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Renal oligohydramnios and Potter sequence with cystic kidney disease

E.F. Andreeva, N.D. Savenkova

Saint-Petersburg State Pediatric Medical University, Saint-Petersburg, Russia

Buepsoie B 1946 1. E.L. Potter (1901—1993) onucana xapakTepHblii BHEHIHMIA B Y MEPTBOPOXKIAEHHBIX W YMePIIMX HOBOPO-
JKJIEHHBIX C IBYCTOPOHHE# areHe3ueii noyek. /laabHeiimme Ha0oaeHus mo3BosmM Bbiaeauth [lotTep-cunapom (Potter syndrome,
Q60.6) — COBOKYNHOCTb XapaKTePHbIX BHEHIHUX MPU3HAKOB, KOTOPble (hopMUPYIOTCS BCJEACTBHE KpaiiHeil cTeneHu MaJjoBOIUs
M BHYTPHYTPOOHOTrO caaBjeHus miona matkoi. Knaccuueckuii ITorrep-cMHAPOM AMATHOCTHPYIOT PU OTCYTCTBHHM (DYHKIMHM 00enX
NoYeK y IIo1a (Hanpumep, NPH ABYCTOPOHHEH areHe3uu), YTO MPUBOIUT K JieTaabHoMy ucxoay. IIIupokoe KinHnyeckoe npuMeHeHne
nosyuna tepmun «Ilorrep-nocienosarensHoctb» (Potter sequence), wim «mocjenoBarebHOCTh MajoBoaus» (oligohydramnios
sequence), NPUYUHBI KOTOPOii pa3HooOpa3Hbl. J1jii 0003HAYEHHS MAJIOBOIMS, PA3BUBILErOCS B Pe3yJbTaTe CHMMKEHHS WJIH OTCYT-
cTBUSA (DYHKIIMH OYEK MI0/A, MCTIOJIb3YIOT TEPMUH «N0YeuHoe (peHabHoe) masoBoaue» (renal oligohydramnios, ROH). B npeacras-
JIEHHOM 0030pe MOKa3aHo, YTO MPH KHCTO3aX MoYeK y mioaa ¢ ¢opMupoBaHMeM KHUCT B IapeHXHMe 00eHnX MoyeK (AyTOCOMHO-pelec-
CHBHDIii OJIMKKCTO3 NOYEK, AyTOCOMHO-IOMUHAHTHBIN MOJUKUCTO3 MOYEK, IIOMEPYIOKUCTO3HAS 00J1€3Hb N0YeK, ACCOIMMPOBAHHAS
¢ myrauusivu rena HNF1(/TCF2, k01000M0-peHaIbHbIA CHHAPOM, 1M renal-coloboma cuHapoM, KMCTO3HAS TMNONJIA3HS NOYEK,
KHMCTO3HAs AUCILIA3MS MOYeK npu MyTanusax rea CEP55) cyniecTByeT pUCK pa3BUTHS PEHAJILHOTO MAJIOBOIMS M POXKIEHHUsT pe0eHKa
¢ [TorTep-nocen0BaTeIbHOCTHIO.

Karoueevte caosa: Hosopoxcdennvie, [lommep-genomun, [lommep-nocredogamensHocms, peHanbHoe MaA0800uUe, KUCHIO3bl NOYEK.
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For the first time in 1946 E.L. Potter (1901—1993) described the characteristic appearance of stillborns and deceased newborns
with bilateral renal agenesis. Due to the further observations Potter distinguished the syndrome (Q60.6) — a set of characteristic
external signs that are formed due to the extreme degree of oligohydramnios and intrauterine compression of the fetus. Classical
Potter syndrome is diagnosed by the disfunction of both kidneys in the fetus (for example, bilateral agenesis), which leads to death.
The term «Potter sequence» or oligohydramnios sequence with diverse causes has received the wide clinical use. The term «renal oli-
gohydramnios» (ROH) is used to describe oligohydramnios resulting from a decrease or absence of fetal kidney function. The authors
state that renal oligohydramnios and Potter sequence often develop in the fetus with cystic kidney disease with the formation of cysts
in the parenchyma of both kidneys (autosomal recessive polycystic kidney disease, autosomal dominant polycystic kidney disease,
glomerulocystic kidney disease associated with HNFI14/TCF2 gene mutations, renal-coloboma syndrome, cystic renal hypoplasia,

cystic renal dysplasia with mutations of the CEP55 gene).
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A:Tyam)HOCTL npoodaeMsl [lorTep-cuHapomMa o0ycIoB-
€Ha CYIIECTBYIOIEH TEPMUHOJOTUYECKOM IyTaHW-
ueit B onpeneneHun [lorrep-cunapoma u I[orrep-nocie-
JIOBATETIbHOCTH.

IMotrep-cunapom (Potter syndrome, Q60.6) — Bpoxk-
JIeHHAsT TIaTOJIOTUS pa3BUTHUS TIIOMAA, TPOSBISIONIASICS
COBOKYITHOCTBIO XapaKTepHBIX BHEIIIHUX MPU3HAKOB, KOTO-
pble (hOPMUPYIOTCSI BCIICACTBUE MAJIOBOAMS W BHYTPHYT-
poOHoro cnasieHus miona maTtkoii [ 1, 2]. [Torrep-cunapom
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JIMATHOCTUPYIOT B HEOHATAJIBHOM Ieprone. BHemrHummu
npusHakamu POTTER-cunapoma ssasitorcsi: P (pulmo-
nary hypoplasia) runoruiazus jgerkux, O (oligohydramnios)
manoBoaue, T (twisted face) necopmarum nuua, T (twisted
skin) npsiosast ckiaauartasi (MOPIIMHUCTAsI, «CTapuecKasi»)
koxa, E (extremity defects) medopmaiiuym KoHEYHOCTEH,
R (renal failure) moueuyHast HemoctaToyHOCTH [ 1, 3].
Akponum POTTER noBropsieT hamuinio narosoro-
anatoma E.L. Potter, kotopas B 1946 . onucasia xapak-
TEpPHBI BHEIIHWUN BUJI MEPTBOPOXIECHHBIX M yMep-
X HOBOPOXIEHHBIX; TPUIMHON (HOpMHUPOBAHUS
MaToJIOTUU CAYXXWJIO MAaJOBOAWE TIPU IBYCTOPOHHEH
areHe3uu mouek [l]. B 3apy0exxHoil M oTeyecTBEH-
HOIl JIUTepaType WCITONb3YeTCs CIeayiomas TepMUHO-
norust: Potter syndrome (ITorrep-cuHapom, muiieBast
nodeuyHasl mucruiasus, cuHapoM Ilorrep ¢ areHesmeit
nouek), Potter sequence (ITorTep-mocienoBaTeib-
HOCTb), oligohydramnios sequence (mocyienoBaTeIbHOCTh
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MasioBoausi), renal oligohydramnios (peHajabHOE Majo-
Boaue, moueyHoe MajioBoaue), Potter oligohydramnios
(I[Motrep-manosoaue), Potter face (o IMotTep).

Knaccuyeckuit  [loTTep-CMHAPOM  TMArHOCTUPYIOT
MPU HAJIMYMM XapaKTePHBIX BHEIIHUX TMPU3HAKOB, pa3-
BUBIIMXCS B pe3yJibTaTe KpailHel CTEeIeHW MaJIOBOIUSI
M3-3a OTCYTCTBUSI DYHKIIMM 00EUX TToYeK y Tiofa (Hanpu-
Mep, TIpU JBYCTOPOHHEN areHe3Wu), YTO TIPUBOAUT
K JieTaJibHOMY ucxonay [4—6]. Cxema natoreHesa ITorrep-
CUHIpOMa TIPH JABYCTOPOHHEN areHe3UM MoYeK BKITIOYAeT:
OTCYTCTBHE 3a4aTKOB MIOJUIEPOBBIX M BOJB(OBBIX MPOTO-
KOB; MaJIOBOIUE, TUIIOIJIA3UI0 WJIK OTCYTCTBUE MOUYEBOTO
My3bIpsi; 3aMeJIEeHUe pPocTa IJI0[a; M30BITOK, CYXOCTb,
CKJIAIYaTOCTh KOXU; AedopMaliiio KOHEUHOCTEH, Hoca,
yIlIeii, TM1Ia; TUTIOIIa3UIo JIeTKuX [7].

ManoBoaue 3aHMMaeT LEHTPAJIbHOE MECTO B MaTo-
reHe3e [lorTep-cuHApoMa M Bceraa COIMPOBOXIACTCS
PE3KMM yMEHBIICHUEM KOJIMYECTBA OKOJOTLIOMHBIX
BOJA. BBIIENSIOT MOYeuHble M BHETIOYEYHBIC MPUUUHBI
MajioBoas (pa3pbiB IJIOAHBIX 000JIOUEK, XPOHUYECKIUE
MoTepyu M3-3a MOATEKAaHUs OKOJOTUIOAHBIX BOM, 00€3-
BOXMBaHUE MaTepH, TMOAOCTPBIN ITUCTpecC IUIoaa, ria-
LIEeHTapHasl HeJA0CTaTOYHOCTb, MEePEeHOIIEHHOCTh TIofa,
MpUeM JIEKapCTBEHHBIX TIperapaToB, HampuMep WHIO-
MeTalliHa, UHTUOUTOPOB aHTMOTEH3WHITPEBPAILAIOIIETO
depmenTa) [2, 7—11]. BBugy pasHooOpasusi MpUYMH,
npuBoasduxX K ¢dopmupoBanuto [lorrep-deHoruna,
MpU eIMHOM MaTOTeHe3e, CBSI3AHHOM C MaJIOBOJMEM,
IIUPOKOE KIMHUYECKOE TPUMEHEHHWE B 3apyOeKHOM
JIUTepaType TONyduau TepMuHBI «Potter sequence»,
wm  «oligohydramnios sequence», KOTOpbIe OTpa-
JKAIOT KacKajl MepBUUYHBIX M BTOPUYHBIX COOBITHIA, pa3-
BUBAOIIMXCS Ha (DOHE BHYTPUYTPOOHOIN KOMIIpECCUH
mwioga [7]. DT TepMUHBI He 3aMeHsSIeT OCHOBHOM auar-
HO3 (IIPUYMHY), a ONpPENessIOT TSKECTb COCTOSIHUSI
HOBOpOXAeHHOTO [2, 4, 5, 9, 10, 12, 13]. [TorTep-nocne-
JIOBATEJIbHOCTh OIMCaHa TPU TPUCOMMIX XPOMOCOM 7,
8,9, 12, 13, 18, 21, nyniaukauuu xpomocoMsl 20, aeie-
uu 4p (cunapom Bosbha—XupiixopHa) u 5Sp (CUHIpPOM
«KOIIAYbero KpuKa»), MO3aMYHOM MOHOCOMUU XPOMO-
COMBI16, TeTpacOMUM WM YaCTUYHON TPUCOMUU XPO-
MOCOMBI 22 (CUHIPOM <«KOIIaYybero TIjas3a»), TPUCOMUU
XYY (cunmpom fxobGca), MOHOCOMUM XPOMOCOMbI X
(cungpowm lllepemeBckoro—TepHepa mim Yabpuxa—Tep-
Hepa), KoJI00OMO-peHaTbHOM CUHApPOME, WM renal-col-
oboma-cuHgpome [12, 14, 15].

Ha paHHux cpokax rectallii aMHUOTHYECKAasl KUII-
KOCTb CEKPETHPYEeTCSI aMHMOHOM, BO BTOpPOM ITOJIOBUHE
OepeMeHHOCTH OO0BbEM  OKOJIOIUIONHBIX BOJ  3aBUCUT
OT cocTOsSTHUS (PYHKUMM Mouek ruioga [8]. MamoBomue,
pa3BUBILEECS B pe3yjibTaTe CHVKEHUSI WM OTCYTCTBUS
(byHKIIMM MoYeK rona (IBYCTOPOHHUE KUCTO3bI MOYEK,
JIBYCTOPOHHME JUCIUIA3MM W TUIIOIUIa3UU  TIOYeK,
00CTpYKTUBHbIC HedponaTud U ypoIlaTuM) OOO3HAYaloT
TEPMUHOM <«ITOYe€YHOe (peHallbHOe) MajioBoaue» / renal
oligohydramnios (ROH) [4, 5]. Tlo manHsiM OMIM,
MPUYMHAMU PEHAIBHOTO MaJIOBOAMS ¢ (hOPMUpPOBAHUEM

OBb30Pbl JINTEPATYPbI

[Motrep-rocnaenoBaTeIbHOCTH SIBJISIFOTCSI TUTIOAMCILIA3MST/
aruiasusl Moyvek, BKJIIOYalollasi ABYCTOPOHHIOI TOoued-
HYI0 aIJjia3uio, OJHOCTOPOHHIOIO TOYEUHYIO areHe3uto
C KOHTpaylaTepaJIbHOM IMCTUIa3ueid TTIOUKU U OOCTPYKTUB-
Hoil yponatueit (OMIM 191830), ayrocomHO-peLieccuB-
HBII IHCTeHe3 MoYeuHbIX KaHanbleB (OMIM 267430),
OpanxuootopeHabHbll  (Fraser) cunogpom (OMIM
113650), TOMMKUCTO3 TTOUeK 4 C TOJUKUCTO30M TIeUeHU
um 6e3 Hero (OMIM 263200), Holzgreve-cunmpom
(OMIM 236110), axkpopeHaJbHBI HUXKHEUESTIOCTHOI
curapoM (OMIM 236110), uHGbaHTUIBHBIN HehpPOHOD-
3 (OMIM 602088), mommKrcTo3 movek | ¢ moJIMKucTo-
30M TieueHu uian 6e3 Hero (OMIM 173900), moyeuHo-TIE-
YeHOUHO-MaHKpeaTndeckas aucruiasus (OMIM 615415),
TUMUKO-TTOYEUHO-aHaJIbHO-JIerouHast aucriiasust (OMIM
274265), tuapaHsHUedaIns ¢ aruiasueil (Iucruia3uein)
nouyek (OMIM 236500), aucruia3ust ToYeK Mpy MyTalluu
rena CEP55 (OMIM 610000) [14]. ITocie moarBep:xk-
JIEHUs peHaJIbHOTro MajoBoaus 2/3 pomureseil periaroT
COXpaHUTb OepeMeHHOCTb. PerieHue o pepbiBaHuN Oepe-
MEHHOCTH 3aBUCUT OT €€ CPOKa Ha MOMEHT JMarHOCTUKU
MOYEYHOTO MaJIOBOIMSI M HAJIMYMsI COIMYTCTBYIOIIUX 3KC-
TpapeHaJIbHbIX TPOSIBIIEHUI B OOJIbIIEH CTEeNeHU, 4YeM
OT pPe3y/bTaTOB aMHMOIIEHTE3a M J1a0OpaTOPHBIX TECTOB
(ypoBeHb (heTaJIbHbIX MOYEBBIX U CHIBOPOTOUYHBIX 3JIEK-
TPOJIMTOB, [3,-MUKpOIIOOy/InHa, LuctatiHa C), urpaio-
KX OOJIBIIYIO POJIb MPU ONPENeIeHUH MOCTHATAIbHOTO
nporHo3a MajoBoaus [16]. BakHbIM KpuTepuem Ipor-
Ho3a [loTTep-nocaenoBaTeIbHOCTU CIYXUT TeCTallMOH-
HbBII CPOK T1JI0[Ia HA MOMEHT (DOPMUPOBAHUST PEHATBHOTO
MasioBonus. Pa3BuTue MajaoBoJMsi Ha IMO3IHUX CPOKax
rectauun (28—32-s1 Henesisi) MOBBILIAET BbLKUBAEMOCTb
rocJie poxaenus [5, 9, 16—18].

KnuHuyeckue nposienexuns Mortrep-dpeHotuna

Tinoria3ust Terkux pa3BMBAeTCSl BTOPUYHO M3-3a CIaB-
JICHUS TPYIHOM KJIETKM TP MaJIOBOAMM W OIPEHessieT
nporHo3 [lorrep-nocienoBarensHocTi. [Ipu peHamTbHOM
MaoBoauu 30—60% neTanbHbBIX UCXOAOB B MEPUOI HOBO-
POKICHHOCTH U B TPYJIHOM BO3pacTe CBS3aHO C TUITOIUIA-
3Ueii JISTKUX TUTOJa U Pa3BUTHEM JIbIXaTeTbHOM HETOCTATOY -
HoCTH TIocie poxaeHus [6, 10, 16, 17, 19—22]. OnucaHbl
Macca MpaBoro U JICBOTO JIETKOTO B 3aBUCMMOCTH OT BO3-
pacrta M ToJia Tiofa, MPUBEICHBI KPUTEPUU JUATHOCTUKU
TMIIOTUIa3UM JIETKUX. B HOpMe Macca JIeTKUX 110 OTHOIIIe-
HUIO K Macce TeJia pebeHKa cocTapisieT He meHee 1,2% [23].
Ilo mannsim E.L. Potter, mpu IBYCTOpPOHHEI areHe3uu
MOYeK Bce JETH MMEIOT runorviasuio Jjerkux [1]. B 58%
CJTydaeB TUITOTLIA3US JISTKUX TUArHOCTUPYETCS TP CUH-
npome cirBoobOpaszHoro xubota (Q79.4, prune belly syn-
drome/ cunnpom Eagle—Barrett) [24]. Tumoruiasus JIeTKux
npu IToTTep-mocaen0BaTeIbHOCTA XapaKTepru3yeTcsT CHU-
JKEHUEM OPOHXUOJI-aJIbBEOJISIPHOTO  paIyaIbHOTO CYeTa,
aJIbBEOJISIPHBIE TIEPETOPOAKU YTONIIEHBI WU pa3pyLIeHBI,
BBICTJIAHBI CTOJIOYATHIMU SMUTEINOLMTAMMU [6].

Hedopmatumn nuua, win «mio [lorrep» (Potter
face), Bctpevarores y 82% neTeil ¢ IBYCTOPOHHEM are-
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AHdpeeea 9@, Casenkosa Hﬂ PenanbHoe ManoBoaye u HOTTep-HOCHC[[OBZ.TGIII)HOCTI) TIpU KUCTO3HBIX 3a00J1€BAHUSIX TIOUEK

He3ueir mouek. DopmuposaHue Potter face cBsizaHO
C MajJoBOJMEM M OTHOCUTCS K CreuupUYHBbIM BHEII-
HUM mnpu3Hakam, ero BoisiBneHue E.L. Potter cuurana
JIOCTATOYHBIM ISl WAarHOCTUKM JBYCTOPOHHEH are-
HE3UM TIOUeK, ApPYrue aBTOPbI OOBSCHSIOT 3TU U3ME-
HEeHUsI OOIIMM HapylleHueM MopdoreHesa, BCTpeva-
orcst onucaHus uua [loTrep mpu Kuctosax IOYeK
[1, 2, 8]. XapakTepHbl aCUMMETPUS JIUIIA C BBICTYIAIOIIUM
JIOOM W 3amaBlleil TIEPeHOCULICH; HUXKHSIST MUKPOTEHUS
W MUKPOTHATHSI, PETPOTHATHUSA, YIIU MATKHE OOJIbIIINeE,
aHOMaJIbHOUM (opMBI C OOJBIION MOYKOM, Heaopas-
BUTBIMM 3aBUTKAMM M KO3EJIKOM, HU3KO ITOCaXXEHHBIE,
MPUKaThle K TOJIOBE; UMEIOTCS YIIOIIEHUEe U paciivpe-
HUE KOPHSI HOCA; TMIIEPTEJIOPU3M, JBYCTOPOHHUI BIU-
KaHT, y3KUe IJ1a3Hble 1ejid, 60po3/a Mo HUXKHUM BEKOM;
«CTapyeckoe» BbIpaxkeHue juua [6, 8, 20, 21].

Koxa  nmpsibnasi,  MOplIMHUCTasl,  CKJagJyaras
(Kak Tipy 00€3BOXXMBAHUM), CO JI0A Ha BHYTPEHHUI Kpait
rjlaza TepexoauT KOXHasl CKJaaKa, MpPOJoJIKarIIasIcs
Ha IIeKy, XapakTepHa MIyOokasi cKjianka M BraauHa
oI HYDKHEW ryooii [1, 11].

JedopMaliuy KOHEYHOCTEW BKJIIOYAIOT JIOIMATO-
00pa3Hble PYKU C KPYIMHBIMU KUCTIMU U KOPOTKUMU
najibllaMU; U3-3a (PUKCUPOBAHHOTO TMOJOXKEHMST B MaTKe
B CBSI3M C MaJOBOJMEM HOTM COTHYTBI, CTOITbI TOABEP-
HYTBI BHYTPb (KOCOJIAIOCTh), 9KBUHO-BapycHbIe nedop-
Malluy HIKHUX KOHEYHOCTEM; MUarHOCTHPYIOT BBIBUX
Oenpa, apTPOTPUIO3; XapaKTePHbl CUHAAKTWIMN U CUM-
noauu (cpauieHue), Apyrue IOPOKW pa3BUTHUSI CTOI;
cupeHoMennsi — symelia apus: «aHOMausI pyCaIKn»,
WJIN TIOJTHOE CpallleHue KOCTel, MATKUX TKaHEH HUXKHUX
KOHEUHOCTe#, Hajiuyue OJHOW WJIM JBYX pYAMMEHTap-
HBIX CTOII, OTCYTCTBHE CTOIT, symelia unipus: cpaiieHue
MSTKHX TKaHeil B OJHY HUXKHIOI KOHEYHOCTb B OTCYT-
CTBUE CpallleHus1 OeAPEeHHBIX, 0OIbIIeOepIIOBBIX, MaJIO-
OepLOBBIX KocTeli; symelia dipus: mBe HIMKHHME KOHEY-
HOCTH C HETIPaBWIBHBIM BpalleHNEM («IUTaBHUKW») [6, 8,
11, 25, 26]. ITonBUXXHOCTH MPU MAJIOBOAUM OTpaHUYEHA,
TUIOJ Yallle MMeeT SITONUYHOE MpejiexXaHue.

OcTpoe TIOBpEXJeHUE TI0YeK B HEOHATaJbHOM
nepuone siBiasieTcs ociaoxHeHueM [loTrep-mocienoBa-
TEJIbHOCTH, OTIPEEIISIIOIINM UCXO/I.

B 1964 . E.L. Potter u V. Osathanondh omy6inko-
BN KjiacCU(PUKAIIMIO TTOYEUHBIX KHUCT, OCHOBAHHYIO
Ha TMCTOJIOTUYECKON KapTUHE: KUCTHI mouek Tura [loT-
tep | — pacimmpeHue coOuparelbHBIX TPYyOOK o0enx
noyuek; Kuctol novyek tumna [lorrep Il — ammynbl cobu-
paTebHbIX TPYOOK 3HAUMTEIbHO M3MEHEHBI, YTO Hapy-
maetr (yHKUMOHMPOBaHNWE HEMPOHOB; KHUCTHI TOYEK
tuna [lorrep IIl — KuCTBI coOMpaTeabHBIX TPYOOK
WIM JII0OOTO cerMeHTa HedpoHa, IMOYTH BCErIa IBYCTO-
POHHMUIA TIpouiecc; KucThl rovek Tura [lorrep IV — nume-
IOTCSI C POXKIEHUSI, 00PA3yIOTCsl TTyTeM PACTSIKEHUsI Tep-
MMHaJIbHOMI YacTu HedpoHa [6, 27]. TTonMKucTo3 movyex
CJTY>KUT aOCOIOTHBIM MTPOTUBOIOKAa3aHUEM K UYPECKOX-
HOW MYHKIMOHHON Ouoncuu nouyek. OmHAKO 4YeThbIpe
TMCTOJIOTUYECKHUX THMA TOYCYHBIX KHUCT BKJIIOYEHDI

B KJIMHUYECKHUE KJIACCU(PUKAIUKM KHUCTO3HBIX Hapylle-
auit mouek K. Zerres (1996), R.M.A. Hamed u coaBt.
(1998), ux MPUHSITO CUUTATh CHHOHUMAMU KIMHUYECKUX
nuarHo30B [28—30]. B cooTBeTcTBMY ¢ KlaccuduKayei
novyeuHbix kuct (R.M.A. Hamed u coasr., 1998) Bbiae-
JISIIOT MH(PaHTWIBHYIO TTOJIUMKHUCTO3HYIO 00Jie3Hb (ayTo-
COMHO-peIIECCUBHAs TOJMKUCTO3Hasl 00JIe3Hb TOYeK,
TTottep I TMMA), KUCTO3HYIO AMCTUIA3UIO TTIOYEK (MYJIBTH-
KMUCTO3Has aucruiasus rnovek, [lorrep IIA tTuna — mouka
yBenaudeHa), Ilorrep IIB tuma (mmouyka ywmeHbllieHa),
B3pOCJBbI TUIM TIOJUMKHUCTO3HOU 00JIe3HU (ayTOCOMHO-
MOMMHAHTHas TIOJIMKMCTO3Hasi 00s1e3Hb Tmouek, Ilorrep
111 Tumna), KuCTO3HYIO 060JIE3Hb C BHYTPUYTPOOHOI MOUe-
TouyHUKOBOI o0cTpykimeit (ITorrep IV Tumna) [28].

PaszButue peHanbHOrO MajoBoaus U (opMUpOBa-
Hue [loTrep-mociaenoBaTeIbHOCTU TMPU KUCTO3aX TMOYEK
y 1uioga (ayrOCOMHO-pELIeCCUBHAsI  TOJIMKUCTO3HAsI
00JIE3HDb TIOYEK, ayTOCOMHO-IOMWHAHTHAsI TMOJUKUCTO3-
Hasi OoJie3Hb TIOYeK, TJIOMEpYJIOKHUCTO3Hasi 00Jie3Hb
MOYeK, accoUMMpoBaHHasi ¢ MyrauusiMu reHa HNFIB/
TCF2, renal-coloboma cuHIpoMe, KMCTO3HasI TWITOILIA-
3UsT TIOYEK, KUCTO3HAsT JUCIUIA3UsT TIOYEeK MPU MyTalUsIX
reHa CEP55) CBUIETENBbCTBYIOT O pPE3KOM CHIXKEHUU
WY OTCYTCTBUY (DYHKIIMU ITOYEK, UTO CIIYKUT KPUTEPUEM
TSDKECTU OCHOBHOTO 3a00JIEBaHUST U OTIPEIesIsieT TIPOTHO3
BbIXMBaemocTH (2, 8, 10, 13, 21, 22, 31]. I1pu ayrocomHo-
pELIECCUBHOM MOJIMKUCTO3HON Oosie3Hu nouyek (OMIM
263200, ORPHA:731) 30—50% HOBOpPOXICHHBIX MMEIOT
nposiieHus: [loTTep-mociienoBaTeIbHOCTU B Pe3yiib-
TaTe PEeHAJIbHOTO MaJIOBOAMSI, KOTOPOE MUAarHOCTUPYIOT
Ha 20—35-i1 Henmene recraumu [2, 16]. Ilpomomkuresnb-
HOCTb XKM3HM MJIAJEHIIEB C ayTOCOMHO-PELIeCCUBHOM
MOJIMKMCTO3HOM 00JIE3HBIO TTOUYEK 3aBUCUT OT KJIMHUYE-
ckoil dopmbl 3aboneBanus [32]. BreipaxkeHnHass Hedpo-
MeTajiusl TIPU ayTOCOMHO-PELIECCMBHOM TTOJIMKUCTO3HOM
00J1e3HN TTOYEeK W MAaJIOBOIWE TPUBOMSIT K BTOPUYHOM
TUTIOTIa3MM  JIETKUX, TIPOSIBIIAIONIeics — acuKcueit,
CTMIOHTAaHHBIM TTHEBMOTOPAKCOM, 4YTO TpeOyeT IpoBee-
HUSI MCKYCCTBEHHOM BeHTWIsIIUM Jierkux [10, 13, 17, 18,
20, 21]. Bbicokasi yacToTa MEPTBOPOXICHMI, JETATbHbBIX
HMCXOMIOB TIPU POXKACHUU, B TPYIHOM M paHHEM BO3pacTe
MPU TSDKEJIOM TEUEHUM ayTOCOMHO-PELECCUBHOM TOJIM-
KHUCTO3HOI 0O0JIe3HU MOYEK OOYCJIOBJCHA JbIXaTeJbHOM
HEJI0CTATOYHOCTBIO Y HEe(DYHKIIMOHUPYIOIIUMH TTOYKAMU
B cTpykType [loTrep-nocnenosarensHoct |3, 10].

OkoJio 1/3 BBDKMBIIMX HOBOPOXAEHHBIX Tpu IloT-
Tep-TIOCeIOBATeIbHOCTU HYXIAIOTCS B TIPOJOJKEHUM
3aMECTUTEJIbHOM Tepanuyu METOJOM Juajiu3a B TeUeHHUE
4—6 Hen [3, 5, 16, 18]. BeixaxkuBaHue HOBOPOXICH-
HOTO B OTHEJICHUM MHTEHCUBHOW Teparuu ¢ IV ypoB-
HeM OKa3aHWsI MEIMIIMHCKOW TIOMOIIM ITOBBIIIACT
BbDKMBaeMocTb  Ipu  [loTTep-rocienoBaTeibHOCTH
[9, 12, 24]. OnumcaHbl ciay4dad YCIIECIIHONW Teparuy HeJa0-
HOIlIEHHOTO HoBopoxiaeHHoro ¢ [loTrep-tmiocnenoBa-
TEJIbHOCTBIO TIPU AUCTEHEe3€ MTOYEUHBIX KaHAJIbLIeB, aCCO-
LUUPOBaHHbIX ¢ MyTauusiMu reHa ACE (C.5303 + 1G > A
u C.5303 + IG > A), HEIOHOIIEHHOTO HOBOPOXIEHHOTO
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C OYeHb HM3KOH Maccoit Tena npu poxneHuu, I[lorrep-
nocnenoBaresbHocThio npu  VACTERL-acconmannm
u HoBopoxneHHoro ¢ I[loTrep-1ocienoBaTelbHOCThIO
npu renal-coloboma cuxgpome [5, 9, 12].
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Takum o6pasom, TepMmuHbl <«[loTTep-nocneno-
BaTEJIbHOCTb» U  «I1OCJIe0BATEJILHOCT MaJlOBOIUS»
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rocsl B pe3yjbTaTe CHUXXEHUSI WU OTCYTCTBUST (DyHK-
MU TI0YeK TII0Ja, MCIONIb3YIOT TEPMUH «IIOoYeU-
Hoe (peHajbHOE) MayioBoaue». Ilpu KuUcTO3ax Touyek
¢ GopmMupoBaHUEM KHCT B IMapeHXWMe OOeHuX IoYeK
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