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[MOYEYHOE MAJTIOBOLAWNE B NPEHATAJIbHOM TMEPNOLE U
DOYHKLMA MOYEK Y HOBOPOXOEHHbBIX W TPYOHbIX OETEN
C HACJIEACTBEHHBIMW KNCTO3HbIMIW BOJIE3HAMI TTOYEK

Kadepnpa dakynsreTckoli neamatpumn, CaHkT-MeTepOyprekuii rocyaapCTBEHHbIN NeanaTpuyecknin MeauUMHCKNA yHuBepcuTeT, CaHkT-MNeTepbypr,
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PEDEPAT

LIEJIb: onucaTb NpUYUHbI, MaTOreHes, KIMHUKY 1 ncxoq Notrep-nocnenoBaTenbHOCTU NPU KMCTO3ax nodek y aeten. MNAL-
EHTbI 1 METO/bI: n3y4yeH kaTaMmHe3 23 HOBOPOXAEHHbIX C KMCTO3aMU MOYEK, Y KOTOPbIX MPEHATaNbHO MO pe3ynbratam
yNbTpPasByKoBOro nccneposaHus (Y3WM) noareepxaeHo peHanbHoe (noyedHoe) manosoane. PE3YJILTAThI: na 155 peteii ¢
ayTOCOMHO-AOMWHAHTHbLIM NoAnkncto3om noyek (AAMNM) y 8 (5,2 %) npenHatansHo nocne 30-1 Hegenu rectauuy yctaHoBne-
HO peHanbHOe ManioBoaue, KUCThI B nodkax npn Y3W — Ha 26—32-i1 Hegene rectaunm, U3 HUX y 2 — ManoBoAME NOATBEPXKAEHO
OLLHOBPEMEHHO C BbISIBJIEHMEM KMUCT B MOYKaxX NS0AA, Y 6 — nocne 06HapyXXeHUS MOYEYHbIX KUCT. V13 8 HOBOPOXAEHHbIX C O4EHb
paHHUM BbisiBneHuem AN, npeHaTanbHO pa3BMBaBLUMXCS B YC/IOBMSX Manosoauvs, y 2 (25%) B HeoHaTanbHOM nepuoae
nuvarHoctupoBaH lMotrep-deHoTunn. N3 20 geten ¢ ayTOCOMHO-PELLECCUBHBIM NOANKMCTO30M noyek (APIIM) y 12 (60 %) npe-
HaTanbHO, No peaynbratam Y3W, ycTaHOBNEHO peHanbHoe ManoBoauve nocrne 18- Hepenu rectaumm, ns HUX y 8 (67 %) B
HeoHaTanbHOM Mepuoae AnarHocTMpoBaH MNoTtrep-deHoTun. M3 12 HoBopoXaeHHbIX ¢ APII, pa3BnBaBLLMXCS B YCNOBUSAX
manoBoamus, y 5 (42%) KMCTbl B NoYkax BbisiBNEeHbl NpeHaTanbHO no pesynsratam Y3W Ha 32-37-11 Hepene rectauumn, y 7
(58 %) — B HeoHaTanbHOM Nepuoae. PeHanbHOe manosoaune n MNotrep-geHoTrn BCcTpeyaroTes yawe npu AP y nnopa, yem
npwn AOMM. Cpeown petennt ¢ APMMN v AANNM, nepeHeclumMx peHanbHoe ManoBoaue, He NOJly4eHO CTaTUCTUHECKM 3HAYMMbIX
pas3nnynii B 4acTOTE NIETasIbHbIX MCXOA0B B HEOHATANIbHOM 1 rPyAHOM nepuoax. OnmncaHbl 0COOEHHOCTM TEYEHMS N UCX0aa
[MoTTep-nocnenoBaTenbHOCTY B HEOHATaIbHOM U FPYAHOM Nepuoaax y Manbyumka ¢ KUCTO30M noyek npu geneunn 12p. Pe-
HanbHOEe ManoBoave y 2 AeTel ¢ KUCTO30M MoYek 1 KolobomMol aucka 3puTesibHOro Hepea He NpuBeno K GopM1pPOBaHMIO
MoTTep-deHoTmna. ¥ 15 geteint ¢ MynbTUKMCTO30M NOYKM npeHaTanbHo no Y3W manosoame He otMmedeHo. SAKJIIOYEHUE:
npeacTaBneHbl pedynbTaTtbl KATAMHECTUYECKOrO UCCNeA0BaHNSA AeTel Nocne NepeHeCeHHOro peHanbHOro ManoBOaus U
0COBEHHOCTN TeveHus [1oTTep-nocnenoBaTelbHOCTM NPV Pa3INYHbIX KNCTO3ax MNoYeK y AeTeN.

Kniouessbie cnoBa: Notrep-deHoTun, NoTTep-nocnenoBaTenbHOCTb, PEHANIbHOE MaNoOBOANE, KUCTO3bI MOYEK, AT
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PRENATAL RENAL OLIGOHYDRAMNION AND RENAL FUNCTION IN
NEWBORNS AND INFANTS WITH CYSTIC KIDNEY DISEASES

Department of Faculty Pediatrics, Saint-Petersburg State Pediatric Medical University, Saint-Petersburg, Russia

ABSTRACT

THE AIM: to describe the causes, pathogenesis, clinical course and outcome of Potter sequence in children with cystic kidney
disease. PATIENTS AND METHODS: the follow-up study of 23 newborns with cystic kidney disease was studied, in which renal
oligohydramnios (ROH) was confirmed prenatally by ultrasound (US). RESULTS: Of the 155 children with autosomal dominant
polycystic kidney disease (ADPKD), 8 (5,2 %) prenatal after 30 weeks of gestation established ROH, at 26-32 weeks of gesta-
tion — cyst in the kidney by US, in 2 of them ROH confirmed simultaneously with the detection of cysts in kidneys of a fetus,
6 — late detection of kidney cysts. Of the 8 newborns with a very early onset ADPKD, prenatal developed in ROH conditions, in
2 (25 %) in the neonatal period diagnosed the Potter phenotype. Of the 20 children with autosomal recessive polycystic kidney
disease (ARPKD), 12 (60 %) prenatally revealed ROH after 18 weeks of gestation prenatally, of these, 8 (67 %) in the neonatal
period diagnosed the Potter phenotype. Of the 12 newborns with ARPKD, that developed in ROH conditions, in 5 (42 %) kid-
ney cysts were detected prenatally by US at 32-37 weeks of gestation, in 7 (58 %) in the neonatal period. ROH and the Potter
phenotype are more common with ARPKD in the fetus than with ADPKD. Among children with ARPKD and ADPKD undergoing
ROH, no statistically significant differences in the frequency of deaths in the neonatal and infancy. The characteristics of course
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and outcome of the Potter sequence in the neonatal and infant periods in a boy with deletion of 12p and cystic kidney disease
are described. ROH in 2 children with cystic kidneys and coloboma of the optic nerve disc did not lead to the formation of the
Potter phenotype. In 15 children with multicystic kidney prenatal US showed no ROH. CONCLUSION: the results of a follow-up
study of children after ROH and the course of the Potter sequence for different cystic kidney disease in children are presented.

Keywords: Potter phenotype, Potter sequence, renal oligohydramnios, cystic kidney disease, children
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PenansHoe ManoBoaue ¢ GopMUpPOBAHHEM Y TIJIO-
na Ilorrep-genoruna seisiercsi oOmieil mpodiaeMoit
aKylIepoB, HEOHATOJIOTOB, IEAUATPOB-HE(PPOJIOTOB.
Kucrossl moyek co CHMKEHMEM WJIH OTCYTCTBHEM
¢dyHKIMH 00eHX MOYEK Y MJI0Aa SBISIOTCS TPUIHHOM
MOYEYHOro (PEeHaJBHOr0) MaJIOBOAMS M Pa3BUTHSA
[orrep-dpenoruna [1-5].

AKkTyanpHOCTb Ipobnems! [TorTep-cunapoma npu
KHCTO3aX TOYeK 00ycJoBIeHa OCOOCHHOCTSIMU pas-
BUTHSI PEHAJILHOTO (TI0YEYHOr0) ManoBoaus. YeTsipe
THCTOJIOTUYECKUX TUIA MOYCYHBIX KUCT BKIFOUCHBI
B KIMHHMYECKHE KIaccu(UKAIMM KHUCTO3HBIX Ha-
pymrenuii mouek K. Zerres (1996), R.M.A. Hamed
n coaBT. (1998), UX NPUHATO CYMTATh CHHOHHMA-
MU KJIMHUYECKUX JTUArHo3oB [6—9]. AyTocoMHO-
peueccuBHbI monukucTo3 mouek (APIIII, OMIM
263200, ORPHA:731, xucts! Ilorrep | Tuna) spmns-
eTcsi Haubosee yacTol npuunHoii peHoruna [lorrep-
MOCIIeIOBAaTEIbHOCTH CpeId KHUCTO30B TIOYeK, 00y-
CIIOBIMBAsi BBICOKYIO YacTOTy MEpPTBOPOXKACHUH,
JIETAIbHBIX MCXOAOB INPHU POXKIEHWH, B TPYTHOM U
panHeM Bozpacte. OguuM u3 nposiBieHuil [lorrep-
[IOCJIEZIOBATEIbHOCTH TIPU KUCTO3aX MOYEK B HEOHa-
TaJbHOM TIEpUOJIe SIBJIIETCS OCTpPOE IOBPEXKICHHE
MOYeK, KOTOpOE OMpeiessieT HCXOJ OCHOBHOIO 3a-
OosieBaHMs. YBeNMYEeHHE OOEUX TOYEK IUIOAA IPH
APIIII u manoBoane NMPUBOAAT K BTOPUYHOM THITO-
IJ1a3UH JIETKUX, KOTOpasi sIBIAETCs OJHOW U3 MPUYNH
JIETAJIbHBIX UCXOJOB MPHU POXKJIECHUU IO HAIIUM JlaH-
HbIM [5, 10, 11] u pabotam apyrux aBTopoB [1, 3, 4,
7,12].

Henp muccaegoBaHusi: omnucaTb 0COOEHHOCTH
TedeHus u ucxon Ilorrep-nocnenoBareabHOCTH PU
KHCTO3axX MOYEK Yy JIETEH.

NMALUMEHTbI U METOAbI

Mzyuen katamue3 194 nerell ¢ KUCTO30M IOYEK,
cpenu Hux 20 gereii — ¢ APIIIL, 155 —c AAIIL, 1 —c¢
12p neneuwme, 3 — ¢ KUCTO3aMU TIOYEK M KOJIOOOMOM
JIMCKa 3PUTEIBLHOTO HEpBa, 15 — ¢ MYIBTUKUCTO30M
MOYKHU. Y JIeTeH ¢ KHCTO3aMU IIOYEK CBEACHUS O IIe-
PEHECEHHOM MpEHaTaIbHO MAJOBOAMH MOATBEPHKIA-

JIM T10 pe3yJbTaTaM YJIbTPa3BYKOBOTO HCCIIEIOBAHUS
(Y3U1) u3 MeAUIIMHCKOW JOKYMEHTAIINH: BBIITACKA U3
HCTOPUH DPA3BUTUS HOBOPOXKICHHOTO (BBINKCKA W3
dopmbt Ne097/y) n mctopun pa3zsutus pederka (dop-
Ma Nell2/y). OueHeHsl 0cOOEHHOCTH TEYEHHUs TIIe-
PHHATAJILHOIO, HEOHATAJILHOTO U TPYAHOTO Mepuoaa
pasBuTus nereid, pesynsrarsl 9XO-KI, peHTrenorpa-
¢un opranos rpyaHoit kiuetku. Ilocne uckmoueHus
JpYTUX NPUYUH HOATBEPXKIAIN peHaJIbHOE (Ioued-
HOE) MaJIOBOJTHE.

Y npobanma auarnoctupoBaimm APIIIT (Q61.1)
AT (Q61.2) B cOOTBETCTBHH C OOMIENPUHATHIMA
KpuTepusiMu nuarHoctuku [9, 13, 14]. «Ovens pan-
HuM BoisiBIeHHEeM AJIIIID (VEO-AIIII nmm «very
early onset ADPKD») cumnranu ciy4dau BBISBICHUS
KHCT B 0o0enx moukax mo Y3U y nereid B Bo3pacrte
no 18 mec u3 cempu ¢ 50% puckom AL Ilpn
KHCTO3aX ITOYEK C KOJOOOMOH IHCKa 3PUTEIHHOIO
HepBa u3 3 gereld y 1 (1eBodYKa) MpH MYIBTHKHCTO3-
HOM AMCIUIA3UH TTOYKH 110 THIOIUIACTHYECKOMY TUITY
MOJTBEPK/IeH Kotoboma-peHanpHbIi cuaapoM (RCS,
OMIM 120330) ¢ myTarmsimu B rere PAX2 (IVS6-1-
g->C, CIJIaCUHI-MyTalusl B TETEPO3UTOTHOM COCTO-
SIHUM); KOJIOOOMa JTUCKa 3pUTENILHOTO HEPBa, XOpUOU-
JIed ¥ HUCTAarM COYETA0TCs C KUCTO3HOW THIIOILIA3HU-
et 00enx MoYeK, THITOIIIA3Nel MOYeuHOH apTepuu y
MaJIYMKA U C TOJIMKUCTO30M Io4YeK, (GuOpo3oM Ie-
YEeHH, TUIOIIa3Uuel YepBsl MO3KeUKa, OPraHMIEeCKUM
nopaxxenueMm L{HC, runponedanueii y neBoukn, 4to
TpeOyeT MOJIEKYISIPHO-TCHETHUECKON paciIu(poBKH
mexny RCS m HedpoHO]TH3-accOmMUpPOBaHHBIMU
CHHIpOMaMH. Y MaJlbdMKa C TOJIMKHUCTO30M IIOYEK,
YMEHbIIEHHEM 00beMa MOYEK ¢ HEOHATAJbHOTO IIe-
pHoza MOATBEP)KICHA MHTEPCTHLHANbHAS JIEJICLHS
KOPOTKOro muieya 12-ii XxpoMocoMbl. MyJbTHUKHCTO3
JUAarHOCTUPOBAIM NPU KUCTO3HOM HM3MEHEHHMHU IIa-
perxumbl ouku o Y3U ¢ mommuteporpadmeit, KT
nii MPT nodek, nociie noaATBEepKACHUs OTCYTCTBUS
GYHKOMM TIOYKM M0 pe3yabraTaM IUHAMHYECKON
CUMHTHUrpaduu, BHYTPUBECHHON yporpaduu u oTcyT-
CTBMM KHCT B KOHTpaJaTepaJbHON MOYKE M APYTUX
apeHXUMAaTO3HbIX opraHax. IIpoBeseHbl reneano-
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THYECKUH aHaIN3 ceMel, KIMHHKO-IabopaTopHoe
obcnenoanue, Y3U (w/mnmun MPT/KT) mouek u op-
raHoB OPIOIIHOM MOJIOCTH, OLICHKA (DYHKIIUH ITOYECK.
O6mwmit 066eM nouek (OOIT) Beruucisiu mo Gopmy-
Je: IJWHA, CM X IMUPUHA, CM X TONIIUHA, cM X 0,52
(C.B. Kamyctun, 2017), cpaBHUBaIN ¢ HOPMaJIbHEI-
Mu 3HaueHUsMH (A.A. TpedunoB u coast., 2011).
CocrosiHue (YHKIMH MTOYEK OLIEHEHBI C YYeTOM BO3-
pacTa 1 cpoka rectalii K MOMEHTY poxkaenus. Kpu-
TEPUSIMH CTPATH(OUKAIMN TSHKECTH OCTPOTO TTOBPEK-
nennst moyek (OINI) y HOBOpOXIEHHBIX cHUTANH (B
cootBercTBuu ¢ AKIN, 2007) ypoBeHb U HapacTaHue
KpeaTHHHHA B KpoBH [15]. Y Bcex neTeil oneneHo Ha-
nnune kpurepues [lorrep-denoruma.

Pesynbrarel nccnenoBanus o0pabOTaHbl MPHU TIO-
Moty nporpamMmel Microsoft Excel 2003 (Microsoft,
CIHIA) u STATISTICA 6.0 (StatSoft Inc., USA).
Pesynbrarel npencTaBieHsl B BUJIE CpPeHEro apud-
METHYECKOTO + ommobKa cpeaHeil. CTaTHCTHIECKYIO
3HAYUMOCTh Pa3IUUUi ABYX CpEIHUX OMpeAessiu
¢ nomorbio t-kputepusi CThIOAEHTa; YacTOT — -
kpurepus Ilupcona. Kpurnueckuii ypoBeHb 10CTO-
BEPHOCTH HYJEBOH CTaTHCTHYECKOM rumoressl (p)
npuHuMascs paBHbIM 0,05. JlocTOBEpHBIMU cUnTANIN
pa3nuuus CpaBHMBAaEMbIX nokazateneit npu p < 0,05.

PE3YJIbTATbI

PenanbHOoe MajoBonmue MpeHATaNIbHO IO PE3YIlb-
tataM Y3U noarepxkaeHo y 12 (60 %) u3 20 gereii ¢
APIIIL y 8 (5,1 %) —wu3 155 c AAIIIL y 1 —c generu-
el KopoTKkoro 1ieda 12-i XpoMOCOMBI, Y 3 — ¢ KUCTO-
3aMU MOYEK U KOJIOOOMOI JIMCKA 3pUTEIHLHOTO HEpBa.
Y 15 mereit ¢ MyJIBTUKUCTO30M ITOYKHU (TTOYCHHBIC
kuctel Tumna Potter 1) B mpenaranbHOM mepuoze He
BBISIBJICHO MPU3HAKOB MaJOBOJMS, B HEOHATaJIbHOM
u rpynHoM nepuonax y 15 (100%) nereit dyHKIwms
KOHTpajaTepalbHON TIOUYKH COXpaHHa.

IMorTep-nociaenoBareabHocTh y Aereii ¢ APIIII
(xuctnl THHA Potter I)

Cornacno kiaccudpukanmun S.M. Bonsib (2010)
[8], ¥y 9 (45%) u3 20 mereit TMarHOCTUPOBAH «KJIac-
cudeckuit» APIIII y HOBOpOXKIEHHBIX U IeTe Tpya-
Horo Bo3pacta, y 11 (55%) — «metrckuit» APIIII ¢
¢ubpo3om u kuctamu nedenu. Y 12 (60%) u3 20
nereii ¢ APIIII mo pesynsraram Y3W mpenarambHO
YCTAaHOBJICHO MajoBoaue, u3 Hux y 6 (50%) — Ha
18-20-i1 Henene recraluy (C HApaCTAaHUEM CTETIEHU
TSDKECTH MaJIOBOIUSA K MOMEHTY pojioB), y 6 (50 %) —
Ha 30-34-i1 Henene recTanuy.

BrIsiBIIeHBI 0COOCHHOCTH MPEHATAILHOTO TIEPHO/Ia
pu ManoBoauu y 12 aereii ¢ APIIIL: y 8 (67 %) — Ha-
cTosimas 6epeMEeHHOCTh MaTepy IpOoTeKaia Ha GoHe
anemud, y 7 (58 %) — Ha ¢oHe yrpo3sl IpepbIBaHUSA
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Ha 32-35-it menene, y 1 (8,3 %) — mpeaxmammcun. U3
12 HOBOPOXKIEHHBIX, MIEPEHECIINX PEHATbHOE MaJo-
Boaue npu APIIIL 6 (50 %) poaunuch NOHOLIEHHbI-
mu ¢ Maccoit 3011+68 r u gaunou 46,9+3,1 cM u 6
(50%) — HemonomeHHBIMH ¢ Maccoil 2072+59 r u
nmuHoit 45,7€1,6 cM. Y 3 HOBOPOXICHHBIX (I10
OXO-KI') moarBepkeHO (YHKIHOHHUPYIOIIEE OT-
KpbIToe oBasibHOE OKHO, V 1 (mo KT) B Bo3pacte 19
JIHEN — CTEHO3bl BHYTPEHHEN TOJIB3IOLIHON apTepuu
CIpaBa M aHOMAJIMA OTXOXKACHHS MpaBoil auadpar-
ManpHOU apTepun. Y 3 HoBOpokaeHHBIX ¢ APIIII mo
pesynsraram Y3 moaTBepikaeHa renaroMeranus, y
2 —xucThl B ieueHu. OnuH pebeHok B Bo3pacte 1 mec
nepeHec reHepaTn30BaHHYI0 BUPYCHYIO HH(EKIIHIO C
MOpayKEHUEM CepIia (KapJauT), JeTKuX (JICBOCTOPOH-
HsIS THEBMOHMUS ), TICUCHU (TETIATHT), MTOKETYI0UHOM
JKeJie3bl (MaHKPeaTuT) C CepOJIOTHUYECKUM MOATBEPXK-
JICHHEeM KpacHYXH.

Y 7 (58%) u3 12 pmereit ¢ APIIII, npenarans-
HO Pa3BHBAaBIINXCS B YCIOBHAX MAJOBOJAUS, IPH
POXKJICHUH OTMEYEHBI NMPU3HAKU JIBIXaTeNbHON He-
noctatounoctu (AH) II-III cremenm TsHKECTH, 1O
pe3yipraTaM peHTreHOrpaduHu OpPraHoOB T'PYAHOM
KJIETKH MOJTBEPKCHA THIOIIIA3MS JIETKUX, U3 HUX
y 1 — ocnoxxHeHHass CHOHTAHHBIM TTHEBMOTOPAKCOM.
N3 7 nosopoxkaennusix ¢ APIII y 1 (14,3 %) rumno-
TUTa3Msl JIETKUX JMAarHOCTUPOBaHA MpPEHATAIbHO IO
VY3U na cpoke 30 nen. Ilocie pokaeHus OICHKA 11O
mikasie Anrap y 7 nereil ¢ Turorsiazuei JISTKUX co-
craBmwia 3—5 6awioB Ha 1-it MuHyTE U 4—6 OaIOB Ha
5-ii munyTe. KHcnopo/103aBUCUMOCTb COXPAHSIIACh Y
4 (33 %) u3 12 noBopoxnenusix ¢ APIIII, kotopsim
B PaHHEM HEOHATaJHbHOM INEPHOAE MPOBOIMIACEH HC-
KyCCTBCHHAS! BEHTHIISIHSI JICTKUX.

Y 12 noopoxaennsix ¢ APIII, mnepenecmmx
peHasbHOEe MaJlIoBOAME, NpeHaraibHo 1o Y3U Ha
18-20-i1 wHemene recTallud OTMEYEHBI THIIEPIXO-
TeHHOCTh TMapeHXUMbI O0CHX IMOYEK W CHUKECHHE
KOPKOBO-MO3TOBON UM PEPESHIINPOBKU TTAPCHXUMBI
mouek. Y 5 (42%) u3 12 nereit MHO)KeCTBCHHBIC KH-
CTBI AMaMeTpoM 1—2 MM B mapeHxume oOenx MoyeK
BBISIBJIEHBI 110 pe3yasratam Y3U mpeHaranbHO Ha
32-37-it nenene recraryy, y 7 (58 %) — B HeoHaTab-
HOM miepuone. Y Bcex aereit ¢ APIIII npenaraigpHO
U TpU POXJIEHUH YBEIM4YeH 00beM >KMBOTa BCIE-
cTBHE He(dpoOMeraiuu, rernaToMerainy. YBeluue-
Hue OOIT ormeueno npu Y3U y 12(100%) neteii ¢
APIIIT na 30-34-i1 aenene, OOII npu poxxaeHuu y 5
MaJIBYUKOB, TIEPEHECHINX PEHAIbHOE MAJIOBOIME, CO-
craBisier 62,3+19,6 cm® (Hopma — 25,9+0,82 cm?), y
7 neBouek — 83,1+43.2 cm® (mopma — 25,2+0,56 cm?)
U UMeeT CTaTHCTHYECKH HE3HaYMMbIe PaziIuuus C
HopMmoit (p=NaN). U3 12 HoBopoxaennsx ¢ APIIII,
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[IEPEHECIINX PeHAIbHOE MaJioBoaKe, y 8 (67 %) oTMme-
4eHsl THIIMYHOE Juio [loTTep u apsidnas ckiamayarast
KOXa, y 3 (25 %) — nedopmaryiz KOHEYHOCTEH (COrHY-
ThI€ HOTH C IOJIBOPOTOM CTOT BHYTpPb, KOCOJIAIIOCTH).
V' 5 (42%) u3 12 noBopoxnenusix ¢ APIIII, nepenec-
LIMX PEeHAJTbHOE MAaJIOBOJUE, YCTAHOBIEHO Pa3BUTHE
OIIII 3 craguu (TsDKenasi), U3 HUX Y 3 — ¢ UCXOAOM B
TePMHUHAIBEHYIO ypeMuto. OTEKH JInila, KOHEIHOCTEH,
nepenHeil OpPIOITHONW CTEHKH, MOSICHUYHOM 001acTu,
CHIDKEHHME TI0YacOBOTO AWype3a, apTepHajbHas T'H-
MepTeH3Us] OTMEUEHB! y 4, Tuapornepukaps —y 1 Ho-
BopoxaenHoro ¢ OIIIT mpu APIIIL. YV 3(25%) u3 12
neteit ¢ APIIII, mepenecunx peHaIbHOE MaJOBOIUE,
KOHCTaTUPOBAaH JieTalbHbIA ucxo no npuunne JH u
OIIIL, 3 HUX y 2 — B IepHoJie HOBOPOXKJICHHOCTH, Y 1
— B IpYAHOM Bo3pacTe. J[eTH ¢ jeTanbHbIM UCXO/IOM B
HEOHATAJILHOM U IPYIHOM NepUOAaX UMEIH «KJIaCCH-
yeckuit» APIIII cornacHo knaccudukamuu S.M. Bon-
sib (2010). ¥ 1 u3 5 nereit ¢ APIIII nocne nepene-
cennoro OIIIl B HeoHaTasbHOM TEpPHONE KOHCTATH-
poBano dopmupoanue XbIT C3 (ckopocTh Ki1y0od-
koBoii ¢uibrpaiu (CK®) no pacuerHoit hopmyne
Schwartz=32 mu/muH) k 3 Tofam, y 1 — He IpUBETIO K
BOCCTaHOBJICHHIO (DyHKIIMY TIOYEK B Bo3pacTe 1 rona.

Taxum o6pazom, y 12 (60 %) u3 20 HOBOpOXKACH-
Hbix APIIII sBUjICS MPUYUHON pPEHANTBHOTO MaJOBO-
TS, 4To ripuBesio y 8 (67 %) u3 12 HOBOPOKAESHHBIX
Kk (opmupoBanuio Ilorrep-peHoruna B CTPYKType
IToTTep-nocnenoBaTeaIbHOCTH.

ITorrep-nocaenoBareabHocTh y aerei ¢ AJIIITI
(xuctbl THIA Potter I1I)

VY 25 (16%) u3 155 nereii ¢ AAIII kucTel B ma-
peHXMME 00EHX TOUYEK BBISBICHBI B IPEHATAIEHOM H
HEOHATaJIbHOM Iepuosie (O4eHb paHHEe BBISBICHHE
AJIIIT / very early onset ADPKD). Bo Bcex ceMbsix
710 OOHApY)KEHHS TIOYCUHBIX KHUCT y JIeTel M3BEeCTEH
otsromieHHbI anamae3 mo AL YV 8 (32%) u3
25 peteit ¢ oueHb paHHUM BbisBIeHueM AJIIIIT mo
pesynbratam Y3UW mocne 30-if Hemenu recranuu
YCTAHOBJICHO MaJioBoaue, 3 HUX y 2 (25%) — pe-
HaJbHOE MaJIOBOJWE TOITBEPKICHO OIHOBPEMEHHO
C BBISABIIEHHEM KucTo3a rouek Ha 30-31-ii Hemene
rectanuu, y 6 (75%) — Ha MOMEHT MOATBEPKIACHUS
MasoBoaus (Ha 36—38-it Hemene) y)ke U3BECTHO O Ha-
muann AL y otoma. M3 8 HOBOPOXKIEHHBIX, TIepe-
Hecmux peHanbHoe MaioBoaue mpu A LI, 4 (50 %)
POIWINCH JAOHOIICHHBIMU ¢ Maccoil 3250452 r u
mnoit 51,8+1,1 cm u 4 (50 %) — HeTOHOIIEHHBIMU
¢ maccoit 2240+71 r u nnunou 47,2+0,9 cMm. Kuct B
JPYTHX TIAPEHXMMAaTO3HBIX OpraHax y HOBOPOXKICH-
vbix ¢ AIIIII He BBISIBIICHO.

l'umnoruiasust JIeTKUX MPEHATalbHO BBISBICHA T10
pesynbraram Y3U (Ha cpoke 30 HEm) U MOATBEPXKIC-

Ha 110 peHTreHorpa(un opraHoB rpyTHON KIETKH y 2
(25%) u3 8 noBopoxkaeHubix ¢ AL B aTux 2 cimy-
Yasx pojopaspelieHre MPOBEAeHO IMyTeM KecapeBa
cedeHus Ha cpoke 34 u 35 Hen B CBA3M C HAPYLICHU-
eM (eToruIaleHTapHOTO KPOBOTOKA M PUCKOM T'HITOK-
cuu wiona. Y 2 (25%) u3 8 mereit ¢ AL, mpena-
TaJbHO PAa3BUBABIINXCSA B YCIOBHUAX MaJIOBOANA, TIPU
poxxnenun ormeuensl npusHaku JIH II-III crenenun
TSKECTH, CHHJPOM JbIXaTelIbHBIX paccTpoicTB. [lo-
cJie poKACHUS OlIEHKa TTo IKajie Anrap y 2 nereit co-
craBmia 4—5 6awioB Ha 1-if MuHyTE U 5—7 0aIOB Ha
5-ii munyTe. KHenopo/103aBUCHMOCTb COXPAHSIIACh Y
2 (25%) n3 8 noBopoxaeHusx ¢ AJIIIII, koTopsiM
B PaHHEM HEOHATaJbHOM INEePHOAE MPOBOIUIACEH HC-
KyCCTBEHHAsl BEHTUJIAIMS JIeTkuX. Yenuaenue OOl
MIpU POXKJIEHUH BBIsIBIeHO Tpu Y3U y Bcex neTeii ¢
VEO-A/IIII, nepenecmmx manoBoaue. M3 8 HOBO-
poxnennsix ¢ A/IIII, mepenecmux manoBomue, y
2 (25%) ormedeno tummuHoe auio llorrep m nmps-
Onast ckimaguaras koxka, y 2 (25%) — nedopmanuu
KOHEYHOCTEH (COTHYTBIE HOTH C TOABOPOTOM CTOII
BHYTPb, KOCONANOCTh). Y 1 U3 8 HOBOPOXKIEHHBIX C
AJIIII, mepeHecminx MaqoOBOJME, YCTAHOBICHO pa3-
Butue OIIII 1 craguu (j1erkas) ¢ BOCCTAaHOBICHUEM
(GYHKIMH [TOYEK B HEOHATAIILHOM TIEPHOJIE B PE3YJlb-
Tare NPOBOJAMMON KOHCEPBAaTUBHOM Tepaluu, OAHAKO
B BO3pacTe 2 MecC 3aperucTpupoBaHa HedporeHHas
apTepHuaigbHas TUIIEPTEH3Us C MMOPaXCHUEM OpraHa-
MUILIEHH — TUIepTpodueii MHOKap/a JIEBOTO HKEy-
mouka. Y 1 (12,5%) u3 8 noBopokaeHusix ¢ A JIIII,
MEPEHECHINX MaJOBO/ME, YCTAHOBIIEHO pa3BHUTHE
OIIIT 3 cranum (TsKenas) ¢ UCXOAOM B TEPMUHAIb-
HYI0 YPEMHIO; HECMOTPS Ha TIPOBOAUMYIO € 9-T0 THSA
JKU3HH 3aMECTUTENbHYI0 TToueunyto Tepamnuto (311T)
METO/IOM TIEPUTOHEATFHOTO JAHMain3a, B IMO3JHEM
HEOHATaJIbHOM TepHOJe KOHCTAaTUPOBAH JETAIbHBIN
ucxop no npuanne JJH u OIIIL.

Takxum obpazom, y 8 (5,1 %) u3 155 HOBOpOXKACH-
HbIX ¢ AJIIIIT mpeHaTanpbHO TOATBEPIKICHO pEHATh-
HOe MayioBoje. Bce NeTH ¢ peHalbHBIM MaJloBO-
nuem umenu AJIIIII ¢ oueHb paHHUM BBIABICHHEM.
Y 2 (25%) u3 8 ¢ AJIIII, mepeHecmux peHAIbHOE
MaJioBojue, moATBep:kaeH lloTTep-heHoTun B cTpyk-
type IloTTep-nocnenoBarensHocT, y 1 — ¢ neraib-
HBIM UCXOJIOM B HeOHaTaapHOM Tiepuone. Oba cirydas
oueHb panHero BesiBieHus AJIIII ¢ popmupoBanu-
em [loTTep-¢enoTuna y HOBOPOXKIEHHOTO UMENH Ha-
cnenoBanue AJIIIIT mo MaTepruHCKON TUHUH.

IoTTep-nociienoBaresibHOCTL 'y peldeHka ¢
KHCTO30M MO4YeK MPH Jejiellid KOPOTKOro Ijieya
12-ii xpomocombl (del 12p)

[MorTep-peHoTun AUArHOCTUPOBAH Yy MaJbuUKa
(2016 rp.) c MOTUKHUCTO30M YMEHBIIIEHHBIX B 00beMe
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MOYEK MPH MHTEPCTULHUATBHON JAENEIH B KOPOTKOM
wiede 12-i1 xpomocombl. KapuoTtun — aHoManbHBINA
myxckoii: 46XY, del(12) de novo. BepemeHHOCTB
MaTepH TpoTekaia Ha GoHe ManoBoAus, ¢ 32-if He-
JIeJIN — 3aJIep’KKa BHYTPUYTPOOHOTO pa3BUTHUS IIJIOAA,
ponbl Ha 41-i1 Henesne (KecapeBo CEUCHHE), TIPU POXK-
JICHUU — JIULIEBOE BCTaBieHue mioja, Mmacca 2300 1,
mmaHa 49 cm, OOIT=9,1 cm? (Hopma 23,0+0,52 cm?).
Orenka 1o mikajge Amnrap cocraBuia 7/8 0asios,
KOKHBIE TIOKPOBBI CKJIaJ4arbie, MOPIIMHUCTHIC, IIsi-
TOYHBIC CTOIIbI, MBIIICUHAST THIOTPOQUS, THUIOTO-
Hus, TunuaHoe nuno [lorrep. [Ipu pertrenorpadun
yOenUTeNbHBIX JaHHBIX 3a THUIOIUIA3UI0 JIETKUX He
OTMEUYEHO, BBIABICH JAaKyHapHbI OCTEONOpO3 KO-
cTeil yepena. B HeoHaTalbHOM NEPUOAE YCTAaHOB-
neno pazsutue OIIIl. B 1 Mec BBIIBICHBI TOYEU-
HBIC KUCThI MHOKECTBEHHBIC 2—3,5 MM B JHaMETpeE,
OO0I1=11,24 cm® (Hopma 25,9+0,82 cm?). K 2 rogam
pebeHok orcTtaeT B (PU3MUECKOM (MHUKPOCOMUS,
OenkoBO-dHEpreTHIecKass HegoctarouHocTh I cre-
MIEHHW) ¥ TICHXOMOTOPHOM Pa3BUTHH, THATHOCTHPOBA-
HBI CXOJISIIIEECs] KOcorIasue, NeeKT MEeKITpeacep/I-
HOM MeperopoAKH, JTapUHTOMAJISAIHS, MUKPOTJIOCCHA,
Mmukporaarusi, kpusoies, OOII=13,2 cm® (Hopma
45,6+1,14 cm®), modeuHsle KUCTHI MHOYKECTBEHHBIC
5-7 MM B uaMeTpe, KOHCTaTHPOBAaHO (OPMHUPOBA-
nue XBIT C3 (CK® no popmyne Schwartz=39,3 miu/
MWH, TIOYEYHBIM KaHaJbLIEBbIN aly103, ruIepapa-
TUPEO03, TabUIbHAs apTepraibHas THIIEPTeH3Hs, aHe-
MHUs1, OTCTaBaHKUE B POCTE U Pa3BUTHH).

Hcxon peHaJbHOTO MaJOBOAUA Yy JeTell ¢
KHCTO3aMH MOYeK M KOJI000MOi ANCKA 3PUTeJIb-
HOT0 HepBa

VY 2 u3 3 gereit ¢ KUCTO3aMHU TOYEK U KOJIOOOMO¥
JIICKa 3pUTENIbHOTO HepBa MpeHaTaIbHO TUATHOCTH-
pOBaHO peHajJbHOE MajoBoaue. B atux 2 cmywasx
OepeMeHHOCTh MaTepu MpoTeKaida Ha (OHE yrpo3bl
MpepbIBaHusl, poAbl cpouHble. HOBOpOXKACHHBIE TIPH
POXIEHNU UMEIU OLEHKY I10 ImKaje Anrap 7-9 Oai-
70B. Y JI€BOYKH TOJIMKHCTO3 MOYEK BHISBICH MpeHa-
TansHOo 0 Y3 Ha 22-24-1i Hefene, peHaIbHOE MaJio-
BOJME TIOATBEpKIeHO Ha 34—35-if Hexene recTaluy.
Y MayiburKa IpeHaTaabHo Ha 15-i Hememne recTaiuu
JTUarHOCTHPOBAHO MAaJIOBOAME, B HEOHATAJIHHOM Iie-
puozne ycTaHoBIeHBI pe3koe ymenbinenue OOIT u ku-
CTBI 00enX IMOYEK, IMy3bIPHO-MOYETOYHUKOBBIH ped-
mokc. B HeonaTtanbHOM Tiepuozie B 000MX CIIydasx
pazsuiioch OINII. ITorrep-penorun B oboux ciyda-
X HE MOJATBEpXkKJeH. B karamHe3e y Manbuuka B 5,5
JIeT ¢ KUCTO30M 00eux movek, OOII=19,5 cm* (Hopma
66,3+0,28 c™m®) OMAarHOCTUPOBAHBI JIBYCTOPOHHHIA
IIMP II creneHu, runormiasus IOYEUYHOH apTepuu,
KOJIOOOMa JIMCKOB 3PUTENbHBIX HEPBOB M PETHHOTA-
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THg o0oux a3, KoHcratupoBaH ucxonm B XbII C4
(CK® 1o popmyne Schwartz=23 mi/mun). Y aeBod-
KU C TTOJIMKUCTO30M TOYEK, KOJIOOOMOH 3pUTETLHOTO
HEpBa cIipaBa, THUTIOIUIA3MEH U nedopmanmein 3pu-
TEIHHOTO HEpBa CJieBa, OPraHUYECKUM TMOpakeHH-
€M TOJIOBHOTO MO3Ta C €AMHUYHBIM OYaroM B OesoM
BEIIIECTBE MPaBoi JOOHOMN J0IH, CMEIIaHHOW THAPO-
nedanueil B Bo3pacte 5,5 neT, cocTosHue (QyHKIUN
mouek coorBeTcTBYeT XbII C2 (CK® mo dopmymne
Schwartz=72 mn/mun).

OBCYXAEHUE

IIpu xucTo3ax moyek ¢ GOPMHPOBAHHEM KHCT B
MapeHxuMe OOeHX TIOYeK CYIIECTBYeT PUCK POX-
nenust pebenka c Ilorrep-mocnenoBareabHOCTHIO
[1, 3, 16-20]. B HamieM ucciaenoBaHUU JOCTOBEPHO
yamie [loTTep-heHOoTHI JAMarHOCTUPOBAH Yy JeTeil
¢ APIIII, gwem ¢ AJIIIT (p<0,001). Omnucana xito-
YyeBast poJib MaJIOBOAMS (IO MOYEUYHBIM WM BHEIO-
YeyHBIM MPUYUHAM), SBISIOIIETOCS PAHHUM JHa-
THOCTHYECKHM KPHUTEPHEM pHUCKa (HOPMHUPOBAHHUS
[ToTtTep-nocnenoBarenpHOCTH y mioma [5, 19, 21,
22], B HaIlIeM UCCJICIOBAaHUHU PEHATHLHOE MaJIOBOINE
JmoctoBepHO yate Berpedaercs npu APIIII, vem npu
AL (p<0,001). ITo pe3ynbraram Hariero HaOro-
nenus mamoBomue y aeteit ¢ APIIIL orMedeHo mo
nmauaeiM Y3U y 6 (50%) na 18-20-i Henmene recra-
[IUH (C HapacTaHWEM CTENEHHU TSHKECTH MAaJOBOIUS K
MOMEHTY ponioB), v 6 (50 %) — na 30-34-ii Henene re-
craru. Hamu otmeueno, uyto manosoaue npu APIIIT
JUAaTHOCTHPOBAHO 10 OOHAPYKEHHS MOYEUHBIX KHCT
B OTJIMYME OT OoJiee MO3HEr0 BBIABICHHUS MaJloBO-
nmus (mocne 30-it menenu recrauuu) npu A/ y
osa; B OOJbIIMHCTBE ciydaeB (75%) HA MOMEHT
onTBep K IeHus ManoBoaus (Ha 36—38-it Henene) us-
BecTHO 0 Hanmmuuu A J[I1I1y moxa, B OCTaNbHBIX CITY-
gasx (25%) peHandpbHOE MaNOBOJUE MOATBEPKICHO
onHoBpeMeHHO ¢ BrisiieHueM AJIIIT y mioma Ha 30—
31-if Hexene rectanuu. B mporHo3e BEIKUBACMOCTH
HOBOPOXKJIEHHOTO, TEPEHECIIero0 MaJjoBOIUE, YKa-
3BIBAIOT Ha PEIIAIOIIYI0 POJIb 3PENIOCTH (JIOHOIICH-
HOCTH) K MOMEHTY POXKIICHHUS U Macchl Tena [2, 21].
B Hamiem HaOmONEHWM TOJTYYEHBI CTATUCTHYCCKH
3HaYMMbIe Pa3IU4Ms B Macce Teja y JOHOIICHHBIX
HOBOPOXKJICHHBIX, TIEPEHECIINX PEHATBFHOE MAaJloBO-
nue, mpu AJIIIT u APIIIT (t=2,79; p=0,03). B macce
Tela y HeJJOHOIIEHHBIX, JJINHE TeNa Y JTOHOIICHHBIX
n HenoHomeHubx mpu A/ u APIIII paznuuuns
CTaTUCTHUYECKH He3HaynMbl. [lo HammMm naHHBIM,
[loTTep-mocnenoBaTeIbHOCTh 3apETUCTPUPOBAHA Y
78% HOBOPOXICHHBIX C «kiaccudeckum» APIIII
(o xnaccuduranuu S.M. Bonsib, 2010), y KoTOpbIX
TedyeHue 3a00JIeBaHUs M UCXOJ COOTBETCTBYIOT Iie-
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puHaranbHON M HeoHaranbHOU dopmam APIIII (mo
knaccudurarmu H. Blyth u B.G. Ockenden, 1971).
C 13-if Hemenu recTayy BO3MOXKHO OIICHUTH Xapak-
Tep Pa3BUTHA JIETKUX, OJAHAKO, TI0 MHEHHUIO JPYTHX
aBTOPOB, TUArHOCTHYECKAsi TOYHOCTh MpeHaTaIbHON
Y3U-nuarHoCTUKA BPOXACHHONW THIIOIJIA3UN JIeT-
kux HU3Kas (19 %), 4T0 HEe MO3BOJISAET CUNUTATh JaH-
HBIM KpUTEepUil 3HAYMMBIM U HaJe)KHBIM [23]. Hamu
y 1 (14 %) 3 7 HOBOPOXKAECHHBIX TMIIOTIIA3HUS JIETKUX
npu APIIIT nuarnoctupoBana no Y3U npenaraabHO
Ha 30-if Henene recramnuu, y 6 (86 %) — mo pe3ynsrary
peHTreHorpaduu mnocsue poxaeHusl.

B ormmume ot APIII (xuctel mouek tuma Ilot-
tep 1), mpu AJIIIT (xuctsl moyek Tuma [lorrep III)
[IpeHaTalbHO pEKe pPa3BUBACTCS MAaJIOBOJHE, YTO
00BsICHAET HU3KYIO YacTOTy BcTpedaemoctu [lorTep-
nocnenoBatenbHocty pu AJIIIIT [4]. V 8 (32%) u3
25 nmereii ¢ oueHb paHHUM BbLiBIeHHEM AT mom-
TBEPKJCHO peHaIbHOE MaJOBOANE, YTO JOCTOBEPHO
yame, yeM y 155 gereit ¢ AT (p<0,001). Takum
o0pa3oM, HaJlM4KMe PeHATHLHOTO MaJOBOIMS Y IUIONA
u3 cembr ¢ 50 % puckom AJIIIII moBeIIIaeT BEposT-
HOCTh oueHb paHHero BbisBieHus: AJIIIII. [Torrep-
(enorun Hamu omnucan y 2 (8 %) u3 25 HOBOPOKACH-
HBIX ¢ o4eHb paHHUM BbLBiIeHueM AJIIIIL. Otcyt-
CTBHE NMPHU3HAKOB MajoBoaus y 15 mereit ¢ MynbTu-
KHCTO30M TOYKH (Touednsie kucThl Tuma Potter II)
B TNIPEHATAJILHOM MEpHojie OOBACHSAETCS COXpPaHHON
CTPYKTYpOH M (QYHKIMEH KOHTpaiaTepalbHOH IMoyY-
KH. Y 2 feTeii ¢ peHaJIbHBIM MaJOBOAMEM MIPH KUCTO-
3ax IMOYeK ¢ KOJI0OOOMOIl AMCKa 3pUTENBHOTO HEPBa B
HeoHaTaJbHOM Tiepuoze paspmiock OIIII ¢ ucxomom
B XbII C4 (y mampumka 5, 5 €T ¢ KUCTO30M 00e-
WX YMEHBIICHHBIX B 00bEeMe MOYeK, JIByCTOPOHHHUM
[IMP II crenenn) u B XbII C2 (y neBouku B Bo3pac-
T€ 5,5 JIET C MOJUKUCTO30M T0oUYeK), omHako [loTTep-
(beHOTHTT B HEOHATAJILHOM MEPUOJIE Y HUX HE TOJ-
TBEPIKICH.

SAKJTIOMEHUE

®opmupoBanue  [lorrep-nocneaoBareibHOCTH
MPU PEHAITLHOM MAJIOBOIUU OMPEACIIACT TIKECTh
TEUYCHMsI, POTHO3 U HUCXOJl OCHOBHOTO 3a00JICBaHUS
MOYeK B HEOHATaNIbHOM mepuoae. Cpeam KHUCTO30B
MOYeK peHaJIbHOE MajoBoaue u mpu3Haku [loTTep-
(enoruna ycranosnensl yame npu APIIIL. Cpenu
nereit ¢ AJIIII penanmsHoe ManoBoaume u I[loTTep-
(heHOTHM HaIe Pa3BUBAIOTCS MPU OYCHb PAHHEM BHI-
seennn AT

MarnoBojue (110 MOYEYHBIM ¥ BHEIIOUEYHBIM IPH-
YUHAM) SBJSICTCS IICHTPAJIBHBIM 3BEHOM IAaTOTCHE3a
[ToTTep-mocnenoBaTenbHOCTH, UCXOJ KOTOPOW MpHU
KHCTO3aX IMOYEK 3aBUCHUT OT CPOKa IeCTallid U CTe-

MICHH BBIPAKEHHOCTH PEHATBHOTO MATOBOIUS HA MO-
MCHT BBIABJICHHA, TEMIIOB €0 IPOrpeCCUpPOBaHUsd K
MOMEHTY POJIOB, TSDKECTH C(OPMHUPOBABIIUXCS KPU-
tepueB [loTTep-heHnoTnna u ypoBHs OKa3aHHs MEIU-
].II/IHCKOﬁ IMOMOIIIHX B IMIPE€HATAJIbHOM M HCOHATaJIbHOM
HepHo/Iax.

ITpy TOATBEPKAECHUN PEHATHLHOTO MAaJOBOIHS
IIpU KUCTO3aX ITOYECK Ha BCCX OTallaX BbIHAIIMBAHUSA
IJ10Jla 1 BBIXaXXUBaHUSI HOBOPOXICHHOI'O Tpe6yeT-
Csl CHCTEMHBIH IOJXOM aKyIIepoB, HEOHATOJOTOB,
MeINaTPOB-HEPPOJIOTOB.
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