIpOMaMu y 92
nanuentoB 6onee 2 jet ¢ XBII C1 (6e3 camxenus CK®) npeobnanaer [IMP (77,8%), ¢
XBIT C2 — runomnasust nouyku/ nmouek (62,5%), ¢ XbII C3 — ruaponedpos (46,7%), c
XBIT C4 — IIMP (77,8%) u ¢ XBI1 C5 —IIMP (100%).

N3 mnosydeHHBIX JaHHBIX BUAHO, 4TO 4epe3 S5 jeT oT BeisiBIeHUs BAIIMII
BeposTHOCTH TporpeccupoBanusi XbIT no C4-C5 Beime (5,6%) npu u30JIMpOBaHHBIX
BAIIMII, yem mpu BAIIMII, acconmupoBanbix ¢ opdanasiMu cuaapoMamu (0%).
UYepes 10 net ot BeisiBieHuss BAIIMII BepositHocTh nporpeccupoBanust XbII no C4-C5
CTATUCTUYECKU OJMHAKOBas y MauUeHTOB ¢ u3oiaupoBaHHbIMH BAIIMII (89,5%) u
BAIIMII, accoruupoBanubiMu (90,9%) ¢ opdanabsiMu cunapomamu (p>0,05).

N3 113 nanmentoB ¢ mzonupoBaHHbiIMU BAIIMII Bo3pacte or 1 mecsama o 1
rona 11 mecsies 21 (18,6%) pebenok u B Bo3pacte ot 2 aeT 10 17 et 11 mecsues 92
(81,4%) nauuenra.

N3 21 pebenka B Bo3pacte MeHee 2 jeT ¢ um3onupoBaHHbIMH BAIIMII y 15
(71,4%) CK® HopmanbHas u y 6 (28,6%) naumarHoctupoBano cHikeHrne CKO
OTHOCUTEIBHO BO3PAaCTHON HOPMBI.

Bceem 92 nenmnarpuueckum nauueHtam ¢ uzonupoaHHeiMu BAIIMII B Bo3pacTe
6onee 2 ner mpoeaeHa ctparudukanus craauu XbII: Cl ¢ coxpannoit CK®D y 25
(27,2%); C2 y 8 (8,7%); C3 y 46 (50%); C4y 9 (9,8%) u C5 y 4 (4,3%).

N3 14 pereit ¢ BAIIMII, accouunpoBaHHBIMU C HACJIEICTBEHHBIMU CHUHIPOMAM,
Ha MoOMeHT ucciaenoBanus 3 (21,4%) O6bumm B Bo3pacte nmo 2 ser u 11 (78,6%) B
Bo3pacte ot 2 et ao 17 ner 11 mecsues.

Mpb1 onucanu 0ocoOOEHHOCTH (PYHKIMU MOYeK y 14 menuaTpuyecKux MaueHToB C
ophannpiMu HacieacTBeHHbIMU cuHapomamu (CHARGE, Fraser tum 1, Pierson, Lowe,

FOXP1, Schuurs — Hoeijmakers, Dent 2, VACTERL accoumanus, Renal-Coloboma
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CUHJPOM), C HACJEICTBEHHBIM CHHJPOMOM, HE BKIOYeHHBIM B KaTasor ORPHA.net
(Renal hypodysplasia/ aplasia 3 Tuma) u ¢ 4YUCIOBBIMH XPOMOCOMHBIMU OpP(paHHBIMU
6one3namu (Monocomus 45X: Cunnpom llepemesckoro — Tepuepa u Tpucomus mo 21
xpomocome: Cunapom Down/ JlayHa), acconmupoBanubiMu ¢ BATIMII.

VYcranosneno nporpeccupytoniee Teuenrue XbII uz 11 nereii B Bo3pacrte 6omee 2
getr y 6 c BAIIMII, accouuupoBaHHBIMU C HAcCJEICTBEHHBIMU CHHIPOMAMH U
xpomocoMmubiMu Oone3nsimu: C2 y 5 (CHARGE, Lowe, VACTERL, Cungpom Down/
Hayna), C5 y 1 (Renal — Coloboma). ¥ tpex mnammentoB ¢ BAIIMII,
acCCOLIMMPOBAaHHBIMU C OpdaHHBIMH CcUHIpoMamH, B Bo3pacte 10 2 jer CKD B
npezeax BO3pacTHOM HOPMBI.

Paccuntannas mo merony E. Kaplan — P. Meier, BepostHocTh 5-netHeit u 10-
netHeil coxpanHoctu ¢yHkuuu nouek (XBII Cl1 ¢ HopmanbHbiM ypoBHeM CKO®) y
JeTeil U MOJAPOCTKOB B BO3pacte Oosiee 2 JIET C aCCOLMHPOBAHHBIMU C Op(aHHBIMU

HaclsiencTBeHHbIMU cuHapoMamu BATIMII camxkena (58,5% u 32,0%, COOTBETCTBEHHO).
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I')TABA 6
OBCYXIAEHHUE PE3YJIbTATOB

[lenbr0  aHHOTO  JUCCEPTALMOHHOTO MCCIEIOBAHUSA SIBISUIOCH H3Y4YEHHE
0ocoOeHHOCTEW (peHOTUNAa H30JIUPOBAHHBIX W ACCOLUMUPOBAHHBIX C Op(aHHBIMU
CUHAPOMAaMHU BpPOXKJCHHBIX AHOMAJIMI MOYEK M MOYEBBIBOJSALIUMX MyTEeH, MOYEYHOM
¢yHkuuio u BebkuBaeMocTH 1o metoay E. Kaplan - P. Meier (1958) y nenuarpuyeckux

MamUCHTOB JIA IPOTHO3UPOBAHUA ITPOTPECCUPOBAHUA XpOHPI‘ICCKOﬁ 00J1e3HH TTOYEK.

6.1 O0cy:kneHne pe3yJibTaTOB, MOJY4YEHHBIX B Iy1aBe 3.
Ocobennoctu cTpykTyphl 1 TeueHuss BAIIMII 6e3 accounanum ¢ oppaHHBIMU

HACJ€ACTBCHHBIMU CHUHIAPOMAaMHU Yy aerTen u MMOAPOCTKOB

W3 BritoueHHBIX B HcciienoBanue 127 namueHToB B 89% BBISIBIIEHBI COYCTAHHBIC
n3zonupoBaHubie BAIIMII u y 11% cunnpomansusie BAIIMIL. B uccnenosannu D. G.
Matsell ¢ coaBt. (2023) y 160 nmereit ¢ MyJIbTUKHCTO3HOM MHUCIUIACTHYECKON MOYKON B
11% BBIsIBICGHA accolmanus C TeHeThdeckuMu cuHapoMamu [126]. Ilo nmaHHBIM
uccienoBanus 255 OonpHBIX N. Ganesan u coaBT. (2023), W30JIMpOBAaHHBIE U
curapomanbabeie BATIMII BcTpeuaroTest ¢ 0 JUHAKOBOM 9acToTOM [65].

B rnaBe 3 mpencraBieHa KIMHUYECKas XapakTepucTuka 113 manueHToB ¢
m3onupoBanHbiMU BATIMII B Bo3pacte ot 1 Mecsiiia 1o 17 net 8 mecsues.

3ajayaMu  JUCCEPTALlMOHHOTO  HCCIENIOBAHUSl  SIBJSJIUCH  OLICHKA
CTPYKTYDBI, BBISBICHHE OCOOCHHOCTEH KIMHHYECKOTO (EHOTHUNa W TEUCHUS
n3osmpoBaHHbIX BATIMII y nennaTpuyeckux nauueHTOB.

Hamu npoananusupoBana ctpykrypa mzonupoBaHHbIX BAIIMII y 113 nereit u
noapoctkoB: [IMP y 60 (53,1%), ruaponedpos/ ypereporuaponedpos3 y 47 (41,6%),

runormiazus novek y 34 (30%), anomanuu B3auMopacnoyioxenus nouek y 25 (22,1%),
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yaBoeHue nouek y 24 (18,6%), knanan 3aaneit yperpol y 9 (8%), skctpodusi MOYEBOTO
my3bips y 6 (5,3%) 1 0OTHOCTOPOHHSIST areHe3us Movku y S (4,4%).

Cpenn wm3oimmpoBanHbix BAIIMII goctoBepHo wdamie BbisABiaeHbl [IMP,
ruApoHepo3 u runoruiazus nouku/ mouek. CTaTUCTUYECKHU JOCTOBEPHBIX Pa3JIMUUN 10
yactote BcTpeyaemoct [IMP u runponedposa B ctpykrype nzonupoBanubix BATIMIT
HaMu He mnojydeHo. [lonydeHHble HaMHU Pe3yNbTaTbl O CTPYKTYPE H30JIUPOBAHHBIX
BAIIMII TpynHo cpaBHUTH C JaHHBIMH JIMTEPATYphbl, TaK KaK aHAJOTHYHBIX
uccaegoBanuii ctpyktypsl BAIIMII HaM HE BCTPETHIIOCH.

ITo pesynbratam uccnenoBanusa [IMP B crpykrype m3onupoBanusix BAIIMII y
113 mamuenTtoB nuarHoctupoBaH B 53,1%, 4ro cormacyercss ¢ JHMTEpaTypHbIMU
nanubiMu [38, 100].

N3 60 mnamuentoB ¢ I[IMP npu BAIIMII y 4 (6,7%) otsarouieHa
HACJIEICTBEHHOCTh IO He(pomnaToysoruu (ModekaMeHHas Ooiie3Hb, ruaponedpos). B
uccinenosannu H. Miyakita u coast. (2020) BbIsiBIIeHa OTSTOIIEHHAS HACICICTBEHHOCTD
o Hedpomnatojgoruu B 21,2—61,4% y manuentos ¢ IIMP npu BATIMIT [100].

Hamu ycranosieno y 60 namuentoB ¢ [IMP npu BAIIMII B 93,3% couetanue ¢
aHOMAJIUAMH pa3BUTHUs mouek, B 10% — ¢ aHOManusMu pa3BUTHS MOUYEBOTO IY3bIPs, B
6,7% — ¢ anoManusiMu pa3BUTHs ypeTpsl. [lomyueHHbIe pe3ylbTaThl Mbl HE CPABHUBAIH
C JJaHHBIMU JIUTEPATYPHI, TAK KaK HAM HE BCTPETUIIOCH TIOJIOOHBIX HCCIIEIOBAHUM.

[Io pesynpratam Hamero uccienoBanus, [IMP B cTpykType H30JIMpOBAHHBIX
BAIIMII u3 113 ycranosnen y 60 (53,1%) nanuentoB, u3 Hux B 48,3% NBYCTOPOHHUU
[IMP. [Ipyrue aBTOpbI MOTY4IIHA CX0XHe nanube [7, 15, 52, 100].

H. M. 3aiikoBa u coaBt. (2018) coobmarmT, uyto omHocTtopoHHUU [IMP
BRISIBIISIETCS B 55% ciydaes, aBycTtopoHHmid — B 45% [31].

I[To namum panaeiM y 60 mamuentoB ¢ IIMP mpu BAIIMIT B 7,9%
nuarsoctupoBana I cremens, B 19,1% II cremens, B 33,7% III crenens, B 20,2% IV
crenenb, B 19,1% V crenens. Ilpu nBycroponHem IIMP npu BAIIMII goctoBepHO
yanie guarHoctuposanu |11-V crenenn, yem npu ogHocroponHem [IMP. Ilonyuennsie

HaMU pe3yJIbTaThl coriacyrorces ¢ nanHpiMu H. M. 3aiikoBoit u coast. (2017) [13].



145

B muccepraunonnom uccnenoBanuu y 60 nmanuentoB ¢ [IMP B 10% BeisiBIEHO
COYETAaHWE C OJHOCTOPOHHEN areHe3ueil mouku. [lo pesynmpratam mertaananmza 770
narerToB ¢ [IMP H. Miyakita u coast. (2020) BeISBHIIM OJTHOCTOPOHHIOIO arcHE3UIO
nouku B 24% [100].

N3 60 nanuentoB ¢ I[IMP npu BAIIMII B 73,3% npoBeneHa 3HAOCKONAYECKAs
koppekius, u3 Hux B 40,9% mnoBropHo. Cuutaror, 4to 3((PEKTUBHBIM CIIOCOOOM
neuenus [IMP V-V crenenu sBisieTcs 3HA0CKONMYECKAsT KOPPEKLIMs, I10CIIE KOTOPOU B
73-90% ciyuaeB perunus [IMP He otmeuaror [127, 174].

Bropuunblii xpoHuuyeckuil nuenonedput nauarHoctupoBaH B 73,3% y mereil c
[IMP mipu BATIMII, uTo cornacyetcst ¢ AaHHbIMU JuTepatypsi [8, 10, 16, 127, 137].

Hamu BbisiBiena accomumanus [IMP npu BAIIMII ¢ naronorueit co CTOPOHBI
JIPYTMX OpraHOB W CHUCTEM (HEPBHOW CHUCTEMBI,  JKEIYJOYHO-KUIIEYHOIO TPaKTa,
oprana 3penus) u3 60 marmentoB y 14 (23,3%). I'. M. Jletudo u coart. (2022)
yCTaHOBWJIM, 4yTO nu3oiaupoBaHHbie BAIIMII y nereii B 15,0 % cimydaeB accounnpoBaHbl
C BpOKJICHHBIMHU ITOpOKaMu cepia [26, 27].

IMunponedpos npu BAIIMII nuarnoctupoBan u3 113 y 47 (41,6%) nereii, u3 HuX
y MalbuukoB B 68,1% wu y neBouexk B 31,9%. IlomydyeHHble HamMHu pe3yJIbTaThl
ommyarorcss ot nanHeix II. B. IllymunoBa u coastT. (2021), KOTOphi€ BBISBUIU
ruaponedpo3 y aeBodek B 1,5 pasa gaiie, ueM y ManbunkoB [58].

VY BKIIIOYEHHBIX B HccienoBaHue 47 manueHtoB ¢ runaponedpozom mpu BAIIMII
YCTAaHOBJIEHBI OJHOCTOPOHHUHN B 66% u 1ByctoponHuii B 34%. M3 31 manuenra c
OJTHOCTOPOHHUM THiapoHedpozom y 41,9% mnpaBocroponrnii um y 58,1%
neBocroponnuii. F. Emma (2022) u Makapoa T.II. u coaBr. (2021) npuBoasT
JIeBOCTOPOHHMI ruporedpo3 B 60% u aBycroponnwmii B 10% [38, 81].

Hawmu BeisiBiieHa rumoruia3us nodek u3 113 y 34 nmereit (30%), u3 vux B 70,6%
OJMHOCTOpOHHSII W B 29,4% nABYCTOpPOHHsIS. Y TAlMEHTOB C OJHOCTOPOHHEH
TUIIOIIA3UEHd MOYEK MOPAXKEHUE NMPABOW M JIEBOW MOYKH BCTPEUYAETCSA C OJMHAKOBOMU
gactoTol. [loiydeHHbIe JaHHBIE COTTIacyrOTCs ¢ pesynbraTtamu F. Emma (2022) [81].

Pe3ynbTaThl AUCCEPTAIMOHHOIO HUCCIENOBAaHUS YKa3bIBAalOT Ha COYETaHUE

MPOTENHYPHUH W PEHAJIBHOW apTEpUAIbHON TMIEPTEH3UU Y MAlMEHTOB C THNOIUIA3UEN
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nouky/ mouek npu BAIIMII y nereii B 20,6%. JlanHbie nuTepaTypbl YKa3bIBalOT Ha
TUMNOIJIA3UI0 MOYKHW/ MOYEK KaK Ha YacTyl0 NPUYMHY PEHAJbHOM MapeHXUMaTO3HOMN
aprepuanbHoii runeprensuu [20, 22, 92, 115].

Hamu BbIsiBIIEHBI aHOMAJINM B3auMopacnonoxenusd nouek npu BAIIMIT u3z 113 y
25 maruentoB (22,1%): cummeTpuuHbie (mMoakoBooOpasHas mouka y 23 (92%) u3 25,
rajetooOpasHas nouka y 1 (4%) u3 25) u accumerpuunoe cpainienue (L-oOpasnas
mouka y 1 (4%) wu3 25). B pesynbraTe WuCCIEAOBaHUS YCTAHOBJIEHO, YTO
NOJIKOBOOOpa3Hasi MOYKa  SBJISETCS  YacTOM  aHOMalIMed y  TAlUeHTOB ¢
nzonupoBanHbiMu  BAIIMII u nuarnoctupoBana B 20,4%. Cpenu BbISBICHHBIX
aHOMAJIMK B3aMMOPACIOJIOKEHHUS MOYEK IMOJAKOBOOOpa3Has Moyvka BbIABICHA B 92%.
[lonyyennsle naHHbie coryacyetcs ¢ ucciuenoBanueM J. J. Kirkpatrick u S.W. Leslie
(2023) [119].

[lo nmaHHBIM  JUCCEPTALIMOHHOTO  UCCJIEIOBAaHUSA, BBIABICHBI aHOMAJIUU
B3auMopacnoioxkenus nouek npu BAIIMII y 25 nereit B 92% Ha nepBoM rojly Ku3HHU,
yro He cornacyercs ¢ manubiMu H.S. Khougali u coast. (2021) o Bo3pacTe BBIABICHUS
aTHX aHoMawui [70].

Coueranue aHomanuii B3auMopacmoyiokeHus mnodexk ¢ [IMP y 25 manueHToB
HAMU YCTaHOBJEHO B 36%, ¢ BTOPUYHBIM XPOHUYECKHM muenoHehpuToM B 32%.
Amnanornunbie pe3yabTaThl moaydeHsl F. Emma u coasr. (2022) [81].

Pesynbrarel Hamero wuccienoBanus aemoHctpupytoT [IMP y manmeHToB C
yaBoeHrueM mouku/ mouek B 50%, uro nmoarBepkaaroT qanueie F. Emma u coaBt. (2022)
[81].

[Tonmy4yeHHble pe3ynbTaThl O COYETAHWM KIanaHa 3agHed ypetpel B 33,3% c
neyctoponanM [IMP V crenmenn u naByctopoHHuUM TuiapoHedpozom |-l cragum
nonreepkaatoT gannabie M. b. Ocunosa u coasr. (2021) [53].

B nuccepranmoHHOM HCCIeIOBAaHUH MTOKA3aHO, YTO IKCTPOGHUS MOUYEBOTO MTy3bIPS
y 6 jmeredl BCTpedaeTcs C OJMHAKOBOM 4YacTOTOM y ManpuukoB (3) m aeBouek (3),
COYETaHWE HKCTPOPUU MOYEBOTO MY3BbIPsI C AHOMAIMSIMU Pa3BUTUSL YPETPhl HE
IUarHoctTupoBaHo. M3 6 manueHToB ¢ 3KCTpodueld MOYEBOrO MY3bIpS YCTAHOBIIEHO

coueranue ¢ rusipoHedpozoM y 5, ¢ [IMP y 4 u ¢ AByCTOpOHHEH rUnomia3uen noyek y
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1. B oTeuecTBEeHHOM AUTEPATYPE ABTOPHI YKA3bIBAIOT, YTO HKCTPO(USI MOUYEBOTO My3bIPS
B TPU pa3a yalle BCTPEYAETCS Y MaJbUYMKOB M HEPEJKO COYETAECTCS C PACLICIIICHUEM
ypetpsi [19, 28, 34, 149].

Mpb1 He BBISIBWIM Yy 6 MAMEHTOB C AKCTPOPHUEH MOUYEBOIrO Iy3bIps pPEHATbHON
aptepuasibHOM runepreH3uu. Ilporeunypuss mno 0,8 r/m nuarnoctupoBana B 50%
ciaydaeB. OkcTpoduss MoyeBoro my3wips B 16,7% mpoTekaeT ¢ BTOPUYHBIM
xpoHuueckuM nuenonepputoM. H. Sawaf u coant. (2023) yka3bIBaroT, 4YTO MALUEHTHI C
SKCTpoUeil MOUYEBOro IMy3bIps HMMEIOT BBICOKMH PHUCK pPAa3BUTUSA apTepHUaATbHON
TUIEPTEH3UH, TMPOTEUHYPUHM U NPHUCOCIMHEHUS  XPOHUYECKOTO  MHUKPOOHO-
BOCITAJIUTEILHOTO MpoIlecca OpraHoB MoueBoi cucteMsbl [160].

B Hamem wuccnenoBanuu y 3 MallMEeHTOB HAarHOCTUPOBAHA AareHe3usl JIEBOU
NOYKH U y 2 — MpaBoH, y 2 JeTell C OJHOCTOPOHHEW areHe3uell MOYKH BBISIBICHA
npoteunypus 10 0,6 r/1 B coueTaHUU C PEHAIBHOW apTepuaibHOW runepreHsueit. B
CBS3M C MAaJIeHbKOM BBIOOPKOM TMAllMEHTOB, CpPaBHEHHE IMOJYYEHHBIX JaHHBIX C
JIUTEPATypOr HE MPOBOANIOCH.

Ilo pe3ynpratam wHcciieoBaHUS M3 9 MallbUMKOB C KJIAIIAHOM 3aJHEN YpETphI
nuarsoctTupoBaHo coueranue ¢ [IMP y 3 u ypereporunponedpozomM/ ruipornedpo3oMm —
y 3. Ilo maHHBIM JIUTEPATyphl, y JI€TEH C KJIalmaHOM 3aJHEW ypeTphl B IMOJABISAIONIEM
OOJIBIITMHCTBE CIIy4aeB JUArHOCTUPYIOT couetanue anomanuu ¢ [IIMP Il — V cTenenu u
rugponedposzom [53].

[lo Hamum ganHbM U3 113 geteilt U moapocTKoB ¢ u3onupoBaHHbIMU BAIIMII
aHOMAJIMU 3aIoJI03PEHbI BHYTpHYTpoOHO ¢ 28 mo 32 Hemenu OepemeHHoctd y 31
peoenka (27,4%). [lomydeHHBIe JTaHHBIC COrJacyroTcs ¢ mcciaeaoBanusmu M. Richter-
Rodier u coart. (2012) u C. Policiano u coast. (2015), koTOpBIC JOKa3alHu, YTO MPHU
IIPOBEJICHUH I1aHOBOro Y3 BO BTOpOM TpHUMeECTpe OEPEMEHHOCTH MOKHO MOCTAaBHUTh
npenBaputenbHbiid quarno3 BATIMIT y mnona B 73 — 88% ciyqaes [100, 149].

Ilo pesynbprataM JAMCCEPTAlMOHHOIO MCCIEAOBAHMS BBIABICHO COYETAHHE
n3ospoBaHHbIX BAIIMII ¢ BpOXOE€HHBIMU aHOMANUAMU PAa3BUTUS IPYTUX OPTraHOB U
cucreMm B 16,8%. Ilo manueim nuteparypel, BAIIMII codetaroTcsi ¢ BpOXKICHHBIMU

aHOMAJIMSIMH Pa3BHUTHS APYTHX OpraHoB U cucteM B 30% ciryuaes [115, 149, 185].
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6.2 O0cy:xn1eHue pe3yabTaTOB, 0JY4YEHHBIX B I1aBe 4.
Oco0enHocTu GpeHOTHIIA BPOKACHHBIX AHOMAJIUI MOYeK W MOYEBbIBOAS LM X
nyTeil NpyM HACJIeACTBEHHBIX CHHAPOMAX M XPOMOCOMHBIX 00J1e3HSIX Yy AeTell U

MOPOCTKOB

B rnase 4 npexacrasiieHbl 0cobeHHOCTH KinHUYeckoro ¢penotuna BAIIMII y 14
(11%) w3 127 nmeteit mpu HACIEACTBEHHBIX CHHApoMaXx (12) ¥ XpOMOCOMHBIX 0OJIE3HIX
(2).

OnHolt M3 3a7a4 HAIIEro WCCIEAOBaHUS SIBISJIOCH BBISIBJIEHHWE OCOOEHHOCTEH
KIUHUYecKoro ¢eHornna W reHotuna BAIIMII, accomuupoBaHHBIX ¢ Op(haHHBIMU
HACJICICTBCHHBIMHA CHUHIPOMAaMH BCJIICJACTBUE MYTallMM T'E€HOB II0 pe3yjibTaTaM
MOJICKYJISIPHO-T€HETUUECKOTO UCCIISIOBAHMS.

[lo naHHBIM BCEMHPHBIX TE€HETHYECKHUX HCCIIEIOBAHUNA YCTAaHOBIJIEHBI TEHBI,
MyTall KOTOPBIX TMpUBOASAT K paszButuro BAIIMII y gereir npu  peakux
HACJIEJICTBEHHBIX CHHAPOMAaX U XPOMOCOMHBIX 0oJie3Hsx [6, 63, 145, 146].

Y npobanma — manpumka 10 mecsueB ¢ CHARGE cunapomom BcliiencTBue
myTtaiun B reHe CHD7 pArg.157 BAIIMII xapakTepu30BaIUCh MYJIbTHKHCTO30M
npaBoii mouku, ruaporedposom I craguu ciesa. Ilo manasim R. M. Lombel u coasr.
(2022), myramuu B rene CHD7 mpuBoasat k tshkenomy tedennio CHARGE cunapoma
[176]. D. G. Matsell ¢ coast. (2023) mokazanu y 160 mereit ¢ MyJIbTHKHUCTO3HOM
IYcIUIacTUYecKoi moukoi B 11% accorumanuio ¢ reHeTHYeCKUMH cuHapomMamu [126].

Y Broporo mpobanma — Mampunka B 3 rojma 7 MmecsneB aumarHo3 CHARGE
CUHAPOM YCTAHOBIIEH Ha OCHOBAaHWW KJIMHHYECKOTO (EHOTHNA TO S5 OCHOBHBIM
KpuTepusiM (JIBYCTOPOHHSSI KOJOOOMa COCYAMCTOH OOOJOYKH W JIUCKA 3PUTEIHHOTO
HEpBa; OJHOCTOpPOHHMI mape3 JuueBoro Hepsa; BIIC; 3amepxkka pocra,
MICUXOMOTOPHOTO ¥ TICHXOPEYEBOTO PA3BUTHS; KPUIITOPXU3M; IBYCTOPOHHSISI aHOMAJIHS
HapY)KHOTO yXa, HEHPOCEHCOPHAs TYroyXOCTh; IBYCTOPOHHSS THIIOIIIA3Us TOYEK,

XBII). MonekynsipHO-TeHETUYECKOE UCCcleqoBaHue He TmpoBeaeHo. [locTaHoBka
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JMarHo3a y JTaHHOTO TallMeHTa MPOBEJACHA B COOTBETCTBUU C JAHHBIMHU JIUTEPATypPbI
[67, 72].

VY mepBoro u BTOPOro MalMEHTOB BbISIBIEHBI TspKenble (peHorunsr BAIIMII B
ctpykrype CHARGE cunapoma. C. L. Hale u coasr. (2016) yka3biBaroT, 4TO Hapsiay C
OLICHKOW KiaumHu4eckoro ¢enorumna, namueHtam ¢ CHARGE cunnpomom crnenyer
MIPOBOJIUTh MOJICKYJISIPHO-TEHETUUECKOE HCCJIEAOBaHUE JUISl BBISBICHUS MyTaluid B
reae CHD7 [67].

VY mpobanga — manbunka (1 rox 3 mecsna) ¢ opdannsiM Fraser cunapomom 1
tuna BeaeacTBue mytaruu 4:9.78979165T>C rena FRAS1 nuarnoctuposanst BATIMIT
(rumorutasust jeBoir moukoi ¢ IIMP). Passutue Fraser cunapoma 1 u 2 THIIOB
BcaeacTeue myrtanuu reHoB FRAS1 u FREM2 noareepxaeHo npyrumu aBropamu [15,
36, 100, 136]. J. Bouaoud u coaBt. (2020) yka3pIBalOT Ha 4YacThie MPOsSBICHUS Fraser
CUHJpOMa — OJIHOCTOPOHHHMM WJIM JBYCTOPOHHUM KpUNTODTAIbM, CUHIAKTUIIHUS,
OJTHOCTOPOHHSISI areHe3 sl MOYEK U aHOMAJIUH MOJIOBBIX opraHoB [91].

VY mpobanga — manmpumka 8 mecsueB ¢ Pierson cMHAPOMOM C JABYCTOpOHHEH
BPOXKIEHHOM KaTapakToWl, HUCTarMOM M OOCTPYKIIMOHHOW amMmOnuonue rIia3
BCJIEJICTBUEC paHEe HE ONHUCaHHOro BapuaHta wmyTanuu chr3:2.49163473G>T
rs143405268 B 18 3x30He reHa LAMB2 mb1 BriepBoie ommcanu denotun BAIIMII ¢
AKTOIUPOBAHHOM MOJKOBOOOPa3HOU MOYKOHU, ruapoHedpo3om | cramuu. B mutepartype
OMMCaH THIUYHBIA MOYeUHBIH (HEHOTUIT TIpU Pierson cuHApOME, XapaKTEPHU3YIOIHUICS
BPOXKJICHHBIM HE(PPOTUYECKUM CHHIPOMOM C TPOTPECCUPOBAHHEM B TEPMUHATHHYIO
cramuio XBIl u TnasasiM  (EeHOTUNOM (JABYCTOPOHHSSI MUKPOKOPHS, aHOMAJHs
XpycTajanKa, aTpodus IMIIHAPHON MBIIIIEI, U3MEHEHHUSI POTOBHIIBI U ceTyaTku) [33, 43,
101, 149].

VY mpobanga — manpuuka B 2 roma 1 mecsil ¢ okyno-niepedpo-peHaabHbiM Lowe
CUHAPOMOM, TMPOSIBISIONIUMCS ABYCTOPOHHEHW THUMOIUIA3MEH MoYek, ruaponedposzom |
cranun u XbBII C2, BbIsIBIEH paHee HE OMHMCaHHBIM BapuaHT u3MeHenus JIHK
X:2.129562665 C>TENST00000371113.9:c B reMu3uroTHoM cocTtosiHuu B 12 u3 24
sk30oH0B TeHa OCLR, mpuBomsmuii Kk amMuHOKHCIOTHOW 3amene p.His375Tyr. S.

Ramadesikan u coaBt. (2021) coobmatoT, yTo cuHaApoM LOwe BcieacTBrue MyTallu B
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reae OCRL1 ¢ tpuanoii cuMnToMoB (IBYCTOPOHHEW KaTapakTOW, HEBPOJIOTUYCCKHMHU
Hapymenusmu 1 BATIMII) OvicTpo mporpeccupyeT B TepMHHANbHYIO ctaanto XbBII
[97].

VY Broporo mpobanna — Manpuuka 11 jer ¢ okyno-uepeOpo-peHanibHbiM Lowe
CHUHJPOMOM JIMaTHO3 YCTAHOBJIEH MO KIUHUYECKOMY (eHOTHIy: MHUKpOdTaIbMUs,
Mukpodakusi, BpOXKJACHHAs TJaykoMa, BpOXJICHHAas JBYCTOPOHHSS KaTapakTa,
pacxopsiieecs: Kocorjiasue, TOpU30HTAIbHBIA HUCTArM, TUIIOIUIa3Usl MO30JIMCTOrO Tea,
HajepeoensipHasl KUCTa, BHYTPEHHSIA THApoledanus, reHepalu30BaHHas MBbIIICYHAs
runoroHusi. Tspxensie nposiBaeHuss BAIIMII (aBycroponnuit I[IMP III-IV crenenn,
nByctopoHHuit  ypereporugaponedpos II-IV  craguum), cunapom @ankonu. Y.
Motoyoshi u coaBt. (2022) cumTaroT, 4yTO AWArHO3 CUHIApoM Lowe MoxkeT OBbITh
MOCTaBJIeH 0€3 MOJICKYJISIPHO-TEHETUYECKOTO UcciieioBanus [62].

Mpb1 mipeAcTaBUiIM KIMHUYECKOe HaOJrojeHue mpobaHaa — Manpunka 2 jeT 11
mecsieB ¢ BATIMII npu FOXP1 cunapome (monkoBooOpasHas modka, ruapoHedpos |
CTaJMM) C paHee HE OIHCAHHBIM TE€TEPO3UTOTHBHIM HOCUTEIHCTBOM BapHaHTa
€.664+1G>C B rene FOXP1. T. B. Johnson u coat. (2018) mpencraBuim onucaHue
nanpenra ¢ wmyrtamueir B rene FOXP1 ¢ BAIIMII, xapakrepusyrormieics
IOJIKOBOOOPA3HOM MOYKOM ¢ TuapoHedpo3om capasa [71].

VY npobanga — neBouku 4 jer 5 mecsues ¢ Schuurs — Hoeijmakers cuaapomMoM u
naToreHHbIM BapuanToMm Mytainuu B rene PACS1: c.607C>T p.(Arg203Trp) BAIIMII
MPOSIBIISIIACH  JIBYCTOPOHHUM TIOJHBIM  yABOCHHEM Touek. Hame nabmoneHue
cornacyercs ¢ ganasiMu L. Lusk u coast. (2020), onucaBmumu BAIIMII y manuenToB
c wmytamueir B reHe PACS1: yaBoeHuwe modek, ruapoHedpo3, areHe3wsl IOYeK,
tepmuHanbHast cragus XbI1, [IMP [147].

Mp1 onucanu BAIIMII npu 6one3nu Dent 2 y npobanaa — manbuuka 11 et ¢
BBISIBJIEHHOW MPOTSKEHHOM JIeNeMen ydacTka XpoMocoMbl X ¢ rpanunamu 129540739
— 129806486 u pasmepom 265,7 Kb, 3aTparusaromieit 001acTh 5 TeHOB, 4 B3 KOTOPBIX
spisrorcss mopouaueiMu (OCLR, ZDHHC9, SASH3). ®ecnorun 6Gone3nu Dent 2
BKJIIOYAJ TMATOJOTHUIO OpraHa 3peHust (BpOXIEHHAas KaTapakTta o0ouX TJias,

JIBYCTOpPOHHMI Oy(dTaibM, BpOXKJEHHAs ONEpUpOBaHHAsi Tyiaykoma, adakusi JEBOIO
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riasza), opranndyeckoe nopaxenue [[HC, HapylieHne HHTEUIEKTYyaJbHOIO pPa3BUTHS,
cumntomokoMmiuiekc ®ankonu. BAIIMIIL: nByctoponnuit ypereporuaponedppos (1l
CTajauM crpaBa, | craauu cnesa), MenyJUIApHBIA HedpokadbuuHO3. Y. Motoyoshi u
coaBT. (2022) cumraror, 4To AuarHo3bl Oosie3anb Dent u cungpom Lowe JOIDKHBI
CTaBUThCS Ha OCHOBAaHWU KIMHUYECKUX MPOSIBJICHUN Yy MalueHTa 0e3 MOJICKYJISIPHO-
reHetndyeckoro uccienoBanus [62]. [To manueiM kaTamoroB ORPHA.net 1 OMIM.org,
mytanuu B reHe OCRL1 npuBozadr k pa3BuTHio oppaHHON HACIEACTBEHHOU OOJE3HU
Dent 2, BcTpeuaromeiics Tobko y MmyxuuH [145, 146].

Y mpobGanma — geBouku 12 ner ¢ VACTERL accomumanueit BAIIMII
POSIBJISUTUCH  ypeTeporuaponedpo3om [ craaum cieBa, NEPEeKPEeCTHON AUCTOMHEH
npaBoii nmouku u IIMP IV crenenn cnpaBa. Jumarno3 VACTERL accoumanus
YCTAaHOBJICH HAa OCHOBaHWU 6 M3 7 OCHOBHBIX JHATHOCTUYECKUX KpUTepHeB. J(marnos
VACTERL acconuamuu MOXXHO TIOCTaBUTh 0€3  MOJEKYISIPHO-TEHETHYECKOTO
UCCIICIOBAHKS, HO MPHM HaJIWduu 3 U3 7 OCHOBHBIX Kputepues [81, 142, 177]. S. Y.
Hong u coagrt. (2023) coobmaror, uto reHeTudeckas npupoaa VACTERL accommaruu
M3yueHa HEJOCTATOYHO, U ONucChIBalOT KinHU4Yeckuid ciaydait BAIIMIT npu VACTERL
accoranuu 0e3 MOJICKYJISIpHO-TeHeTuUecKoro uccieaopanus [142]. IIMP B ctpykType
VACTERL accoumanuu ¢ myranueir rena PAX2 ommceiBator S. Negrisolo u coasr.
(2023) [140].

VY npob6anga — nepouku 17 net 11 mecsaneB ¢ BAIIMII (nedyHkImoHupyromas
MYJBTUKHACTO3HAS AUCIUIA3US MMPABOW IMOYKH 110 THUIOIUIACTUISCKOMY THITY) Tipu Renal—
Coloboma cuHApOME € ayTOCOMHO-JOMHUHAHTHBIM THIIOM HACIIEJJOBaHUS BBISBICHA
reTepo3uroTHasi MyTanus reHa PAX2 (HykieoTuaHas 3aMeHa B 6 WHTpoHE reHa PAX?2:
IVS6-1-g ->c). S. K. Boualia u coasr. (2011) u H. Sawaf u coast. (2023) mokasainu, 4To
mytanuu B reHe PAX2 oOycnasnmmBaror passutie BAIIMII B 5-15% ciyuaes [160,
178]. S. Negrisolo u E. Benetti (2023) oTmMedaroT B3aUMOCBSI3b MKy MYTAIHSIMH B
reae PAX2 u pazsutriem BAIIMII u anmomammii tma3z [140]. J. Li u coasrt. (2020)
orucanu Renal-Coloboma cuHApOM ¢ BHYTPHCEMEWHOH TeTepOreHHOCThIO ()EHOTHITA B

TpeX MOKOJICHUSX MPH TeTepo3uroTHoi neieruu C.736G>T (p.Glu246Ter) Bo 2 sk30HE

rera PAX2 [66].


https://journal.nephrolog.ru/jour/article/view/260
https://journal.nephrolog.ru/jour/article/view/260
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Mp1 onucanu nanuenta 4 jget 9 mecsitieB ¢ BAMIIM (runomnia3ust npaBoil MOYKH,
MOSICHUYHAs JUCTOMUS JIeBOM Mouku U ruspoHedpos Il craaum ciesa) npu cUHAPOME
Renal hypodysplasia/ aplasia 3 tuma Bcneactsue myrtanuu rena GREBILL. Tlo nannbiM
nutepatypbl, myTtanuu B rene GREBL1L BeIsBIsSIOT mpu OIHO- WM JBYCTOPOHHEH
areHe3MH MOYeK M MopoKax pa3Butus matku [88, 98, 135, 181].

H. M. 3aiikoBa u coaBT. (2023) npeacTaBuiid KIMHUYECKOE HAOIIOJCHUE
nanuentkn ¢ CAKUT  (runonucruiasus/ariazuss THOYkM 3 TUHA) U
CTEPOUJIPE3UCTEHTHBIM HE(PPOTUUYECKUM CUHAPOMOM BCJEJCTBUE MYTAllUd T'EHa
GREBLL [46].

B namem uccnenopanuu y npob6anaa — nesouku 5,5 mer BAIIMII npu cunapome
[epemeBckoro-TepHepa MpOSBISIUCH TOJIKOBOOOPa3HOW MOUKOM U TuipoHePpo3om [
CTaJIiH, 4TO COOTBETCTBYET McciaeaoBaHusAM Y. Izumita u coast. (2020) u T. Ogawa u
coanT. (2021) [154, 157].

Ilo pe3ynpraTaMm Halero MUCCIEHOBAaHUA, Y MaJb4yHMKa 15 J€T TUarHOCTUPOBAHBI
BAIIMII (runomnasusi mouek asyctopoHuss, HIAMII mo runopediexropaomMy TUIy)
npu cunapome Jlayna u myranus B rene WDR35 B reTepo3uroTHOM COCTOSTHUH, YTO
corjlacyercsi ¢ JaHHbIMM JHUTepaTypbl [146] u coBmamaer ¢ pe3yabTaTamMu
uccinenoBanus L. Postolache u coaBt. (2022), KOTOpBIC BBISIBWINM y TAIMEHTOB C
cunapomoM Jlayna runomuiazuio noyek u cHmkeHue CK® oTHOCUTENBHO BO3pAaCcTHOM
Hopmel [184]. R. L. Chevalier (2023) ycranoBmiu, uyto cpeau BAIIMII npu
XpPOMOCOMHBIX 00e3HsX npeodnanaroT [IMP n ob6cTpykimst HMDKHUX MOYEBBIBOISIIINX
nyTtei [74].

Takum oOpa3zom, Hamu BepUGUIHUPOBAHBI JTUATHO3BI TIPH MOJICKYJISPHO-
reHeTuyeckoM uccienoBanuu y 71,4% mnanuentoB ¢ BAIIMII, acconuupoBaHHBIX €
HACJICJICTBEHHBIMU CHHJIpOMaMHu M xpomocoMHbIMH Oone3nsmu. CHARGE, Lowe,
Fraser Tum 1, Pierson, Schuurs — Hoeijmakers, FOXP1, Dent 2, Renal-Coloboma, Renal
hypodysplasia/ aplasia 3 tuna u Down/ layna cunapomamu. Y 5 (35,7%) manueHToOB
UJICHTU(PUIMPOBAHBI paHEE HE OMKMCAHHBIC BapHaHThl MyTaluii TeHOB — Ipu Fraser Tumn

1, Lowe, Pierson, FOXP1, Renalhypodysplasia/ aplasia 3 Tuna cungpomax.
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6.3 O0cy:x1eHue pe3yabTaTOB, IOJY4YEHHBIX B IJ1aBe S.
Pe3yabTaThl HCC/1e10BAHUS MOYEYHOH (PYHKUMHU U BBLKUBAEMOCTH 110 METOLY
E. Kaplan — P. Meier y nereii 1 moApoCTKOB ¢ BPOKI€HHBIMH AHOMAJIUSIMH MOYEK

M MOYE€BbIBOAAIIINX HYTeﬁ

OO0cy:x1eHue pe3yabTaTOB, NOJYYeHHbIX B riase 5.1.
PesyabTaThl Hccjef0BAHUA QYHKIUM MOYEK Y AeTeH U MOAPOCTKOB C
BPOKICHHBIMHM AHOMAJIUSIMH MOYEK U MOYEBBIBOASIIIUX MMyTel 0e3

acconyanum € Op(l)aHHbIMI/I HaACJICACTBCHHBIMU CHHIPpOMaMH

[Ipu mpoBeneHUM TaHHOTO HCCIEIOBaHMs, OJHOM W3 3a1ad ObLIO TMPOBEICHUE
CPaBHUTEIBHOTO  HWCCIENOBaHMS  (DYHKIIMOHAJIBHOTO  COCTOSIHUSI ~ TOYEK U
nporpeccupoBanusi B XbBII Cl1-5 y mneamatpuueckux mnamuentoB ¢ BAIIMII:
U30JIMPOBAHHBIMU M aCCOLIMUPOBAHHBIMU C OP(HaHHBIMU CUHAPOMAMHU.

N3 113 namumenTtoB ¢ uzomupoBanHsiMu BAIIMII 21 (18,6%) pebenok Obut B
Bo3pacte mMeHee 2 neT. Y 21 manuenta B 71,4% koHcratupoBana CK® B mpenenax
BO3pacTHOW HOpMBI, U B 28,6% cHumkenne CK® OTHOCUTENBHO BO3PACTHOW HOPMBI.
OO6cyxnaTh TONY4YCHHBbIE HaMH JIaHHbIE 3aTPYJAHHUTENBbHO, TaK KakK MOJ00HBIX
UCCJIEOBAaHUI HAM HE BCTPETUIIOCH.

Ha mowment wuccinepoBanus u3 113 nereir ¢ um3onupoBaHHbiMH BAIIMIT 92
(81,4%) pebénka B Bo3pacte oT 2 et 1o 17 ner 11 mecsies.

Bcem 92 neamarpuueckum nanueHtam ¢ uzoiupoBaHHbiMH BAIIMII B
BO3pacTe Oosee 2 jeT nmpoBeaeHa cTpatudukaius ctaguu XbIT:

C1 ¢ coxpannoit CK® — y 25 (27,2%) marueHToB B Bo3pacte OT 2 j0 16 Jer,
yanie auarsoctupoBanbl [IMP (60%) u anomanuu B3aumopacnoioxenus noyek (40%);

C2 —y 8 (8,7%) B Bo3pacTe oT 2 10 15 jeT, yaiile AMarHOCTUPOBAHBI THUIIOIIIA3HS
nmouku/ mouek (62,5%) u anomanuu koxmdecTa noyek (50%);

C3 — y 46 (50%) B Bo3pacte oT 2 ner g0 17 mer 11 mecsueB jeT, yaiie

ypeteporuaponedpos/ ruaporedpos (46,7%) u [IMP (36,9%);
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C4 -y 9 (9,8%) B Bo3pacte or 3 nmo 16 ner, wame c¢ I[IMP (77,8%) u
ypeteporuaponedpos/ ruaponedpos (55,6%);

C5 -y 4 (4,3%) B Bo3pacte ot 10 10 16 mer.

®enorun BAIIMIIT y 4 ngereit ¢ XBII C5, momyyaronmx 3aMeCTUTEIbHYIO
MOYCUHYI0 TEpanui0 XPOHUYECKUM TEeMOJUAIN30M: Yy I[EepBOro TNalueHTa —
neyctoponnuii ruaponedpos I-11l ctaguit ¢ neycroponnum IIMP III u V crenenu; y
BTOpOTo naruenTa — rugaponedpo3s Il ctaguu nmpaBocTopoHHU € SKCTpOodHEt MOUEBOTO
ny3slpsg U npasoctopoHHur [IMP V crenenu; y Tpersero manueHTta — TUIOIUIA3UsA
obenx moyek c¢ mnpaBoctopoHHUM [IMP Il cremenu; y wyeTBepTOro mnamueHTa —
runorasus ooeux novek ¢ ABycroponaum [IMP 11 u IV crenenn.

[Tonyuennsle Hamu pe3ynbTaThl 0 XBII Cl1-5 B cTpykType H30JIHMpPOBAHHBIX
BAIIMII TpynHo cpaBHUTH C JaHHBIMUA JIMTEPATypbl, TaK KaK aHAJIOTHYHBIX
UCCIIeIOBaHU HAaM HE BCTPETUIIOCh.

BreisBiaeno, uto w3 92 nereit m moapoctkoB crapiie 2 yer ¢ BAIIMII 6e3
accoranuu ¢ ophaHHBIMM CHHAPOMaMH JIuarHocTupoBaHbl Bce 5 cramuii XBII y
narnuenToB B 3 rpynmnax u3 7: ¢ [IMP (45), runponedpo3om (37) u runoruiazuei mouku/
nouek (30), uro cornacyercs ¢ ganHbiMu  E. B. JIbicoBoit u H. /I Caenkosoii (2017)
[29]. C. A. YecnokoBa u A. A. BsnkoBa (2021) cuMTaOT BpOXKIECHHBIE TOPOKHU
pPa3BUTHS OpPraHOB MOYEBOM cucTtembl, BKItouas [IMP, ocHOBHBIMEH (hakTOpaM pHCKa
passutus XBII B geTrckom Bo3pacte [56].

ITo Hammm nanHbIM, U3 45 namuentoB ¢ [IMP B Bo3pacte oT 2 g0 16 jeT mo
pesynbrataMm craTudeckoil Hepocuuuturpaduu y 25 (55,5%) ycraHoBieH nuarHo3
pedmrokc-Hedpomaruss u npoBenaeHa crpatudukanus tarnma PH B cooTBercTBHE C
knaccudukarueit 1. Goldraich (1983): 1 tum BeisiBiieH y 28%, 2 tum — y 24%, 3 tam — y
24%, 4 tun —y 24%.

H. M. 3aiikoBa u coast. (2020) BeisBwIH, uro y nereit ¢ [IMP PH 1 Tuma
dbopmupyercs B 7,6%, PH 2 tama — B 20,3%, PH 3 Ttuna — B 32,9% u PH 4 tuna — B
27,8% [14].
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H. Miyakita u coast. (2020) yka3zamum, uro PH sBiasercs mnpuunHOM
dbopmupoBanusi XbIl y nmereit B 12 — 21% cnywaeB u B 7 — 17% pa3BuBaetcs
tepMuHanbHast cragus XbBIT [100].

B pesynbpraTe Hamero uccinenoBanus y Bcex 45 gereit ¢ [IMP npu BAIIMII B
Bo3pacte Oosiee 2 yeT mpoBeaeHa crpatudukanus craaud XbI1. R.M. Lombel u coasr.
(2022) npumu k BeiBoay, uro BATIMII, Bxitouas [IMP, B 30% ciydaeB npuBoOIsT K
dopmuposanuio XBIT [176].

N3 13 nennarpuyeckux nauueHToB ¢ n3oaupoBaHHbIMA BATIMII u XBII C4-5 'y
1 (7,7%) neBouyku C HEMOJHBIM yJIBOCHHEM JIEBOW MOYKU M TUMOIUIA3UEH MPaBOM MOYKU
BBISIBICHO COYETAHUE C TTOPOKAMHU Pa3BUTHS CEPACYHO-COCYIUCTON CUCTEMBI (TeTpajia
daio, CTEHO3 U aHEBPU3Ma JICTOYHOU apTePUH ).

ITo manueiM I'. M. Jletudona u coart. (2022), 15% nereit ¢ BAIIMII umeror
BPOJKJICHHBIC TIOPOKU PA3BUTHUS CEPJICUHO-COCYITUCTOU CUCTEMBI [27].

N3 4 nanmentoB ¢ XBII C5 ¢ uzonupoanubiMu BATIMII, BKiItoUeHHBIMY B Hallle
UCCJIEIOBaHNEe, y 2 BBIBICHA JIBYCTOPOHHAS THUIOIUIa3usi movek. [lo maHHBIM
JUTEpaTyphl, THIIOILIA3Ks MoYeK yacTo nporpeccupyet B XBIT C5 [115, 149].

B mamem wuccnemoBaHumM y BceX 4 TMAIMEHTOB C HW30JUPOBAHHBIMU
BAIIMII ¢ XBIT C5 BoisiBiieH [IMP u y 2 ruaponedpos. B. D. Chiodini u coasr.
(2023) cuwurTaroT, YTO OOCTPYKTHBHAS YypOIaTHs SBISICTCS HaubOojiee YacToi
OpuYrHON TepMuHanbHO# craguu XBII y nereit [144].

B namem wuccnenoBanuu XbBII C4-5 nuarHocTUpoBaHa TOJBKO Y
MalMEeHTOB ¢ ABYCTOpOHHMMHU u3ojgupoBaHHbIMM BAIIMIIL. Ilo mannsiMm R. L.
Chevalier (2023), nByctoponnue BAIIMII mnpuBomar k 0oiee cepbe3HBIM
MOCJICICTBUSIM, Y€M OJHOCTOpOHHUE [74].

[To pe3ynbpraTam MpOBEACHHOTO MCCIECAOBAHUS BBIABICHO, 4TO M3 13 mamueHToB
B Bo3pacte 7 — 16 ner c¢ uzonupoBaHHbiMH BAIIMII ¢ XBII B npegauanu3Hoil u
nuanu3non craauu 11 (84,6%) — B moapocTkoBoM Bo3pacte. Y 13 pereii ¢ XBbII C4-5
ycrtanoBiaeHel: IIMP B 84,6%, ypereporuaponedpos/ ruaponedppo3s B 53,8%,
runoruiazua nouku/ mouek B 38,5%, knaman 3amgHed ypeTpbl B 23,1%, skctpodus

MO4eBOro my3sips B 23,1%, anHomanuu koiauyecTBa noudek B 7,7%. Hamum pe3ynbTaThl



156

cooTBeTcTBYIOT NaHHbIM H. Sawaf u coaBt. (2023) o pucke nporpeccupoBanus XbII 1o
TEPMUHAIBHON CTaIUU B TIOJPOCTKOBOM Bo3pacte [160].

[lo HammM JOaHHBIM, M3 5 JeTell ¢ OJHOCTOPOHHEW AareHe3uel IMOYKH y 2
BBISIBJICHO COYETAHUE IPOTECMHYPUU U PEHAIBHOM apTepUabHON runepreHsnu, XbIl
C3 — y 1 nanuenta, XBII C4-5 e auarnoctupoBana. OOCyxaaTh MOJy4EHHbIE HAMU
JaHHBIE TPYOHO, TaK Kak BBHIOOpKA MAllMEHTOB C OJIHOCTOPOHHEH areHe3neil Mmoyku

MaJjia.

OO0cy:x1eHue pe3yabTAaTOB, NOJYYeHHBIX B IJjiaBe 5.2.
PesyabraTsl Hccjie10BaHUsA QYHKIUU MOYEK Y AeTeH U MOJAPOCTKOB C
BPOKICHHBIMHM AHOMAJIUSIMH MOYE€K U MOYEBBIBOASIIIUX MyTel Mpu OpPaHHBIX

HACJE€ACTBCHHBIX CHH/IpOMAaX

Hamu o6cnenoBano 127 manuentoB ¢ BAIIMIIL, u3 vux y 14 (11%) BbIsIBIEHBI
op(haHHbBIE HACJIEICTBEHHbIE CHHIPOMBI U XpOMOCOMHBIE OoJie3nn Uy 9 (64,3%) u3 14
JI0Ka3aHO HaJlMYMe MyTalluil B omnpeeneHHbIx reHax. B uccnenosanuu D. G. Matsell u
coasT. (2023), u3z 160 neteit ¢ MyIbTUKUCTO3HOM aucIuiacTuueckoil moukoit y 18 (11%)
oKa3aHa acCoIHaIMs ¢ TCHETUYCCKUMU CHHapoMamu [126].

ITo pesynbraTtaM Hamiero uccieaoBanus, u3 14 nanuentoB ¢ BAIIMII npu
op(haHHBIX CHHIPOMAaX M XPOMOCOMHBIX Ooyie3HsiX y 6 ycraHoBieHo cHuxeHue CKD
OTHOCHUTEIIbHO BO3PACTHOM HOPMbI, U3 HUX y 2 BBISIBICHO HAJIUM4YME MYTalUil B
onpeneneHabx renax: myrtanus B rene OCRL1 npu opdannom curmpome Lowe u B
reHe PAX2 mpu Renal — Coloboma cunapome. ¥V namuentoB ¢ CHARGE cunnpomom,
Fraser cungpomom tun 1, Pierson cunapomom, FOXP1 curapomom, Schuurs —
Hoeijmakers cuanpomom, 6osie3as Dent 2 u Renal hypodysplasia/ aplasia cuaapomom 3
THUTIA BBISIBJICHBI MyTaluu B reHaxX, Ho CK® y aHux B mpenenax Bo3pacTHOi HOpMEL. F. P.
E. Vairo u coasr. (2021) mokazaHo Hajau4ue MyTallui B pa3iaudYHbIX TeHax B 33% y
naieHToB ¢ BAIIMII u camkennem CK® [96].

B Hamem wucciegoBanuu mnamnueHTka B Bo3pacte 12 ger ¢ BAIIMII

(HeyHKIMOHMpYIOIAs MYJIbTUKHCTO3HAS IWCIIa3us IpaBoi moukw) npu Renal —
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Coloboma cunapoMe MoJiy4aeT 3aMECTUTENIbHYIO MOYEYHYIO TepPAlUI0 FeMOIUATU30M,
B 13 ner mmarnoctupoBana XBII C5 (CK® 12 wmn/mun/1,73M2) u BbINOJHEHA
POJICTBEHHAsl TpaHCIUIAHTAIMs TOYku. B katamHe3e S5 jeT (QyHKIMS TpaHCIUIaHTaTa
coxpanHa. Ananmornussle gannubie npusoaut M. N. Haddad u coasr. (2019) [102].

B name uccnenoBanue BriroueHbl 5 nere ¢ XBII C5, u3 Hux y 1 aeBouku
BBISIBJICHA MYJIBTUKHCTO3HAs IUCIUTa3us Toukud mpu opdanHom Renal — Coloboma
cungpome. Y 4 manumeHtoB ¢ XBII C5 c¢ uzonupoBanHbiMu BAIIMII kucTO3HBIX
3a00J1eBaHMI MOYEK HE BBISIBICHO. [loydeHHbIE HAMU JaHHBIE COBMAAAIOT C JaHHBIMU
uccinenoBanus R.M. Lombel u coast. (2022) —y 10 — 19% nereit ¢ TepMUHAIBHON
cragueit XbII quarHocTupoBaHbl KUCTO3HBIC WU HACIICACTBEHHBIE 3a00JICBaHUS TTOUYEK
[176].

VY nanumentku 5,5 ner, BKIOUEHHOM B ucciegoBanue, BAIIMII npu cunapome
[epemieBckoro-TepHepa MPOSBISAINCH MOJAKOBOOOPA3HOM MOUYKOM, TuapoHedpo3oM |
craquu, XbII Cl1 6e3 cHuxenus CK®. PesynpTaThl Hamero ucciaea0BaHUs
COIJIACYIOTCS ¢ TaHHBIMM JUTepaTypsl [154, 157].

VY npob6anga — manpurka 15 net auarsoctupoBanbl BAIIMII (runorurasus modex
nsyctoponssisi, HIMII no runopeduekropuomy tumy), camkernrne CK® (XBIT C2) mpu
cunapome JlayHa. Pe3ynbTarhl Hallero MCCIEAOBaHUS COTJACYIOTCS C JaHHbIMU L.
Postolache u coasr. (2022) [184].

3amayelt TaHHOTO UCCIENOBaHUSA OBLUIO UCCIEAOBATHh MOYEUHYIO BBDKHBAEMOCTh
nmo Mmeromy E.L. Kaplan — P. Meier (1958) y mneamatpuyeckux MamMeHTOB C
W30JMPOBAHHBIMU M ACCOIMUPOBAHHBIMU C Op(QaHHBIMH CHHIPOMaMH BCJIEIACTBHUE
MyTanuu renoB BATIMIL.

Hamu paccunrana BeposatHOCTh 5, 10 m 15-neTHEl no4YeyHON BBIKMBAEMOCTH Y
92 neteit m MOAPOCTKOB B Bo3pacte Oosee 2 neT ¢ uzonupoBanHbiMu BATIMII, koTopas
coctaBisieT 94,4%, 89,5% u 66,5% coorBercTBeHHO. BepostHocTh 5 u 10-nmetHei
Mo4YevyHou BehkUBaeMocTH o metoay E. Kaplan — P. Meier y 11 nereli 1 moapocTKoOB B
Bo3pacte Oonee 2 gmer c¢ BAIIMII, accouunpoBaHHbiMM ¢  Op(aHHBIMU
HACJIEACTBEHHBIMU cuHIpoMamu, cocTtaBisier 100% wu  90,9% cOOTBETCTBEHHO.

JletanbHBIX HMCXOJIOB CpeIM TAlMEHTOB He 3apeructpupoBaHo. OOCyxaaTh
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MOJTyYEHHbIE HAMU JJaHHBIE 3aTPYJHUTEIILHO, TaK KaK MOJIOOHBIX UCCIEI0OBAaHUN HAM HE
BCTPETHIIOCK.

Hamu paccumtana 3-nmeTHsAsI BEpOATHOCTH mnporpeccupoBanus XbII go craguit
C3, C4 u CS y 45 nauuentroB B Bo3pacte Oonee 2 net ¢ [IMP npu u3onupoBaHHBIX
BAIIMII, kotopas coctaBuna 10%, 2,3% u 0% coorBercTBeHHO. [lonyueHHble HAMU
pe3yabTaThl HE COIVIACYIOTCS ¢ pe3yibratamu, nonydeHHbiMu K. Ishikura u coasr.
(2016). ABTOpHI paccunTa M 3-JIETHIOK MOYCUYHYIO BBDKUBAEMOCTh y 278 MOAPOCTKOB C
IIMP npu BAIIMII ¢ XBII C3, C4 u C5, kotopas cocraBuna 94,4%, 57,0% u 25,0%
COOTBeTCTBeHHO [112].

N3 127 nenuarpuueckux namueHToB ¢ BAIIMII 24 (18,9%) peGenka B Bo3pacte
ot 1 mecsima 10 1 roga 11 mecsiiia u 103 (81,1%) — B Bo3pacte ot 2 net ao 17 mer 11
MECSIIEB.

Hamu niposenena onenka CK® 24 netsim B Bo3pacte 10 2 jeT: y 18 (75%) CKD B
npeaenax BO3pacTHOM HopMmbl My 6 (25%) mumarHocthpoBaHo cHuxkeHue CKO
OTHOCHUTEIHHO BO3PACTHON HOPMBI.

B pesynbrare namero uccnenosanusa XbII C1-5 yctanosnena y 103 nmaiueHToOB
crapuie 2 yiet, yto cocrtaBuiio 81,1% nereit, u3 Hux y 11,0% nuarnoctupoBana XbII
C4-5 uy 3,9% — C5. TlomydeHHBIE pe3yJIbTAThl COTVIACYIOTCS C JAHHBIMU JIUTEPATypPhI
[22, 35, 54, 92, 107].

N3 103 nmamuentoB ¢ BAIIMII crapiie 2 sieT, BKIIOYEHHBIX B HUCCIICAOBAaHUE, Y
70,9% BoeisiBneno XbIT C2 — 5, y 65,2% C3 — 5. B uccnenoanuu P. D. Imani u coaBT.
(2021) [78] y 55 pereit mmarHoctupoBaHo XbBII mpu BAIIMII, w3 Hux y 63%
nanueHToB ycraHoBieHo XbII C3 — 5. J. Masalskiené u coart. (2021) coobmiator, 4To

BAITIIMII auarnoctupoBanbl y 79% nereit ¢ XBIT C2 — 5 [123].
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BbIBO/1bI

1. B cTpyKType COYETaHHBIX BPOXKICHHBIX aHOMAJINN TTOYEK W MOYEBBIBOISAIINX MTyTEH
y 127 nereit ycTtaHOBIIEHBI U30JIMpOBaHHbIE (heHOTUNHI (89%) U accolMMPOBAaHHBIE C
ophannbiMu cunapomamu (11%). Cpegnuil Bo3pacT AeTeil K MOMEHTY BbISIBJICHUS
m3onupoBanHbix BAIIMII coctaBun 1,06 roga (1 mecsu — 17 ner 8 mecsieB) u
acCOIMallMMPOBAHHBIX C Op(aHHBIMHU HACJIEACTBEHHBIMU cUHApoMaMu — 4,2 roxaa (1
Mmecsil — 12 ner).

2. B cTpykType coueTaHHBIX BPOKICHHBIX aHOMAJIMK MOYEK M MOYCBBIBOASIINUX MTyTEH
y JeTed C H30JUPOBAHHBIMU (DEHOTUIIAMHU BBISBICHO MpeoOsialaHue aHOMAJIUMA
nouexk/ mouku  (76,9%), my3blpHO-MOUYETOUYHUKOBOTO pedumokca  (53,1%),
ypeteporuaponedposza/ rugponedpposa (41,6%). Wzonuposanusie BAIIMII
BBISIBJICHBI MPU YIBTPA3BYKOBOM HCCJICIOBAHUU B MEpUHATAITIBLHOM Teproe Ha 28-38
HEJIeNAX recTaluu 1 'y nerei B Bo3pacte oT 0 1o 3 mecsiteB B 6osee 50% cinyuaes.

3. BrisiBiieHa yacToTa coueTaHus My3bIPHO — MOYETOUHUKOBOTO peduitokca y 60 nereit ¢
npyrumu ¢enotunamu BATIMIT: B 80% c anomanusiMu modex (TUIMOIUIa3Us MOYeK/
nouku (33,3%), ynBoenue nouek/ nouku (20%), monkoBoodbpaszHas mouka (13,3%),
arene3usi mouku (10%), L-oOpasznas u raneroobpasnas mouka (3,4%)); B 40% c
ypetreporuaponedpo3om/ ruaponedposom; B 6,7% ¢ axcTpodueit MO4eBOro Mmy3bIpsi.
VY neteit ¢ [IMP nuarnoctupoBana pedurokc-negponatust 1-4 tunos B 41,7%.

4. YcTaHOBIIEHO coueTaHue ypereporuapoHedposa/ ruaponedposa (0JHOCTOPOHHETO B
66% u nByctoponHero 34%) y 47 nereii ¢ npyrumu perHorunamu BAIIMII, u3 Hux B
68,1% ¢ aHomamusmMu moYeK (moakoBooOpaszHas mouka (17%), mosicHUYHAs
muctorus (17%), runormnazus (17%) u ynBoenue nouku/ mouek (12,8%), arenesus
nmouku (4,3%)); B 51,1% c¢ my3sIpHO-MOUYETOUYHHUKOBBIM pedurokcom; B 10,6% ¢
skcTpodueit MoueBoro my3bips; B 2,1% ¢ AUBEPTUKYIOM MOYEBOTO ITY3bIPSI.

5. BeisiBieno y 34 gereit ¢ rumoriasued modek (omHoctopoHHedt B 70,6%,
nByctoponaeit B 29,4%) coueranue ¢ apyrumu denotunamu BATIMII: my3eipHO-
MOYETOYHUKOBBIN pedirokc (61,8%), ypereporuaponedpos/ruaponedpos (23,5%),

KJIanad 3aHen ypetpsl (5,9%), nucronus u yasoenue nouk (5,8%).
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6. [lokazana 4JacTtoTa co4yeTaHUs aHOMAJWW KojMuecTBa mouek (yaBoeHue B 82,1%,
areresus B 17,9%) y 28 nereit ¢ apyrumu penorunamu BAMIIM: TIMP (60,7%),
ypeteporuaponedpos/ rugponedpo3 (39,3%), AUBEPTUKYT MOYEBOrO MY3bIPs
(3,6%); aHoManmuii B3aUMOpPACIOJIOKEHHMS Touek (mojgkoBooOpa3zHas B 92%,
rasierooOpa3Has B 4%, L-o0pa3nas B 4%) y 25 nereit ¢ npyrumu genorunamu: [IMP
(36%), ypeteporuaponedpos/ ruaponedpos (36%), kiaman 3aaueit ypetpsl (8%).

7. YcTaHOBIJIEHBIl y NIeuaTpuueckux namueHToB ocooennoctu BATIMII npu opdannbix
CUHJIpOMax BeieacTBue myrtanui renos: Fraser tunm 1 (FRAS1), Pierson (LAMB2),
Lowe (OCLR), FOXP1 (FOXP1), Schuurs — Hoeijmakers (PACS1), Dent 2 (OCLR),
Renal-Coloboma (PAX2) u xpomocomubix Oomesusnx Illepemesckoro — TepHepa
(MmoHocomusi 45X), Down (tpucomusi mo 21 xpomocome, mytanus reHa WDR35);
Ipyu  ayTOCOMHO-JIOMHHAHTHOM cuHapome Renal hypodysplasia/aplasia 3 Tumna
(GREB1L).

8. Ycranorneno nporpeccupoBanue XbII y 92 nereit B Bo3pacte ot 2 net a0 17 jet 8
mecsiteB ¢ uzonupoBanHbiMU BATIMIIT ot C1 (27,2% c coxpannoit CK®), no C2
(8,7%), C3 (50%), C4 (9,8%), C5 (4,3%). ¥V 21 peGenka B Bo3pacte A0 2 JET
camkeHa CK® B 28,6%. ¥V 11 gereit B Bo3pacte Gonee 2 nmetr ¢ BAIIMII mpu
ophannbix cunapomax ctpatuduiuposansl craguu XbII Cl y 5 mpu cunapomax
FOXP1, Schuurs-Hoeijmakers, Dent 2, IllepemeBckoro-Tepuepa, Renal
hypodysplasia/ aplasia; C2 y 5 ¢ cungpomamu CHARGE, Lowe, VACTERL, Down;
C5y 1 cRenal — Coloboma cuaapomom. CK® He cHIKeHa y 3 IeTei B BO3pacTe 10
2 ner ¢ cuaapomamu CHARGE, Fraser 1 tumn, Pierson.

9. BepositHocTh 5- netHe#, 10-neTHel u 15-neTHEN MOYEYHON BEDKHBAEMOCTH Y JIeTEH
u noApoctkoB (2 — 17 net 8 mec) ¢ uzonupoBanubiMu BAIIMII coctaBnsier 94,4%,
89,5% u 66,5%, coorBercTBeHHO. [loKa3aTenu BEepOSATHOCTH S-jeTHer u 10-1eTHel
coxpanHoctu Qpynkuuu novek (XbBII C1 ¢ nHopmanbubiM ypoBHeM CK®) y nereit u
MOJPOCTKOB B Bo3pacte Oosnee 2 ner c¢ BAIIMII, accouuupoBaHHBIMU C

HAaCJICJICTBEHHBIMU CUHAPOMaMHU, CHUXKEHBI (58,5% u 32,0%, COOTBETCTBEHHO).
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NPAKTUYECKHUE PEKOMEHJALIUAN

1. C uenpio ONTUMU3AIMU AUATHOCTUKHU, OIICHKH (PYHKIIUH MOYEK, KOHCEPBATUBHOTO U
XUPYPruvecKoro JieueHus: AeTsAM ¢ BbiABICHHbIMU BAIIMII mo ynpTpa3sBykoBOMY
CKPUHUHTY B I€pUHATAJIbHOM MEPUOJAE, Y HOBOPOXKJICHHBIX WU TPYAHBIX J€TEH
MOKa3aHa TOCIUTAIU3alys B MEPUHATAIBHBIN IEHTP WIM B CHEUUAIM3UPOBAHHBIN
He()POJIOrMUECKHI/ ypOIOrH4ecKuil cTalmoHap.

2. PexoMeHI0BaH MEXIUCHUIUIMHAPHBIA MOAXO0] HAa aMOyJaTOPHOM dTare K BEIACHUIO
neTed ¢ W30JUPOBAHHBIMU M AaCCOLMUPOBAHHBIMU C Op(aHHBIMU CHHAPOMaMU
BAIIMII nemuarpom-Hedponorom, ypoJsioroM, oQTaaIbMOJIOTOM, CYPIOJIOIOM,
HEBPOJIOTOM, KapauojoroM. Y neauarpuyeckux mnanueHtoB ¢ BAIIMII noxaszan
TUHAMHYECKUNA  KOHTPOJIb (PYHKIIMM TOYEK C Y4e€TOM BBICOKOTO  pPHCKa
nporpeccupoBanus XbII or C1 go C2-5.

3. [lennaTpudyeckuM TAIMEHTaM MPU YCTAHOBJIICHUHM JauarHo3a couetaHHbix BATIMII
PEKOMEHI0BAHO MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEI0BaHUE o BULLY
BBICOKOTEXHOJIOTMYHONH MEIUIIMHCKONW TMOMOIIM — He(dpOJIOTHs B COOTBETCTBUU C
[TocranoBnenunem IlpaButenbctBa PO «O Ilporpamme rocynapCTBEHHBIX TapaHTUH

OecCIIaTHOTO OKa3aHMs TpakJaHaM MeIWIMHCKOW momomu Ha 2023 romx u Ha

miaHoBbId niepuon 2024 u 2025 rogo» oT 29.12.2022 No2497.
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CIIUCOK COKPAILIEHUM

AJl — aprepranbHOE JaBJICHHUE

BOH — 6enkoBo-3HEpreTHUECcKas HEIO0CTATOYHOCTh
BAIIMII — Bpo/1IeHHbIE aHOMAJIMH NTOYEK M MOUYEBBIBOASIINX MyTEH
BUY - Bupyc ummyHoae(ULINTA YETOBEKA

BHC — BpoxneHHbIl HepOTHUECKUI CUHAPOM

BIIC — Bpok1eHHBII IOPOK cepLa

BVYU — BuyTpuyTpOoOHas nHpEKIus

BOb — Bupyc Onmreiina-bappa

JIMIIII — nedext MexnpeacepaAHon neperopoiku

JUII — nerckuii nepedpanbHbIi mapaany

HNBJI — uckyccTBeHHass BEHTUIIALMS JIETKUX

KOC — KuciaoTHO-OCHOBHOE COCTOSIHUE

MPT — MaraHutHO-pe3oHaHCHAs ToMorpadus

MCKT — MynbTUCTIUpabHass KOMITBIOTEpHAs TOMOTpadus
HJIIMII — neiiporenHas 1ucyHKIIUS MOYEBOTO IY3bIPs
HK — napymenue kpoBooOparieHus

I[IMP — my3bIpHO-MOYETOUYHUKOBBIN pedIoKC

[ILIP — monmumepa3Ho-LIeTHAS PEAKIIUS

PH — pedumrokc-nedpomatus

CK® — ckopocTh KIIyOOUKOBOW (DUIIBTpaIiu

CITN/I — curapom npuoOpeTEHHOTO UMMYHHOTO JIe(PUITUTA
VY3/I' — ynbpTpasBykoBas gonrmieporpadus CoOCy10B TOUEK
VY3U — ynpTpa3ByKOBOE HMCCIICTOBAHUE

XBII — xpoHuyeckast 00J1€3Hb TOYEK

[IMB — nuromeranoBupycHas HHGEKIus

IMHC — uenTpanpHast HEpBHasl CUCTEMA

YJIC — ygareyno-j1o0xaHoyHas CUCTEMA
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AD — ayTOCOMHO-TOMUHAHTHBIN TUI HACJIEA0BaHUS

AR — ayTOCOMHO-PEIIECCUBHBIN TUI HACJIEA0BaHUS

Ca — kanpumi

CAKUT - congenital anomalies of the kidney and urinary tract

CKD - chronic kidney disease

Cl — xyop
K — kanni
Na — naTpuii

NKF-K/DOQI — The national kidney foundation kidney disease outcomes quality
initiative
P — dochop

XLR — X-cliemieHHbIN pelieCCUBHBIN THIT HACISTOBAHMUSI
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