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B nacrosiield HHCTPYKIIMU 1O MPUMEHEHUIO (Jaiee — UHCTPYKIHUS) U3JI0KEHBI
anroput™bl U PepeHInanTbHON  TUAarHOCTUKU 3a00J€BaHUM U MATOJOTUYECKUX
COCTOSIHUM, TPOSIBISIONIUXCS KHUCTO3HBIMU OOpa30BaHUSIMU OpIOIIHOW TMOJIOCTH U
MaJjoro Tasza miojaa B I TpumecTpe OepeMEeHHOCTH, KOTOPbIE MOTYT ObITh UCIIOIb30BaHbI
B KOMIUIEKCE MEJMIIMHCKUX YCIYyr, HaNpaBJCHHBIX Ha PAHHIOW MpPEHATaJIbHYIO
JMArHOCTUKY aTPEe3Uuid xKeTyJOUHO-KUILIEYHOTO TPAKTA U OOCTPYKIIUIA MOYEBBIX MyTEH.

Hacrosiass vHCTpyKIMsI TNpeAHa3HayeHa [Jisi Bpadeu ynbTpasBykoBoil (Y3)
JAATHOCTUKHM, BPA4€H-TEHETHUKOB, BpPA4YE€H-IIaTOJOrOAHATOMOB, HHBIX  Bpaydeu-
CIEIUAJIMCTOB OPTraHU3alui 3[PaBOOXPAHECHUS, OKA3bIBAIOIIUX MEIUIIMHCKYIO TTOMOIIh
OEpeMEHHBIM B CTAllMOHAPHBIX U (WJIM) aMOYJIATOPHBIX YCIOBUSIX, U (MJIM) YCIOBHUAX
OTJICJICHUS JHEBHOTO NIPEOBIBAHNS.

HNEPEYEHb HEOBXOAMMOI'O OBOPYIOBAHUS, PEAKTHUBOB,
CPEJCTB, U3IEJIU MEIUIIMHCKOHN TEXHUKH

VY3 armaparsl 3KCIEPTHOrO KJlacca, OCHAIIEHHbIE TpaHcadaoMuHAIBLHBIME (4—8 MI')
¥ BaruHAJIBHBIMH (5—9 MI 1) natunkamu.

MenuuuHCKHE — W3ACIHsI,  HEeO0OXOauMble i1 MOP(OJOTHYECKHX |
TUCTOJOTHYCCKUX HUCCIICIOBAHUM.

IHOKA3AHUA K IPUMEHEHHWIO

KucTto3nbsie 00pa3zoBanus OPIONTHOM MOJOCTH WJIM MAJIOro Tasa, BBIABICHHBIE TTPU
V3 nonynsiuoHHOM CKpuHHMHre OepemeHHbIX B I Tpumectpe (10 Hemens 5 aHell —
13 Henmenp 6 IHEH recTalim).

HNPOTUBOINIOKA3AHUA IJ1AA TIPUMEHEHUSA
COOTBETCTBYIOT TaKOBBIM JJIi MEIUUUHCKUX W3JEINN, HEOOXOAUMBIX IS
peann3anyu METOI0B, U3JI0KEHHBIX B HHCTPYKIUH.

OIMMCAHUE TEXHOJIOI'MA UCITOJIB30BAHUA METOIA

AaroputM aupPepeHINATBHON JUATHOCTUKHA KHCTO3HBIX 00pa3oBaHMi
BEPXHEro 3Taka OPIOMIHON MOJIOCTH (KeJyAKa, NMeYyeHH, 12-mepCcTHON KHUIIKH)
IU10/1A C UCMOJIb30BAaHUEM YJIbTPa3BYKOBbIX METO/I0B

B | tpumectpe OepeMeHHOCTH mpu yibTpa3BykoBoMm wucciegoBanuu (Y3H)
OpIOITHOM TOJIOCTM M Ta3a IUIoJla OOBIYHO BU3YAIM3UPYIOTCS JIBE aAHIXOTCHHBIC
CTPYKTYpbl — JKEIyJIOK M MoueBOM my3blpb. Kumeynuk mmomga B | Tpumectpe
M309XOTCHHBIN (METJIU KUIIICYHUKA HE BU3YATTU3UPYIOTCS).

J{nst ocMoTpa xemyaKa UCMOb3YIOTCS JIBa CEUCHUs: BEHEUHOe U nonepeyHoe. Ha
BCHEYHOM CEYEHUM OIICHUBACTCS PACIIOJOKEHUE IKENyJKa, Ha TONEePEUYHOM
U3MEPAIOTCS TMPOJAOJBHBIA M IEpEIHE3aMHUN pa3Mepbl kenynaka. [Ipu orcyrcrBun
BU3yaJIM3allMM JKEJIyJKa B TEYEHHE [JIByX-, TPEXYaCOBOIO OCMOTpPa, KOTOPOE
BCTpEYAeTCs TPU aTpe3uu TMHUIeBoAa C/0e3 TPaxeoNUIleBOJHOTO CBHINA, IS
MOJTBEPKACHUS IMarHo3a Ha3HayaeTcsi KOHTpoJibHOoe Y3U B 16 Henenb recTaiumu.

OOCTpyKIMsT  Pa3IUYHBIX  OTIEIOB  JKENYyJAOYHO-KUIIIEYHOTO TpaKTa WU
HapyIIeHne TOBOPOTAa KHUIIIEUHHKA, KOTJAa 00pa3yeTcs 3aMKHyTas KUIIEYHas METIs, B



KOTOPOM CKAIJIMBAETCSl CEKPET, COMPOBOKIACTCS paCIIMPEHUEM KeTyIKka, 12-nepcTHoi
KHILKH U TETeJb KUIIEYHUKA.

Anroputm auddepeHuaIbHON TMarHOCTUKY KUCTO3HBIX 00pa30BaHU BEPXHETO
ATaXka OPIOLIHOM MOJIOCTH (KEIYIO0K, ITeUeHb, 12-TiepcTHas KUIIKa) TUI0/1a MPeJCTaBICH
Ha pUCYyHKe 1.

1. OguHouHOE aHA’XOTeHHoe oOpa3oBaHue copaBa y JuadparmMbl —
PaBOCTOPOHHEE  pACMOJIOKEHUE JKEIyJKa B  CiIy4yasx TeTepOTaKkCUU  WIU
IPABOCTOPOHHEH JuadparMaibHON TPHIKU.

2. Kucro3Hoe oOpa3oBaHHE€ B BOPOTaxX MEUYEHW — KHUCTa OOIIEro >KEITYHOTO
POTOKA.



Kucro3noe oOpa3zoBaHue BEpXHETO Taxa
OPIOIIHO¥ MOJIOCTH ILI0a
B | TpuMecTpe GepeMeHHOCTH
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MHOXECTBEHHEIE
Crnpasa y nuagparmel B obmactu nevenn lpusuax «double bubble», aHPXOTEHHbIE 00PA30BAHMUS
OIHO aH3XOTCHHOC «000BI B MEILIKEY ’
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IIpOTOKa arpe3ncu CHUHJIPOM «I1aroJibD»
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Pucynok 1. — Aaroputm auddepeHnuanbHOH IMArHOCTHKH KHCTO3HBIX 00pa30BaHMii BepXHero 3Ta)ka OpIOIIHOM M0JI0CTH
(KeJIy/10K, NeYeHb, 12-nepcTHast kKMIKa) miioAa B | TpumecTpe GepeMeHHOCTH € MCIOJIB30BAHHEM YJIbTPa3BYKOBBIX METO/10B



3. [lepudepuyeckoe  aHdXOreHHOE  OOpa3oBaHWE  IMEUYEHW —  TPH
JTUHAMUYECKOM  HaOJIIOJIGHMM  BO3MOXHA  perpeccuss ¢ oOpa3oBaHUEM
KaJIbITU()UKATOB.

4. Ilpusnak  «double bubble» — «uBa my3sIps» — COOTBETCTBYET
pPaCUIMPEHHOMY KEIyIKYy (MepBbI) W HadalbHOM 4YacTu 12-NEepCTHOM KUIIKU
(BTOpOi#l) M BcTpewaercss B | TpumecTpe OEpeMEHHOCTH B Ciy4asix acCOLUALUU
aTpe3uu 12-mepCcTHOM KUILIKYU C aTpe3nel MUIIEBOAA.

5. Pacimmpennslii xenyqok u 12-nepcTHas KHILIKa — aTpe3usl TEPMUHAIBHOTO
ornena 12-mepcTHOM KWIIKH CO 3HAYUTENIBHBIM YKOPOYEHHUEM OCTaJIBbHOM YacTu
TOHKOHM KHIIKH, KOTOPasl pacroJiaraeTcsi N0 CIHUpaId B BUAE TMPISIHABI BOKPYT OCH,
00pa30BaHHON OPBDKECUYHBIMU COCYJaMU — CHHJIPOM «IIaroJibl» WIH «SI0J0YHON
KOXKYPBbD».

6. PacipenHple meTNIM KHUIIEYHWKA HA TMPOJOJIBHOM Cpe3e MpH PYTHHHOM
CKaHUPOBAaHWUW U BBIMSYMBAHUE TEpeAHEH OpIOMHONW CTeHKU npu oobemHou 3D
PEKOHCTPYKIIMU 32 CUET PACIIUPEHHBIX METeNb KHUIIEYHUKA (CUMITOM «000BI B
MeIlKe», «ko(hehHble 3epHa B MeIIKe») — cuuapoM Jleana (codeTaHue CIaBiICHHS
12-niepcTHOM KUIIKK CIICTION WM MAYIIMMHU OT Hee TsDKaMH C 3aBOPOTOM CpeaHEH
KHIIIKH).

AJITOPpUTM aupPepeHHANTBLHOA AMATHOCTHKHU CHHPOMOB c
MEranMcTUCOM € HCNO0JIb30BaHHEM YJIbTPa3BYKOBBIX METOI0B

OneHka MOYEBOrO My3bIPS OCYUIECTBISIETCS, HauuHas ¢ 10 Hemenb S5 nHEH
recTaliy, B CpEeIHE-CaruTTAIbHOM CpE3e€.

OTcyTcTBHE BH3yaM3alldd MOYEBOIO MY3bIPS MOMKET ObITh HOPMalbHBIM
(U3HOJOTMYECKUM SIBJICHHEM B CBSI3U C €r0 MEPUOJUYECKHM omnopokHeHueM. llpu
OTCYTCTBUM €ro Buzyanusauuu 4depe3 15-20 muH ocMOTp moBTOPStOT. OTCYTCTBHE
BU3YyaJIM3allMM MOYEBOTO IMYy3bIPsI MOXKET OBITh CIEACTBUEM AHOMAIMN TMOYEK WIIU
HKCTPOPUU MOUYEBOTO ITy3bIPSL.

JUiss  moyiydeHHsT  KOPPEKTHBIX  JIaHHBIX  W300pakeHHs  HeoOxoauma
BU3yalu3alys OrvOalIMMX MOYEBOHM IMy3bIph MYMOYHBIX apTEepPUil HA MOMEPEYHOM
Cpe3e IpH IBETOBOM JOMNIUIEPOBCKOM KapTUPOBAHUU (PUCYHOK 2).

Pucynok 2. — Busyanu3anusi oru0ar0Immx MO4eBOi My3bIpb NYNOYHbIX
apTepuil HA NONEPEYHOM Cpe3e NPH HBETOBOM AONIJIEPOBCKOM KAPTHPOBAHUM

MeranuctiucoMm sIBISIETCS paCIIMPEHUE MOUYEBOTO My3bIps Oosee 7 MM.
B ciywae pacummpeHuss MOYEBOTO ITy3bIpsl IPOU3BOAMUTCS HM3MEpPEHUE
HauOONBIIEr0 MPOJOJIBHOIO JMaMeTpa U OINPEACICHUE COOTHOLIECHUS MEXAY



IIPOJOJIBHBIM THAMETPOM MOYEBOIO MY3bIPSl U KOIMMYMKO-TEMEHHBIM pa3zmepoM (KTP)
(8 mopme He Oomee 10 %). Ilpu pacuMpeHHH MOYEBOIO IMy3bIpsS MeHee 15 MM
NIOKa3aHO IIUTOI€HETUYECKOE MCCIEAOBAHUE [UIsl MCKIIOYEHHS XPOMOCOMHBIX
OonesHeil. B cinyyasx ¢ HOpMaJabHBIM KApUOTUIIOM Ha3HAYaeTCsl KOHTpoJsibHOE Y 3.

Anroput™ nuddepeHnuaNIbHON TUArHOCTUKU CHUHIPOMOB € METaluCTHCOM
IPEJICTaBJICH HA PUCYHKE 3.

BripakeHHOE paciupeHre MouyeBOro mysbips (Oosnee 15 MM) u pacimpenue
3aJlHEW ypeTpbl — CHMITOM «3aMOYHOM CKBaXHHBD», HE3aBHCHUMO OT
MaKCUMaJbHOTO pa3Mepa MOYEBOrO Mmy3blps B | TpumecTpe SBISIOTCA
HEOMAronpUsTHBIMU MPOTHOCTHYECKUMU TPU3HAKAMH, CBHUJETEIBCTBYIOIIUMHU O
HU3KON OOCTPYKIIMM MOYEBBIBOASIINX ITyTEH.
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Pucynok 3. — Aaroputm auddepeHnnanibHOH THATHOCTHKH CHHAPOMOB ¢ MeralcTHCOM
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AJTOPUTM JAWATHOCTHKH AHOPEKTAJIbHON aTpe3uu ¢ MCHOJb30BaHHEM
YAbTPa3BYKOBBIX METOI0B, BAapHMAHTHI W AacCCONHUANUS C CONMYTCTBYIOIIHMH
MOPOKAMHU Pa3BUTHS

Pelvic translucency (tazoBasi Mmpo3pavyHOCTb) — YJIBTPA3ByKOBOH MapKep
aHopekTanbHON arpe3uun (APA), BbeisiBIsSemblii TONBKO B | Tpumectpe —
aH?XOTEHHOE 00pa3oBaHWE JIUIMIICOMIHONW WM OBOWIHON (OPMBI B MajoOM Tazy
IUTO[a, COOTBETCTBYIOIIEE JIOKATM3AlMK PACIIUPEHHON mNpsMoil kumku. OleHka
pelvic translucency ocyiecTBisieTcst Ha TOM Ke Cpe3e, YTO K MOUEBOTO ITy3BIPSI.

Anroputm  muddepernmanpHol aumarHoctukn APA  w  acconmamms ¢
COITyTCTBYOIUMH ITOPOKAMH Pa3BUTHSI IIPEICTABICHBI HA PUCYHKE 4.

[Ipu wmaccuueckorr Y3 kaptmae APA B Ta3oBoi o0nactu Iuiojga MpU
CaruTTaJbHOM CKAHWPOBAaHUM BU3YAIM3HUPYIOTCS JIBa JKUAKOCTHBIX 00pa3oBaHUSI:
BIIEpPEIM — MOYEBOH ITy3bIpb, 3a HUM — pPelvic translucency (pacmmpennas npsmast
KHUIIKa) (PUCYHOK 5).
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Pucynok 5. — Knaccuueckas yibTpasBykoBas kaptuna APA B Buse
«pelvic translucency mo3aau Mo4eBoro my3bIps»



Pelvic translucency y mona B | Tpumectpe GepeMeHHOCTH
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[IpaBocTopoHHSS
CUTMOBHUTHAS
KHIITKA

y

Y

B nipoeknnu
MOYEBOIO MY3bIPsi

l

Accommanus APA
C MaJbpOTaluen
KHILIEYHUKA

'

Accouunanust APA ¢ nopokamu
noyek: cunapom dpasepa,
VATER accomuarus

Q42; Q43.3

Pucynok 4. — Anroputm auddepeHuuajbHol TuariocTukn APA

n accomvanusd ¢ CONyTCTBYIOIUMMU MMOPOKAMH Pa3BUTHUSA
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IIpn coueranuu ¢ COIYTCTBYIOLIEH IMATOJOTHEN APYTHUX OTIAEIOB KUIIEYHUKA
(HapylIeHWe TMOBOPOTa, CTEHO3) WJIM IOPOKaMU TIOYeK (areHes3usi, KUCTO3Has
JUCIUIa3us) MOXKET ObITh aTunuuHas Y3 KapTuHa (pUCYHOK 6):
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Pucynok 6. — YiabTpa3BykoBbie BapuanThl pPelvic translucency npu accoumamuu APA
C HapylLIeHHeM MOBOPOTA KHIeYyHNKa (A), areHe3ueil nouek (b),
¢ WieoneKaJbHbIM cTeHo30M (B, I')

1. Pelvic translucency c¢ mnpaBOCTOpPOHHEH CHUTMOBHIHOM KHIIKOH TIpU
acconuanuu APA ¢ HapyIieHuEM OBOPOTa KUIIEYHHUKA (PUCYHOK 6A).

2. Pelvic translucency ¢ orcyrcTBueM BU3yalu3alliil MOYEBOTO MY3BIPS IMPH
acCoOLMAlMK C ar€He3Ueil/KUCTO3HOM AUCIUIa3uel moyek (pucyHok 6b).

3. Pelvic translucency ¢ mpaBOCTOpOHHEH CHUTMOBUAHON KHUIIKOH |
OTCYTCTBHEM BH3yaJlU3allMd MOYEBOTO My3bIPsl MPH COYCTAHWU ITUX HAPYIICHHIA
pa3BUTHS.

4. B BuIe HECKOJBKMX aHA3XOTEeHHBIX oOpa3oBanmii: pelvic translucency B
IPOCKIIUU MPSIMOW KUIIKUA (PUCYHOK 6B) U aH3XOTeHHOr0 00pa30BaHUsl B MPOCKIHH
000104HON KHUIIKH (PUCYHOK 6I') BIOJIb HMIKHEro Kpasi IMEYeHH — B Cllydae
acconuaru APA ¢ uieorekaabHbIM CTCHO30M.

CUHIPOMBI C aHOPEKTAILHBIMI aHOMAJIUSIMH TIEPEUMCIICHBI B MPHJIOKECHUH 1.



AJIropuT™M  BepuuUKaNUM  YJLTPA3BYKOBOIO /JHATHO3a Yy ILJIOJOB,
a00pPTHUPOBAHHBIX B CBA3M ¢ KMCTO3HBIMH 00Pa30BAHUSIMH OPIOIIHOM MOJOCTH U
mMajgoro Taza B | TpumecTpe OepeMEHHOCTH, ¢ HCHOJH30BAHHEM
MOP(}OJI0rH4eCKuX MeTOA0B

[Tocne mpepriBanus OepeMEHHOCTH aOOPTUPOBAHHBINM MaTepHa (COCKOO/TI0N)
B MOJIHOM OOBEME JOCTaBISAETCS Il MOP(OIOTHIECKOTO HCCICIOBaHUS, KOTOPOE
MIPOU3BOJAT B CTEPWIIBHBIX YCIOBUSX, MOJ OMHOKYJSIPHBIM CTEPEOMUKPOCKOIIOM B
gamke lletpu c¢ ¢Qusnonornueckum pactBopoM. HccienoBanue HauYMHAIOT C
U3BJICUCHHs] (PparMEeHTOB IUIOAAa M3 COCKOOa, o0beM KoToporo B | Tpumectpe, B
3aBUCUMOCTH OT CpoKa recrauuu, coctasisier oT 200 1o 400 mut. ITocie TiiaTenbHOro
OCMOTpa OINpPEAENSIOT BO3PAacT M IMOJ IUIOAA, BBIMOJHICTCS JUCCEKIUS C
MaTOJIOTOAHATOMUYECKOMW OLIEHKOM OTAEJbHBIX OPTaHOB.

Onpeodenenue so3pacma niooa

Bospact mioma, koTopblii Ha 2 HENEIM MEHbBIIE CpOKa TecTalluy,
YCTaHABJIMBAETCSA MO JJIMHE CTOIBI U HAIUYHUIO IEPBUYHBIX [IEHTPOB OCCU(UKAIINY B
KUCTSIX M CTOMAaX, COIJIACHO pa3pa0OTaHHBIM HOpPMAaTUBAM HMHCTPYKIMH TIO
npuMeHeHut0 «MeTo/bl TMpeHaTaIbHOW JUArHOCTUKH CHUCTEMHBIX CKEJIETHBIX
TUCIUIa3uid U maToMopdoJIOrHueckoil BepuduKanuy AuarHo3a B MEepBOM U BTOPOM
TPUMECTpaxX OEPEeMEHHOCTW», YTBEpXKIeHHAssT MUHUCTEPCTBOM 3IpPaBOOXPAHECHHUS
Pecny6uku benapyco ot 18.03.2016, peructpanmonnsiii Ne 191-1115.

Onpeodenenue nona niooa

[Ipu ocMOTpe MPOMEKHOCTH OMPEICNAIOT MOJ TUIOa U OTMEYAIOT HAUYHE
3aIHENPOXOAHOTO OTBepcTus (anyca). Jlo 9 nenens (11 Hegens recTanuu) reHUTAIUN
HaxomsATcsa B WHAU(PPEpPEHTHOW cTaguu. Y HOPMAJbHBIX IIJIOJIOB XEHCKOTO IT0Ja
10 Henenpb (12 Hemenp  TecTalyy) MMEETCS MOYEIOJIOBas IIelib (pHCYHOK 7A), a 'y
IUIOZIOB MY’KCKOTO TI0Jla HayuHaeTcs (OPMUPOBAHHE TMOJOBOTO YJIEHA MyTEeM
CMBIKAHHUS TIOJIOBBIX BAJIMKOB OT KOPHA C «(GU3HOJOTUYECKOW» TUIIOCTIATUuEH B
cepeMHe MoJI0BOro wieHa (pucyHok 7b).

Pucynok 7. — BHemnuii Bua resuraanii njioaa 10 Heaesb :keHckoro (A)
u my:kckoro (b) moaa

Jluppepenyuanvras ouacHocmuka Me2ayuUCMUcCa, AHOMAIUL KI0OAKU U
AHOPEeKMANbHOU ampe3uu TPOU3BOAUTCA B COOTBETCTBUU C KPHUTEPHUSIMH,
NIPEICTABICHHBIMH B Ta0JIHIIE.



Ta6JII/IIIa — I{H(I)(bCpCHHHaJIBHaSI JUarHoCTruKa ¢ UCIIOJIb30BaHHUCM MOp(bOJ'IOFI/I[ICCKI/IX MCTOAOB MCTrallCTHCA, aHOMAaJIM1 KJIOAKH

151 aHOpCKTaHLHOﬁ 4ATpC3UHn

AHOMaJINHU KJI0aKU

AnaTomuueckas =
CTpyKTYpa Merauucruc YporeHuTanbHbIi [lepcucrenuus Cunnpom AHOpeKTanbHas aTpe3ust
by CUHYC* KJIOAKH JIMCTEHE3UU KJIOAKU
MoueBoii my3bIph YBenuueH Her Her Her Ectb
YPOreHUTaAIBHBIN CUHYC Her Ectp Her Her Her
Kucrosno Kucrosno
Kinoaka Her Her pacipeHHas paciMpeHHas Her
KJIOaKa KJIOaKa
Ects/

OTtBepcTue yperpsl Her Her Ectp

aTpe3us Uiu CTEHO3
I'enuTanbHOE OTBEpPCTHE Ectp Her Her Ectb
AHaJbHOE OTBEPCTHUE Ecthb Ectp Her «['nagkasa» Her
OG6miee yporeHuTaaIbHOE MIPOMEKHOCTh

tee yp Her Ectb Her P Her
OTBEpPCTHE
OO1ee yporeHuTaJIbHOE
tee yp Her Her Ectb Her
Y KUIIEYHOE OTBEPCTHUE
Hopmanbhbie/

Y IJI0JI0B MY>KCKOT'O Phallus

I'enutanun 110J1a — OTCYTCTBUE JIBOMCTBEHHBIE JIBOMCTBEHHBIE o ' Hopmanbnsie
N JIBOVICTBEHHBIE
«(pusnonornyeckoin»
TUTIOCTIANHT

* — TOJILKO Y IJIOJ0B KEHCKOI'0 I10J1a.




OcHoBHOI mpuunHO#N MeramucTica B I TpuMecTpe OEpeMEHHOCTH y IIIOAOB
MY>KCKOTO T0JIa ¢ HOPMAJbHBIM KapHOTUIIOM SIBISETCSA aTpe3usi MICHKH MOUYEBOTO
My3BIPS. WIM YPETPHI, YTO YCTAHABIUBACTCSA MPU MOP(HOIOTMUECKOM UCCIIECTOBAHUH.
VY III0J0B MYKCKOTO I0JIa C aTpe3uel ypeTpbl OTCYTCTBYET XapaKTepHas JJIs 3TOro
BO3pacTa «(pU3NOIOTHYECKas» TUITOCTIA U

Bun mpoMexHOCTH NpU aHOMATUSAX KJIOAKM 3aBUCUT OT THMA HapyIICHUs
(dbopMUpOBaHUS YPOPEKTATEHOM MEPETOPOIKH:

1) HasMumMe JBYX OTBEPCTUH (QHAIBHOTO M EIMHOTO IIEPUHEABHOTO),
JIPEHUPYIOLIET0 MOYEBOW MY3bIph M BIIArajMile) — YPOTCHUTAJIBHBIM CHHYC,
COCTOsIHUE, HA0JII01aeMO€ TOJIBKO Y TUIOJIOB JKEHCKOTO T10J1a;

2) HajguuMe OJHOro OTBepCTHs (MIEPUHEATBHOTO WM  aHAJIBHOIO),
JIPEHUPYIOLIET0 KJI0aKy — 4YacTuuHas (opma HapyuieHus (HOpMUpPOBAHUS
YPOPEKTAIbHOM MEePEropoAKH (MEPCUCTEHLUS KIIOAKH);

3) OTCyTCTBHE aHAJIBHOTO U NEPUHEATBHOIO (YpETpPalbHOI0) OTBEPCTUH —
«riaaKas» IpPOMEXHOCTb, XapaKTepHa JJIsi CHHIPOMA JUCT€HE3UN KIIOAKH.

V3 nuarHocTHKa CHUHApPOMA JWCTEHE3MH KIIOAKH OCHOBaHA HAa BH3yalld3alluu
Ta30BOM KHUCTHI (Merauucrtuca). CpeaHsis NMpoaosbHas JUIMHA KJIOAKU COCTaBISET
18,3 mm (10-35 wmm), ortnomenue muHB/KTP — 35,9 %. Mopdonornyecku
KHCTO3HOE OO0pa3oBaHUE MpPU CHUHAPOME JUCTEHE3UH SBISETCA PACIIMPEHHOU
KJIOAKOH, B KOTOPYIO BIAJAal0T MOYETOYHUKH. Y TUIOJOB 00OET0 IMoJia ONpenesaeTcs
«TIaJIKash MPOMEXKHOCTh C OTCYTCTBHEM aHyca M mojioBbiM Oyropkom — phallus,
HAaIlOMUHAIOIIUM OJ0BOM WiieH. « PU3N0JIOTUYeCcKas» TUIOCTIaus, XapakTepHas 1Jis
IUI0JI0OB MY’KCKOT0 M0JIa 3TOr0 BO3pacTa, OTCYTCTBYET.

OtcyTcTBHE aHyca Ha MPOMEXHOCTH sBisieTca npuzHakoM APA. Ilpu
pacIiupeHuH NPsSMON KHUIIKM M HAJIWYUM aHAJIBHOTO OTBEPCTUS MOATBEPXKACHUE
aTpe3uy aHaJbHOTO KaHajla IMPOU3BOAUTCA HAa TUCTOJOTHYECKHX cpe3ax o0iacTu
IIPOMEKHOCTH.

NEPEYEHb BO3MOXKHBIX OCJIO)KHEHUM WU OIIUBOK IPHU
BBIITIOJITHEHUU U TTYTU UX YCTPAHEHUS

1. OmnbkH, CBSI3aHHBIE C HAPYIICHUEM aJITOpPUTMA BbinoyiHeHus Y 3U.

Jlns mpeaynpexieHus: BOSHUKHOBEHHUS OLIMOOK ATOM TIpyINNbl HEOOXOAUMO
CTpOro coOJiroaaTh NOops oK nposeaeHust ¥Y3U mnona.

2. Omubku, CBA3aHHBIE C HAPYIICHUEM MpaBWI 3a00pa, TPAHCTIOPTHUPOBKH,
XpaHEHHs ~ OMOJOTMYECKOTO0  Marepuajga ¥ BBIMIOJHEHUS  JIAOOPATOPHBIX
VCCIICIOBAaHUM.

JIist mpeaymnpekaeHus BO3HUKHOBEHMSI OMIMOOK TaKOro pPojia HEOOXOIUMO
CTpOro coOyromarh mpaBwia pabOThl ¢  OWOJOTHYECKUM MaTepHaioM U
OCYIIIECTBJICHUS JTA0OPATOPHBIX UCCIICIOBAHUMN.

HNuTepnperanus pe3yjibTaToB

[Tpu Y3U B cpoke 11 wemenp 3 mgusa (KTP — 46,4 mm, nuchal translucency
(BOpOTHHKOBOE TMPOCTpaHcTBO) — 0,5 MM, HOCOBas KOCTh BH3yaJM3UPOBAaHA) Y
wioga ObUIM NpPU3HAKK KHUIICYHOW HEMPOXOJUMOCTH: B OpPIOIIHOW IMOJOCTH
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OTIPEJIEISUTNCh MHOXXECTBEHHBIE DPACIHIMPEHHBIE 0 2—3 MM B JHaMeTpe TNeTId
KUIICYHHUKA, 3aII0JIHCHHBIC )KUAKOCTHBIM COJICPKUMBIM (pucyHKHU 8A, 8B).

TpancBarmHambHOE CKaHUpoBaHWE B pexume 3D  HarmmsmHO TOKa3ano
3HAYUTENIFHOE YBEIMUCHUE Pa3MEpOB KMBOTA IJI0JIA ¢ BU3YAIM3UPYIOIMIMMHUCS Yepe3
KOKHBIE MTOKPOBBI METISIMU KHUIIIEYHUKA. BHEITHUIA BUJ KUBOTA TIO/Ia HATIOMUHAI
«0005n1 B Metike» (pucyHok 8B). Pasmepsl sxenyaka He ObUIH yBeIUYEeHBI. B cBs3M ¢
BBISIBJICHHEM KHUIICYHOW HEMPOXOJUMOCTH OEpeMEHHOCTh Oblla TIpepBaHa B
| Tpumectpe.

Pucynok 8. — ®@ponranbHas (A), nonepeunasi (b) ckanorpamMmsbl 4 00beMHasI
pexoHcTpykuus (B) mioga 11 Henesb ¢ NpU3HAKAME KHIIIEYHOI HEMPOXOAMMOCTH

[Ipu MopdonoruueckoM HccaeAOBaHUN (PPAarMEHTOB pa3pyLIEHHOIO MpU
ktopeTake wiona 10 vexens (12 Hemenb OEPeMEHHOCTH) MOATBEPIKICHO HAIWYHE
IPU3HAKOB KHILEYHOW HEMPOXOJMMOCTH: NETJIM TOHKOM KHILIKH, HauuHas C
uH(ppacTeHOTHYEeCKOro cermMeHTa 12-mepctHoi, ObUTM pacmmpeHsl ot 1,8 MM 0
2,2 MM (pucynku 9A, 9B). B mpocBeTe paclIMpeHHBIX U CHABIIUXCS TMETENb KUIIKU
OTMEYAJINCh BUJIUMBIC I1a30M OeoBaThie OTJIOXKEeHUsI (pucyHok 9I').

["osoBka MoMKeNyJOUHOM KeJe3bl Oblla runepTpodupoBaHa U oOpa3oBbIBaia
B HUCXOJSIIEM OTAele 12-epCTHON KUIIKK MOYTH MOJTHOE KOJBILO, MEPEX0is B TSHK
Ha JOp3aJbHOM CTEHKE KHIIKM. Ha BeHTpaJbHOM NOBEPXHOCTH KOJIbLA
MO/KETYIOYHOM  JKeJie3bl  ompenesuiuch  ¢parMeHTsl  Opbbkediku.  [lpu
TUCTOJIOTUYECKOM HCCIIEIOBaHUM B 00JacTU OO0JBIIOrO AYOACHAIBHOIO COCKa
BBISIBJISUICA PE3KO BBIPAXKEHHBbIN cTeHo3. Cnm3ucTas 000J0YKa CTEHO3HMPOBAHHOTO
ydacTka Obljia JIMIIeHA KPUIIT ¥ HAIIOMUHAJA [0 CTPOCHUIO OOIUH KeTYHBIN MPOTOK.
BupcyHroB mpoTok ciauBajcsi ¢ OOUIMM JKEJIYHBIM HEMOCPEACTBEHHO Iepen
BITQICHUEM B HHPPACTEHOTUYSCKUI CErMEHT 12-TIepCTHOM KUIITKH



Pucynox 9. —Mopdosioruyeckue npenaparbl KeJyaKa ¢ 12-nepcTHoil KMIIKOH
(A), pacmiupennsbix (b, B) u cmaBmmxcest (I, /1) metens kumku mioaa 10 Hexenb.
I'mcroronorpaMmma npuBOASIIEro U YIIEMJICHHOI0 Y4ACTKa KHIIKH (CTpeJKa).
Oxpacka reMaTOKCWJIMHOM H 303uHOM, X10 (I'), X120 (E)

B mpocBere = pacumiupeHHBIX ~— MeTeNb  OOHapyKEeHbl  (parMeHThI
HEKPOTHU3UPOBAHHOTO KHUIIEYHOTO MaTepuanga B BUAC OCCCTPYKTYPHOH 3E€pPHHUCTOU
MaccChl, B YIIEMJICHHOM Yy4YacTKe KHIIKH TPOCBET ObUT cyxkeH (pucyHok 9I).
B OpbDKelike pacTSHYTBIX TETENh KUIITKA OTMEYAJIOCh PACITUPEHUE JTUM(PaTHICCKUX
COCYIOB B BHJIC MEJKONETINCTON CeTH. B OTHEeNbHBIX COCyIax MPHUCTCHOYHO
BCTPEYAINCh MHOTOSIIEPHBIC TUTAHTCKHE KIETKH, B OKpYXalomehd crpomMe —
JICHKOCTa3 U MTOJTHOKPOBHE COCY/IOB.

[TaTosoroanatToMUYeCKuil IMArHO3: HAPYIIEHUE MTOBOPOTA KUIIEUYHHUKA, CTEHO3
12-nepcTHON KHWIIKH BBIIMIE OOJBIIOrO JIyOJCHATBLHOTO COCKa, KOJBIICBUIHAS
MOJ/KETTyIOYHAsT  JKeje3a, CTPAHTYJISIMOHHAS HEMpPOXOAMMOCTh KHIIEYHUKA B
pe3ynbTaTe 3aBOpOoTa CpeaHen KUk (cunapom Jlenna).



[Ipunoxenue
(crpaBOYHOE)

CI/IHIIPOMI)I C AaHOPEKTAJILHBIMHA AHOMAJIMAMHA

HasBanue # OMIM* Tun HaciiegoBaHUS
Cunzpom Opitz GBBB, tun Il 145410 ALl
Cunapom Townes-Brocks 107480 Al
Cunapom Axenfeld-Rieger, tur | 180500 ALl
Cunapom Schinzel 181450 AJl
Cunnpom Fraser (kpuntodranpma) 219000 AP
Cunapom Kaufman-McKusick 236700 AP
Cunypom Johanson-Blizzard 243800 AP
Cunnpom FG 300321 X-CIeTICHHBIN
Acconunanust VATER 192350 Cnopaandeckuii
Cungpom PIV 174100 Crnopannyeckuit
TanarodopHas nqucriiazus 187600 Cnopaanueckuii
Cunzpom Jarcho-Levin 277300 AP
Ckenernas aucruiaszusi Christian 309620 X-CIeTICHHBIN
Cunnpowm IVIC 147750 AJl
Cunnpom Hall-Pallister 146510 CriopagnyecKuii
Cunapom Meckel 249000 AP
Cunzapom Saldino-Noonan 613091 AP
CHHJIPOM «KOIIAYbEero riazay 115470 XPpOMOCOMHBII uchaaHc
CHHIIpOM KayZaabHOM pErpeccuu 600145 All
Cunapom Currarino 176450 All

* — Online Mendelian inheritance in man. http://www.ncbi.nlm.nih.gov./OMIM.
[Ipumeuanue — AJ] — ayTOCOMHO-TOMHUHAHTHBII; AP — ayTOCOMHO-pELIeCCUBHBIN.




