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BPOXXAEHHbIE MOPOKUW PA3BUTUA NOYEK U MOYEBbIBOAALLUX MYTEN:
BO3MOXXHOCTW NPEHATAJIbHOM ANATHOCTUKU U B3AUMOCBA3b
C rEHETUMECKUMU CUHAPOMAMMU

XBouwuHa TatbsiHa HUkonaeBHa', MaeBas AHacTacus lOpbeBHa’,
Monoea KceHus OneroeHa', JlanwuHa EkatepuHa AHgpeeBHa?

1
2
P

THOMEHCKMIM rocyaapCTBEHHbIN MeAULIMHCKUIA YHUBEPCUTET, TroMeHb, Poccus
THOMEHCKMI rocyaapCcTBEHHbIN YHUBepcUTET, TioMeHb, Poccus
hvoschina-t@yandex.ru

AHHOTaUMA. BpoxOEHHbIe AHOMAsUU NoYeK U Mo4esbligodAawux nymeli (BAMMBIT) npedcmasnsiom coboli eaxcHyto U Hau-
6osee pacnpocmpaHéHHYo Mood2pyry 8pOXHOEHHbIX MOPOKOS, BCMPEYarULUXCA 8 KAUHUYeCKoU npakmuke, cocmassnss
npumepHo 30-50% scex nopokos pazsumus. [TposedéH aHanu3 aumepamypHsix OaHHbIX 0 B03MOXHOCMAX peHamare-
Holl OuazHOCMUKU OGHHbLIX QHOMAAUU U 83aUMOCBA3U UX C 2eHemuyecKumu cuHopomamu. OnpedeneHa akmyasnbHOCMb,
yacmoma u cmpykmypa BATIMBII, paccmompeHs! ocobeHHocmu npeHamasnbHol OUa2HOCMUKU, 0 MAKXe HepeuwéHHble
npobaemebl Mpo2HO3a 0719 HO8OPOHOeHH020. ObycnosneHa HE0bxo0uMocms pacuiupeHHo20 00obcedosaHus bepemeH-
Hbix ¢ nodo3peHuem Ha BAMMBIT nanoda u npedocmasneHus nosaHoU U KoppeKkmHol UHGhopMmayuu cembe 015 NPUHAMUA
peweHuUs 0 MPoaAoH2UPOBAHUU UAU NMPepbisaHUU bepemeHHoCMU.

KnioueBble cnoBa: 8po#0EHHbIe GHOMAUU MOYEK U MOYesbI8o0awuUX nymell, npeHamansHas OUa2HOCMUKGA, 2eHemu-
yecKue CUHOPOMbI

Ona uutnpoBaHus: BpoxaEHHbIE MOPOKM Pa3BUTUA NOYEK M MOYEBbIBOAALLMX NMyTEN: BOSMOXKHOCTM NPeHaTabHOM aua-
THOCTUKM 1 B3aMOCBA3b C reHeTuyeckumm cuHapomamu / T. H. XBowwmHa, A. 0. Faesas, K. O. Monosa, E. A. lanwuHa //
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BBEOEHUE

AHOMaNUK pasnNYHbIX CUCTEM NIOAA ABNAIOTCA aKTya lb-
HoM Npobaemoit B 061aCTH aKyLepCcTBa U TMHEKOI0TUK, HEO-
HaToNI0rMK, NEANATPUM, YPOIOTUN U MEANLMHCKON FEHETUKM.
Mo paHHbIM PoccTaTa, 3a 2022 rof, M1ageHYeckana CMepTHOCTb
coctaBuna 4,4 Ha 1000 poamslumxcs xuebix [1, 2, 3, 4, 5].
Cpeayu NpMYMH MNaAEHYECKOM CMEPTHOCTU BPOXKAEHHbIE
aHOMa MM 3aHMMALOT MO YacToTe BTOpoe mecTo. bnarogaps
NpPodUNAKTMKE BOSHUKHOBEHWA BPOXKAEHHbIX U HACNeACTBEH-
HblX 3aboneBaHWii, paHHel AMArHOCTUKe, COBPEMEHHOMY
HaYaTOMy /JIe4eHWI0, Pa3BUTUID MEeLUKO-TeHEeTUYECKOro
KOHCY/IbTUPOBAHMA YAAN0Chb CHU3UTb MaZleHYECKYH0 CMepT-
HOCTb No cpaBHeHuto ¢ 2012 rogom (4,9 Ha 1000 poamBLUMXCA
fetelt). B cBA3K € 3TUM HEOOXOAMMO NPOLONKUTL Pa3BUTUE
AMArHOCTUKM Ha NpeHaTasibHOM 3Tane, yayywmns KavyecTBo
BefeHMA bepeMeHHOCTH, POA0B M NOCIEPOA0BOro Neproaa.
BpoA&HHblE aHOMANNM MOYEK M MOYEBbLIBOAALLMUX MyTen
(BAMMBI) npeacTaBnatoT cO60M BaXKHYO U OTHOCUTE/IbHO
pacnpocTpaH&HHY NoArpynny aHoMaaui N1oAa, COCTaBAAA
npumepHo 30-50% Bcex MOPOKOB PA3BUTUA, BbIABAEHHbIX NPU
npeHaTasibHOM CKaHUPOBAHUMN UAW NPU poXKAeHUN [1-13].

LLEJ1b

MpoBecTn aHanM3 AUTEpPaATYPHbIX AAHHbIX O BO3MOXKHO-
CTAX NpeHaTasIbHoM AnarHocTuku BAMMBIy nnoga v B3avmo-
CBA3b UX C TEHETUYECKUMW CUHAPOMaMM.

MATEPUAJIbl U METOAblI UCCJTTIEQOBAHUA

B faHHOM 0630pe npoBeAéH NOWUCK M aHaN3 Hay4HbIX
ny6avKaLmii 0TeUeCTBEHHbIX M 3apyHeXKHbIX aBTOPOB, B KOTO-

pbIX NPUCYTCTBYET MHDOPMALMA 06 0COBEHHOCTAX NMPeHaTab-
HoM AnarHoctMkmn BAMMBI, B3aMMOCBSA3b C reHEeTUYECKUMU
cMHapomamu. Ona noucka 6biaM MCNONb30BAHbI CTATbU
Hay4HbIXx naatoopm: PubMed, elibrary, gaHHble Poccrarta.
MposeaeHa cuctemaTnsauma onybMKoBaHHOroO maTepuana.

PE3YJIbTATbI U OBCYXAEHUE

BporKAEHHbIE aHOMANIMM MOYEK U MOYEBbIBOAALLMX MyTeW
(BANMBIM) BcTpeyvatoTes y 3-4% HaceneHus, noyeyHble aHo-
MMM COCTaBAAT 0K010 20% BCeX BPOXKAEHHbBIX MOPOKOB,
OHMU e cocTaBnaoT 40-50% Bcex TePMMUHANBHBIX CTaguiM
3aboneBaHuli noyek y geteit [1, 6, 7,12, 13, 14, 15, 16].

PaHHMI 4NMarHOCTUYECKMI CKPUHUHT ABIAETCA OCHOBHbIM
MEeTOA0M BTOPUYHOWN npodunaktnukm BAMMBI. B cBasm
C 3TMM BO3HMKaeT npobsiema Bbibopa MeToAa UCCe0BaHMA.
AHOMA/IbHO Pa3BUTblE MOYKU UMEKT CBOM OCOBEHHOCTU
B KPOBOOOPALLEHNW, MHHEPBALMM U OTTOKE MOUM, @ TaKkKe
YacTo XapaKTepU3YHTCA CHUMKEHHbIM MECTHbIM UMMYHUTE-
TOM, YTO MOKET MPUBECTU K BTOPUYHON MHDEKLMK, OKa3bIBa-
toLLen BAMAHWE Ha GYHKLMIO NaToN0rMyeckn chbopmmnpoBaH-
HbIX MOYeK. HOBOPOXKAEHHbIE C BPOXKAEHHBIMU aHOMAIMAMM
MOYEK U MOYEBbIBOAALLMX NyTEl TaKKe TpebytoT pa3paboTkm
HOBbIX MOAENEN OpraHM3aLM MeANLMHCKON MOMOLLM, BKNHO-
4as BO3MOKHOCTb TPAHCMOPTMPOBKM B CNELMANN3UPOBAHHbIE
Xupypruyeckue yupexaenus [17, 18, 19, 20, 21].

Mo AaHHbIM KUTANCKMX UccnegosaTenei, Ha 2016 roa Hau-
6onee YacTon aHOMannel PasBUTUA NOYEK N MOYEBbIBOAA-
Wwux nytei agnanca rmapoHedpos—31,9%. Pexe BcTpeyanuco
NOMIMKMCTO3 Noyek (19,1%), areHesus (18,9%), sktonus (4,3%),
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Abstract. Congenital abnormalities of the kidneys and urinary tract (CAKUT) are an important and the most common
subgroup of congenital defects diagnosed in clinical practice, accounting for approximately 30-50% of all malformations.
The article analyzes literature data on the possibilities of prenatal diagnostics of these abnormalities and their relationship
with genetic syndromes. The relevance, frequency, and structure of CAKUT are determined, the features of prenatal diag-
nostics, as well as unresolved problems of prognosis for the newborn are considered. The need for an extended additional
examination of pregnant women with suspected CAKUT of the fetus and provision of complete and correct information
to the family for making a decision on prolongation or termination of pregnancy is determined.
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W, HaKOHeL, yABOeHWe noykn — 2,4% [19, 22]. Mo paHHbIM
Apyrvx asTopos, Ha 2022 roa (6e3 BK/AOYEHUN B Uccieno-
BaHMWe ruapoHedposa) nepoe MecTo Mo YacToTe 3aHMMana
areHesua/aucnnasua/rmnonnasua, coctasnas 37% ciydyaes.
BTopbiMm No pacnpocTpaHEHHOCTM CYMTAETCA MY/BTUKUCTO3-
Hoe 3aboneBaHue noyek —23%, TpeTbe AeNAT BPOKAEHHbIN
KnanaH 3aZiHen ypeTpbl U Ny3blpHO-MOYETOYHUKOBBIN ped-
NtOKC, cocTaBaaowme no 11% kaxablii. Pexke Bcero BcTpeya-
eTtca meraypetep (1%) [21, 22, 23].

HecmoTps Ha noAB/ieHWEe HOBbIX TEXHONOTUI BU3yasin3a-
LMW Nioaa, ynbTpassyk (Y3U) ocTaétca 0OCHOBHbIM METO0M
ANA U3y4YeHUa BHYTPUYTPOBHOro passuTua bnarofaps ero
6e3onacHOCTH, AOCTYNHOCTU U NOPTAaTUBHOCTU. OXuMaaerca,
YTO OH MPOAO/IKUT UrPaTb KNKOYEBYIO PO/b B MPEHATa/IbHOWM
anarHocTuke [11, 24, 25]. brarogapsa HOBbIM TEXHOIOTUAM
nposeaeHua Y3 noasmaack BOIMOMKHOCTb He MPOCTO KOHCTa-
TMPOBATb HaZIM4YMe aHOMANUI pa3BuTUA, a bonee AeTasbHO
OMUCbIBaTb M3MEHEHMUA, YTO CTAHOBUTCA Hanbosiee 3HaUMMbIM
3BEHOM B OMpeae/ieHMU TaKTUKN BeaeHUna bBepemeHHOCTH.
Ha AaHHbI MOMEHT OLHOW M3 MepcnekTUBHbIX MeTOANK
[eTanbHOM OLEHKM 0COBEeHHOCTEN BPOXKAEHHbIX NOPOKOB
pa3BUTUA MOYEK U MOYEBbLIAENUTENIbHOW CUCTEMBI NA04A
ABNAETCA TPEXMepHan axorpadus [4, 24, 26]. 3Ta TexHonormA
No3B0O/IAET B aBTOMATUYECKOM PEXMME ONpeeNnaTb KOHTYpbI
M paccunTbiBaTb 06BEM CTPYKTYp, NPeAOCTaBNAA BO3MOMXK-
HOCTb BbICUMTATb MX aBCONIOTHbIE Pa3Mepbl, CPELHUIN OOBbEM
M ANAMETP, YTO MOXKET BbITb YETKMM AMArHOCTUYECKMM Map-
KEPOM COCTOAHMA MOYEBbIBOAALLEN CUCTEMDI.

HecmoTps Ha MHOoKecTBO NpeumyLects Y3U, y aTol Tex-
HOJIOTUW €CTb HEKOTOPbIE BaXKHble orpaHnyeHna. OCHOBHbIM
MWHYCOM Y/NbTPA3BYKOBOM BM3yann3aLmm ABAAETCA TO, YTO
Ha KayecTBO M300paxKeHW MOTyT CU/IbHO BAUATb 0CObEH-
HOCTW naofa u maTepu. YETKOCTb M306parKeHMA 3aBUCUT
OT KO/ZIMYeCTBa OKOJION/IOAHbBIX BOA, CTENEHU OXUpeHua
y maTepu, KoTopble 0CcnabnAtoT yAbTPa3BYKOBOW CUTHA.
Kpome Toro, nonoxeHue naoga BMecTe € NoOBbIWEHHOM
9XOreHHOCTbIO CO3PEBAIOLLErNO CKENeTa («3XOTEHb») MOXKET
BbI3BATb CEPbE3HbIE NPOBAEMbI B LOCTUNKEHUW aeKBATHOM
BM3yanun3aLmMm M306parkeHuns, YTo 0COBEHHO BaKHO B KOHLE
BTOPOrO U TPETbErO TPMMECTPOB. Kpome Toro, yibTpasByKo-
BOE 3aK/H0YEHME BO MHOIOM 3aBMCUT OT HaBbIKOB onepaTopa

n TpebyeT cneunanbHOM NOAFOTOBKM M onbiTa [9, 10, 26].
TaKxKe Ha pe3ynbTaT BAMAIOT C/ly4an r’MNepaXOreHHOCTU MOYEK,
NP1 KOTOPbIX NpeHaTanbHoe Y3U He moxeT obecneymnTb ToY-
HbI 3TUONOTMYECKNI AMArHO3 B CBA3M C reTepPOreHHOCTbIO
natonoruwm [25, 27, 28].

[na BHYTPUMYTPOOHOIN OLEHKM OYHKLMM NOYEK TaKkKe
NpeasoXKeHO onpefeneHue NOYeYHOro KpPoBoToKa. MNpu
06CTPYKLMM MOYEBLIBOAALLMX NyTel pa3sBuBaeTca aTpodus
NMapeHXUMbl, KOTOPAA NPOABNAETCA CHUMKEHUEM BaCKyNAPU-
3aLMK, BU3yaNbHO OLLEHEHHOW NOCPEACTBOM 3HepreTuye-
CKOro AOMMNJAepPOBCKOro KapTMpoBaHUA. MapeHxnuma Takux
noyek nmeet 06eAHEHHbBIV KPOBOTOK, COCYAUCTbIN PUCYHOK,
He NPOC/IeXKMBAOLWMNCA A0 KamcCy/bl, PaClUMPEHHble ae-
MEeHTbl CObMpPaTeNbHON CUCTEMDBI, KOTOpblE pa3gBuUratoT
CermeHTapHble 1 MexaoneBble BeTBU. IMnynbcHO-BONHOBaA
[ONNAepoOMeTpPUA NO3BOAET BU3YaM3NMPOBaATb MOYEUHYIO
remoZMHaMMKYy, a NOCPeacTBOM TPEXMEPHOM fonnaeporpa-
durueckoit aHrmorpadmm MOXKHO YETKO OLEHWUTb CTPYKTYpPY
NOYKW M pacnpeseneHne B Hell CoCyA0B, COCTOAHNE KPOBO-
Toka [4, 11, 16, 20].

Ba)kHO onpeaenutb, cBA3aHbl M BAMNMBI1 ¢ xpomocom-
HbIMWM MyTaLMAMM, B CBA3M C YeM BCEM MALMEHTKAM C NOA0-
3peHNeM Ha aHOMaAUW MOYEBbLIAENNTENBHOW CUCTEMDI
cnenyet NpesioXUTb TeHEeTUYECKOoe KOHCYNbTUpPOBaHMe
N MHOTOMPOOGU/bHBIN NOAXOA K BeAeHUIO BepemeHHOCTH.
CneumnanucTbl N0 MeAULMHCKON reHeTUKe MOryT MOMOYb
npesoCTaBUTb ONTMMaAbHble PEKOMEHAALUN NO TeHeTH-
YeCKOMYy TeCTUPOBAHMIO B 3aBUCUMOCTU OT KAMHUYECKUX
pesynbtaTos [28, 29, 30]. 3a nocnegHue rogbl 6bINN UAOEH-
TUOUUMPOBAHbBI HOBbIE FeHbl, 0OBACHAIOLWLME BPOXKAEHHbIE
NMOPOKM NoYeEK 1 MmoUeBblBoAALWMX nyTen [29, 30]. Momumo
3TOro, U3BECTHA B3aMMOCBA3b HEKOTOPbIX FrEHEeTUYEeCKUX
CUMHAPOMOB U MATO/IOTUEN NOYEK U MOYEBbLIBOAALLMX NyTEN
(tabnuua 1). Ucnonb3oBaHME XPOMOCOMHOTO MUKPOMATPMY-
HOrO aHa/IM3a MOXKET NOBbICUTb BbIABNIEHNE TEHETUYECKUX
MyTaumity nnoaos c BANMBI, TaKMMM KaK MOIMKUCTO3 NoYek,
AMcnnasua novek, NnoAKoBoobpasHas noyka, rmapoHedpos,
3KTOMMYecKasn noyka u 1. 4. [29, 30, 31, 32].

Mpu BANMBI ocoboe BHMMaHWe cnenyeT yaenaTb
BM3yasn3aLMn BHYTPEHHUX opraHos naoaa [33, 34, 35].
HeobxoanMmo NomMHUTb, 4To nommumo 2D v 3D Y3, MPT moxeT
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Tabnuua 1 — AreHesus noyek (OAHOCTOPOHHASA MU ABYCTOPOHHSASA) U CBA3AHHbIE C HEW reHETUYECKME CUHAPOMbI [29]

CvHAPOM (BapuaHT reHa UM HOMepa KoMuu), 4acToTa BblABAEHUSA

HacneposaHue SKcTpapeHanbHble CUMMNTOMbI

CuHapom Kannmana (KAL1) — cMMNTOMOKOMMNAEKC HAaceACTBEHHO 06yCNoB-
NIeHHbIX aHOMa/IUI, XapaKTEPU3YIOLLMIACA COYeTaHMEM rTMMNOroHaZ0TPOMNHOIO
rMNOroHaAM3Ma C PaccTpoMCcTBamm 06OHAHMUA (AHOCMUA UAKU TMMOOCMUSA)

W HE[0CTAaTOYHOM CeKpeLueit roHaZ0TPOMUH-PUAN3UHT ropmoHa (MHPT).
Bctpeyaetca 1 Ha 48000 HOBOPOXKAEHHbBIX

AHoCMmUS; FMHOFOHaAOTpOﬂHbIl‘;I rTMNOroHagusm;
areHesuAa no4vekxk

X-cBA3aHHbIV

MukpoodTtanomus SleHua (BCOR), CUHOHUM: CUHAPOM MUKPOdGTANbMUM
M aHOMannK nanbues. MonynAauMOoHHaA YacToTa Hen3BeCcTHa

MukpoodTanbmus; aHOManUM NOOBbIX OPraHoB;
areHesus nouek

X-CBA3AHHbIN

CuHapom lonbua-fopanHa (PORCN) — MHOXKECTBEHHAA SHAOKPUHHAA He-
onnasus tmna llb, BcTpeyaetca ¢ yactoTtol ot 1 Ha 31 000 go 1 Ha 164 000
yenosek

JepmanbHaa runonnasus; ,El,ed)eKTbI KOHeYHoCTeW;
cepaevHble HapylweHUA; areHesna novexk

X-cBA3aHHbIV

Cunapom dpeiisepa (FRASI) — cuHgpom Meitep-LUBuKepata, cMHAPOM
Ppeiizepa — PpaHcya, — BPOXKAEHHOE 3a60N1eBaHME, XapaKTepU3yeTCcA aHo-
ManuAMM pasBuUTUA: KpUNTodTaIbMOM (HEpPA3LENEeHNEM BEK KAXKAOTO 11a3a),
NOpPOKaMM1 Pa3BUTMA NOOBbLIX OPraHOB (MUKPOMNEHWC, KPUMTOPXU3M UAU
Knutopomeranma. Berpeyaetca 0,043 cnyyan Ha 10000 HOBOPOXAEHHbIX

KpunTtoodTanom; HeoAHO3HAYHbIE reHUTanuu;
KOXHaA CUHAAKTUANA; AePOPMUPOBAHHbBIE YLUIU;
ANCNAACTUYECKME NMOYKU; OAHOCTOPOHHAA UK
[ABYCTOPOHHAA areHe3na novek

AyTOCOMHO-
peLeccmMBHbIN

CuHapom Cmuta-lemnun-Onutua (DHCR7) — BpoxAEHHOe 3abonesaHue,
CBA3aHHOE C HapyLeHMeM CMHTe3a X0NecTePUHa, BbI3BaHHOE HEA0CTAaTOYHOW
AKTUBHOCTbIO UK OTCYTCTBMEM BEPMEHTA 7-AervapoXonecTeponpeayKTasbl.
Yacrota 3ab6onesaHua 1 Ha 20 000-40 000 HOBOPOXKAEHHbIX.

CUHAAKTUAMA 2-3 NasbLes; NoCTaKcMaibHan
NONIMAAKTUANA; OrPaHUYEHNE POCTa; CEPAEUHO-
COCYAMCTbIE U MO3TOBblE HapyLIEeHWA; HEOAHO-
3HaYHble reHUTaIMK; PacLUMPEHNE MOYEBbIBO-
AAWMX NYTEN, KUCTO3HAA UM TMMNONAacTMYecKas
nouKa, rMnocnagus, O4HOCTOPOHHAA AW ABYCTO-
POHHAA areHesuns noyek

AyTOCOMHO-
peLeccuBHbIN

CuHapom AHTAK-Bukcnepa (FGFR2) — BpoxkaéHHOe 3aboneBaHue, Xxapak-
TepusyloLeeca NpexaeBpeMeHHbIM 3aKpbITUEeM KOCTel Yepena, aTpesuei
XO@H M aHOMaIMAMM YepenHo-IMLEeBOV 06NacT 1 KOHEYHOCTeW, YacToTa
BCTPEYAEeMOCTU He yCTaHOB/eHa

KpaHMOCMHOCTO3, KOHTPAKTYpPbl CYCTaBOB, aTpe3us
X0aH, HeOAHO3HaYHble TeHUTaNNK, IHOMaAUU Mo-
3BOHKOB, TOHKME pebpa; areHe3us noyek

AyTOCOMHO-
LOMUHAHTHbIN

[4aTb NonesHy MHOOPMALLMIO B CyYae COXKHbIX MOPOKOB
PasBUTUA MOYENO0BOW CUCTEMbI. TaKXKe OFPOMHYI POsb
MrpaeT reHeTUYECKOe KOHCYbTUPOBaHMeE.

Hemanylo ponb B npeHaTasibHOW AWArHOCTUKe UrpaeT
MOJIEKYNIAPHOE KAaPUOTUMMPOBAHME C MOMOLLbIH0 MUKPOYMMO-
BOM AnarHocTukm (array Comparative Genomic Hybridization,
aCGH) ana BblABAEHUA XPOMOCOMHbIX aHOMaAWK y nioaa.
[aHHbI MeTog, LWWMPOKO MCNONb3YyeTCcA B MOCTHATabHOM
nepvoae Npu HaM4YMM KNMHUYECKMX NOKa3aHWN, a NpeHa-
Tanb NO3BO/AET BbISBAATb aHOMAIMKU, AaCCOLUUPOBAHHbIE
C KNIMHUYECKOM KapTuHoi [29, 34, 36, 37, 38, 39].

3AKJTIOYMEHUE

Takum ob6pasom, BbiABAEHME NOPOKOB PA3BUTUA MOYe-
BblAEAUTENbHOW CUCTEMbl MPU NpeHaTalbHOM yAbTpa-
3BYKOBOM CKaHMPOBaHWWM 0bYCNOB/IMBAET HEOOXOAMMOCTb
paclmpeHHoro obcnefoBaHnA bepeMeHHOM 1 Nao4a, B TOM
yucne reHetTmyeckoro. BcectopoHHee nHbopmupoBaHue
b6epeMeHHOM 1 YeHOB eé ceMbW O AMArHo3e, BO3MOXKHOM
NPOrHo3e, N03BO/IUT NPUHATb PeLEeHNEe O NPONIOHTMPOBaHNM
WUAW NpepbiBaHnK bepemeHHocTu [18, 40, 41, 42, 43].
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