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Pe3ome. IlonukucTo3 MoOYeKk — 3TO BPOXKIEHHAs aHOMANWS DPAa3BUTHUS; T€HETHUYECKOE, IO3/IHO
MaHudecTupyromiee 3aboneBaHue, NPOsBIsIoNieecss HapymieHueMm auddepeHupoBkr HePpOreHHOM
TKaHH ¥ HAJIMYAEM MHOKECTBEHHBIX KUCT Pa3IMYHOTO pa3Mepa, KOTOPbIe MOPaXaloT KaK CTPOMY, TaK U
NapeHXUMY MMOYeK, AeOopMHPYsI YaIIEYHO-TIOXaHOUHYIO CHCTEMY, KaHaJIbIIbI U COOMpAaTEIbHbIC TPYOOUKH.
[TonukucTo3Hass OoOJie3Hb IMOYEK HACIHEAYeTCs IO ayTOCOMHO-JIOMHHAHTHOMY WJIH TI0 ayTOCOMHO-
PELIECCHBHOMY THITY, 3TO 3aBHCUT OT I'Ha, B KOTOPOM IMPOM30ILIa MyTalus. B xoxe HamucaHust paboThI
OBbLT U3y4eH KJIMHUYECKUI Cllydall aHTeHaTaIbHOW JMAarHOCTUKU ayTOCOMHO-PELECCHBHOTO TOJIUKUCTO3a
MIOYEK.

KaroueBble cjoBa: AuCIUIasusi IOYEK, IOJMKHCTO3 IOYEK, WH(AHTHIBHBIA IOJMKHCTO3,
recTalys, BpOXKICHHBIN IIOPOK Pa3BHUTHSL.

Resume. Polycystic kidney disease is a congenital malformation; a genetic, late-onset disease,
manifested by impaired differentiation of nephrogenic tissue and the presence of multiple cysts of various
sizes that affect both the stroma and parenchyma of the kidneys, deforming the pyelocaliceal system,
tubules and collecting ducts. Polycystic kidney disease is inherited in an autosomal dominant or
autosomal recessive manner, depending on the gene in which the mutation occurred. During the writing
of the work, a clinical case of antenatal diagnosis of autosomal recessive polycystic kidney disease was
studied

Keywords: renal dysplasia, polycystic kidney disease, infantile polycystic disease, gestation,
congenital malformation.

AKTyanabHOCTh. [lomukucro3nass Oonesnp mouek (manmee IIKBIT)  ecth
TreHETUYEeCKoe, MO3AHO MaHudecTupyromiee 3a00JeBaHUE, CBSI3aHHOE C HAJIUYUEM KHCT B
MOYKaX, BO3HUKAIOIIMX W3 SIUTEIHUATBHBIX KJIETOK KAHAJbIIEB W/WIM COOUpATENIbHBIX
TpyOOUKax, BXOJAIIEE B COCTAB BPOXKACHHBIX MOPOKOB pa3Butus (mainee BIIP) moueBoi
cucremsl. [IKBII npencraBiena AByMsi BapuaHTamMu: MHPAHTUIBHBIM U B3pOCibIM [1].

AyTOCOMHO-pelleCCUBHbIM  monukucto3 nouyek (mamee APIIK) (o ke
MH()AHTUIBHBIN) SBISIETCA PEIKOM BPOXKICHHONW aHOMalluei, BBI3BAHHOW TI'€HHBIMU
W3MEHEHUSAMH, B 4aCTHOCTH W3MeHeHussmMu reHa PKHDI1, pacnonoxxeHHOro Ha KOpOTKOM
mede 6 xpomocomel (6p21) [2, 3]. HacTtora APIIK cocraBnsier B cpennem 1 cimydail Ha
20000-40000 ponos. CymiectByeT 25% pHUCK MOBTOPEHHs 3a00JIeBaHUSI HE 3aBUCUMO OT
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nona [4]. [AuarHOCTMYECKHE TPU3HAKKM — YBEIWYECHHBIE THUIIEPIXOTCHHBIE IIOYKH,
OTCYTCTBHE 3XO-TEHH MOYEBOTO ITy3bIps M BBIPA)KECHHOE MaJOBOAME, BBIABISEMBIE IIPU
VABTPAa3BYKOBOM  HCCIEAOBAHMM OEpEMEHHOW, HadyMHas CcO BTOPOrO TPHUMECTpa
O0epemeHHocTu. IIpoueHT neTanbHOCTH TMpU MH(GAHTUIBHOM IIOJMKUCTO3€ IOYEK
coctaBiseT 6onee 99%. AyTocoMHO-TOMUHAHTHBIN nonukucTo3 nouek (ganee AJIIIK) (on
e B3pOCIHbIA) BcTpeuyaercss ¢ 4dactoroil okoio 1:1000 pomos. B 90% ciydaeB 3TO
3aboneBanne BbI3BaHO MyTarued reHa PKDI nHa kxopoTkom miiedue XpoMocombl 16
(16p13.3-p13.12). TlposiBiseTcss MOCTHATaIbHO, B JETCKOM WIIM B3POCIOM BO3pacTe.
[IpenaranbHas nauarnoctuka deranbHoil dopmbl AJIIIK ocHoBaHa Ha 0oOHapyX eHUU B
koHe Il u B Il TpumecTpe OepeMeHHOCTH ABYCTOPOHHEH YMEPEHHO BBIPAXKEHHOU
He(ppoMmeramum ¢ THUIEPIXOT€HHOM KOpOM, KHUCT HEOONbIIUX pPa3MEPOB, YETKO
Pa3IMYAMBIMM JIOXaHKAMH, KOJIMYECTBO OKOJOIUIOAHBIX BOJ HOPMAJIbHOE HIIM HECKOJIBKO
CHM)KEHO, MOYEBOW My3bIpb BHU3yalu3upyercs. Puck noBropeHus 3aboneBanus 50% He
3aBucuMO OT mnona. [IporHo3 B ciuywasx oOHapyxenus AJIIIK y mioma st Ku3Hu
OnmaronpusTHBIA, HJs 3J0pPOBbSl CEPbE3HBIM (TUIEPTEH3Us, XPOHUYECKas MOYeyHas
HEJIOCTaTOYHOCTh, TOBBIIMICHHBIM PHUCK pa3BUTUS UHQEKIHN MOUYEBBIIETUTEILHON
cucremsbl) [4].

YuutsiBas pa3Hblil MPOTHO3, BAXKHO NIPU MTPOBEICHUH MPEHATATbHOW TUAarHOCTUKHU U
MEINKO-T€HETHYECKOTO KOHCYJIBTUPOBAHUS U (PPEepeHIpOBaTh JaHHbIE 3a00JIEBAHMSL.

Heab: M3yuynTh KIMHUYECKUN CiIydaldl aHTEHATaJIbHOM JHArHOCTHUKH ayTOCOMHO-
PELECCUBHOIO MOJIMKUCTO3a Y OEpEMEHHOM.

3agaun:

1. U3yunth OCOOEHHOCTM aHAMHE3a, TEYEeHHUs] OEpeMEHHOCTH U €€ HCXOA Yy
MALMEHTKHU MPH BBISIBJIEHHOM MOJIMKHUCTO3€ IMOYEK y MJI0A.

Marepuanbsl u Meroabl. [lyTeM u3ydeHUsS TEHETHYECKUX KapT OEpEeMEHHBIX C
BBISIBJICHHBIMU BPOXKJICHHBIMH MOPOKAMH PA3BUTHSI MOYEBOM CUCTEMBbl ObLT BBIOpaH U
MIPEICTABIICH KIMHUYECKUN CITydail MOJIMKUCTO3HOM 00JI€3HU OYEK MH(PAHTUIBHOTO THIA
y mionoB. OLEHEHbl AaHAMHECTHYECKHE JaHHbIC MAUWEHTKH, TEYEHHE W HCXOX
OEpPEMEHHOCTH.

PesyabTrarel m ux o0cyxkaenue. [loBropHoOepemenHas, 29 ner. bpak mnepBblil.
Jlannass OepeMEHHOCTh msTasd. AKYyIIEpCKO-TMHEKOJIOIMYECKU aHAaMHE3 OTSTOIIEH.
[lepBass OepeMEHHOCTh MpepBaHA IO JKEJTAHUIO JKEHLIMHBI, BBINOJIHEH MEAUIMHCKUAN
(hapmakoIOrHueCcKuil abopT.

Bropast 6epeMeHHOCTb: M0 JaHHBIM KOMOMHUPOBAHHOIO CKPHUHHHIA MAllMEHTKA B
IpyIIy PUCKa MO XpPOMOCOMHOM MaToJOTH IUIoJa He Bomwia. Ha BTOpOM CKpHMHUHIOBOM
yIABTpa3ByKoBOM wucciefoBanuu (manee Y3U) B 21-22 Hepento OepeMEHHOCTU ObLI
BBICTABJIEH IIPEABAPUTEIBHBIA JTHATHO3: JBYCTOPOHHSAS KHCTO3HAas IUCILIA3HS IIOYEK,
MasoBoaue. IlanmueHTka OCMOTpEeHa KOHCWIMYMOM Bpadel, KOHCYJIBTHMPOBAHA BPAYOM-
TE€HETUKOM, IIPOBEIECHO MEIUKO-TEHETUYECKOE KOHCYJIBTHPOBAHHME, YBEIOMIIEHA O
BO3MO)KHOM IPOTHO3€ JUISl IJI0/1a/HOBOPOXACHHOro. OT mpepblBaHusa O€peMEHHOCTH IO
MEIVKO-TCHETUYECKUM  IIOKA3aHMWSM  OTKas3anach. bBIIO pEmeHO MpOJOHTHPOBATH
OepeMeHHOCTh. bepeMeHHOCTh MpoTeKasla ¢ BhIpaKEHHBIM MajioBogueM. Ponbl cpouHble,
ponuics IOHOIIEHHBIM Manpuuk BecoM 3610 r. Cmeprep Hactynuna Ha 29 CyTku B
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pe3yapTare IMOJIMOPTaHHOM HEIOCTAaTOYHOCTH. llaTomoroaHaroMmyeckoe 3aKIOYCHHUE:
TOTaJIbHBIN MOJUKUCTO3 NMOYEK, MHPAHTUIBHBIN TUIl. BpoxaeHHbI (uOpo3 neyeHu.

TpeTbst 6EpeMEHHOCTh 3aKOHYMIIACh CPOYHBIMU POJIAMHU 370POBOTO MAIBYMKa BECOM
3700 1. YeTBepTas OEpeMEHHOCTh — HEPa3BUBAIOIIASACS B CPOKE & Helelb OepeMEHHOCTH,
BBITIOJIHEHO MEAUKAMEHTO3HOE MPEPHIBAHUE.

[Iarass GepeMeHHOCTh — ManMeHTKa oOparmwiack B Y3 «lomenbckuil oOmacTHOM
MEJIMKO-TeHETUYECKUI LEHTP C KOHCyhbTanue «bpak W cembs» IS TPOBEACHUS
ckpunuHra. [lo JaHHBIM KOMOWMHUPOBAHHOTO CKPUHUHIAa TIEPBOTO TpPUMECTpa
OEpEeMEHHOCTU TMATOJIOTUX HE BBISIBJICHO, B TPYIIY PUCKAa MO XPOMOCOMHOW IMAaTOJIOTUU
mIona He Bouwia. MHBa3WBHaAsA NMpeHATanbHas JUAarHOCTUKA HE mpoBoawiack. Ha BTopom
ckpunuHroBoM Y3U B 20-21 Hemento OepeMEHHOCTH BBISIBICHBI PE3KO YBEIUYEHHBIE
MOYKM TOBBIIIEHHONW HXOT€HHOCTH C MEJIKOKHMCTO3HBIMU WM3MEHEHUSIMU Pa3JIMYHOIO
IMaMeTpa, pPACIIMPEHHAs YallleYHO-JOXaHOYHAas CHUCTEMa, MajloBoAHWE. bbul BBICTaBIEH
MpeABAPUTEIbHBIN  AUMArHO3: JBYCTOPOHHSAS  AWCIUIa3us Mo4yeK  (MH(pAHTUIbHBIN
MOJIMKKCTO3), ManoBoaue. [larmenTka 0CMOTpEeHa KOHCHJIMYMOM Bpauei, HampaBiieHa Ha
KOHCYJIBPTAIIMIO K BPayy-T€HETHKY, MPOBEACHO MEAUKO-TEHETUYECKOE KOHCYJIBTHUPOBAHUE,
yBeJIOMJIEHa O HEOJAronpusATHOM MPOTHO3€ ISl KU3HU IUI01a/HOBOPOXKACHHOTO, OJHAKO
OT TpepbIBaHUsI OEPEMEHHOCTH IO MEIUKO-TEHETUYECKUM IMOKa3aHUSIM KaTEeropuyecKu
OTKa3ajach. bepeMEHHOCTh MPOTEKAIA C BBIPAXKEHHBIM MajlioBOAMEM. Ponbl HACTynuiu B
CPOK, pomwiicsa NOHOWEHHBIM Mainpuuk, 3500 1. Cmeprs Hactynmuiua Ha 4 CyTKHM B
pe3yapTare IOYEYHOM M MOJMOPraHHOM HegocTarouHocTd. [laromoroanaromMuueckoe
3aKJIIOYEHUE: TOTAJIbHBIN MOJUKUCTO3 MOYEK MHPAHTUIILHOTO THUIIA.

BbiBO/bI:

1. UadanTuinbHbiil  (AyTOCOMHO-PELIECCUBHBIN) TMOJUKUCTO3 TMOYEK Yy IUIofa
SBJISIETCA TSDKEIIBIM HACIEICTBEHHBIM 3a00J€BaHHEM, HECOBMECTUMBIM C JKU3HBIO
pebenka. JlMarHocTuueckue TMPU3HAKKM — YBEJIUYCHHBIC THUIIEPIXOTCHHBIE MOYKH,
OTCYTCTBHE 3XO-T€HH MOYEBOTO MYy3bIPSA U BBIPAXKECHHOE MAJIIOBOJME, BBISBIISIEMBIE NPHU
yABTPa3BYKOBOM HCCIICIOBAHMU OEpPEMEHHOW, HAauWHas CO BTOPOTO TPUMECTpa
OEpEMEHHOCTH.

2. Heo6xoqumo nuddepeHnpoBaTh €O B3pOCIbIM (ayTOCOMHO-AOMUHAHTHBIM)
MOJIMKUCTO30M TOYEK, TaK KaK MPOrHo3 B ciyyasx oOHapyxkenus AJIIK y nnona nns
KU3HU OJIarONPUSTHBIN, JJIsI 3/J0POBbSI CEPHE3HBI.

3. B Hacrosmee BpeMs BO3MOXKHA MOJEKYJSIPHO-TEHETUYECKAss JUArHOCTHUKA
MaTOJIOTUYECKUX MYyTalllii, KOTOphlE MOTYT OBITh MPUYMHON Pa3BUTHS MOJUKUCTOZHOU
00JIe3HU TTOYEK Y TUI0JIa C BO3MOKHOCTBIO MX MOCIEAYIONIEN MPEeHaTalIbHOW IUarHOCTUKH.

JIuteparypa

1. Kpasnosa I'.'1.Bpoxnennsie nucruiazuu noyek / .M. Kpasuosa, H.E. CaBuenko, C.O. Ilnucan
— MuHck, 1982. — 221 c.

2. IlecrepeBa T.H., KocunoBa C.R, IlapmyxoBa JI.H. KiumnHnueckuii ciayyail ayTOCOMHO-
PELIECCUBHOIO TOJMKHCTO3a IMOYEeK WH(GAHTUIBHOTO THUIIA Y HOBOPOXKICHHOTO // YHHUBEpCUTETCKas
MeaunuHa Ypana. —2019. — Ne 2. — C. 31-32.

3. YyrynoBa O.JI., UYepkacoBa C.B., Illymumnos II.B. TeueHue ayToCOMHO-pELIECCUBHOIO
BapHaHTa IOJMKUCTO3HON OOJIE3HH TOYEK y HOBOPOXJIEHHOTO peOeHka // BecTHHK cOBpeMEeHHOMH
KiIuHu4eckord Meauuuubl. — 2014. — T. 7. — Ne 6. — C. 65-70.

146



ISBN 978-985-21-1695-4 Wunosaru B menumae U Gapmarun — 2024
VIIK [61+615.1]:001.895(06)(476)

BBK 53+52.82

" 66

4. Mengsenes M.B. IIpenaranbhas sxorpadus: quddepeHnuanbHbIil 1Marno3 ¥ npor1os — Mza. 2-
e. — Mocksa : Pean Taiim, 2009. — 368 c.

147



