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HenHBA3MBHLIN NPEHATASIbHbIN
AHK ckpuHuHr

«Mo pesynstatam metaaHanmsa 28 kpynHbix Mccneposannin HAMT oBHapyxeHa Bbicokast
YYBCTBMUTENBHOCTb M CNELMPUYHOCTb METOAA: YYBCTBUTENBHOCTE 99% U creundnyHocTb
99,92% pns tpucommn 21; yyectentensHocte 96,8% u cneunduunocts 99,85% ans
Tprcommm 18; 1 92, 1% vyscteutensroctu u 99,8% cneunduuHocT Ansi TPUCOMMM

13. JloxHble nonoxutenbHbie pesynstartsl ans Tpucommit 21, 18 u 13 cocrasnsnu

0,08%, 0,15% 1 0,20% cooTseTcTBEHHO>.

Konnektne astopoe Llentpa renetnku yenoseka s University

Hospital Leuven, Benbrus Journal_of_Fetal_Medicine, Mar’17

«TPAAMLMOHHBIM CKPMHMHT C UCMOSNb30OBAHMEM KOMBMHMPOBAHHOMO NOAXOAA
nepsoro Tpumectpa aaet PPV (nporHoctiyeckyio LeHHOCTb MONOXUTENbHbIX
pesynsTaTos) MeHblue, Yem 4%. 310 osHauaerT, yto bonee 96% XeHwmH co
3[,0POBbIM MIOJOM MOMTYHAT BbICOKMI PUCK A5 TpMcommum 21 no pesynsTatam

TPAAUUMOHHOIO CKPUHMHIa»

«bonee 99% 6epemerHocTei ¢ pucommeit 21 MOryT BbITb UAEHTUPULMPOBAHBI
npu HUMT no cpasxetmio ¢ 78,9% BbisiBneHns KOMBMHUPOBAHHBIM CKPUHUHIOM
NepBOro TPMMeCTpa».

Norton ME, Jacobsson B, Swamy GK, Laurent LC, Ranzini AC,
Brar H, N EnglJ Med. 2015; 372(17)

HUTIC - sto TecT ans Kaxapomn
6epeMeHHOM XeHLLMHbI!



ECTb MPOBJIEMA

3% OETEM POXOAIOTCA C BPOXAEHHBIMM AEDEKTAMM,
U 3TA UNPPA HE CTAHOBUTCA MEHbBLLE

BpoxxaeHHble aedeKTbl: HAOCTOTA U NPUYUHDI
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HensBecTHble

3abonesaHue Yacrora

160 CepnoBuaHOKNETOUHAS QHEMMS 113625

140 Tesi-Cakca cuHppom 1133000

120 Mykosucumnaos (Kucrosusiit prbpos) 1135000

100 DennnketoHypus 1137000
80 CeHcoHeBpanbHas TyroyxocTs 11310 000
60 lanaktozemms 11310000
40 Myknonucaxapuaos 1 13 25000
20 I JlnsocomHsbie Gonestu 1 13 40 000
0 I I N = _ 113 50 000

[nukoreHosel

Ha 100 000 HoBopoXaeHHbIX

MpobneMa poxaeHus feTei C reHETUHECKOM NATONOMMEN NO-NPEXHEMY AKTYyanbHA. DTO BCErAA TpAreams Ans
CEeMbM, [LOMONHUTENBHAS HArPY3KA HA OBLLECTBO M CUCTEMY 34PABOOXPAHEHMS.

Mopaepxka 60MbHOrO pebeHKa MOXET 0BXOANTLCS B COTHM ThiCsy pybrer B rog, 1 oHa He Bceraa 3¢ dekTreHal

ECTb PELLEHME

HeunnsasueHbin npeHaransHbii JHK ckpnuuur — HUTC!




HWUMNC ocHoBaH Ha ananuse [ HK nnopa, umpkynupyiouwien B KpoBu marepm
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OBPABOTKA AAHHbIX

Ompe,qeneHme NPUHAOANEeXHOCTN Kaxaoro ¢parMeHTa COOTBeTCTByK)LLl,e;I
XpOMOCOMe, MoAcHeT nx Konn4dectea un CTATUCTUYECKUI aHaTN3

[JononHutenbHble pparMeHTbl
XPOMOCOMbI 21 Npu ee TprcomMmm
y nnopa

21 22 X Y

Pasnuumne B konnyecree XpoMOCOMHbIX
¢$parMeHTOB Npu TpUcoMmum cocraensieT 2-5%

CkpuHunr 1 rpumectpa nnn HUAMC?

OG6biuHbIV cKpUHUMHT 1 TpUMecTpa

3 CUHAPOMA
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JToXHO-NonoXMTENbHBIX
pe3ynsTaros pesynsTaros

70 03HAYAET, YTO BPAYM 30 FOA «NPONYCTAT» 4 THICAYM FEHETUYECKMX
Hapywehwit, a 12 000 xeHwwpH noaBeprHyTCs HEONPABAAHHOM
MHBA3MBHOM AMATHOCTUKE — CTPECCY M PUCKY NOTEPU BEPEMEHHOCTH.

MoyeMy Bpauu HanpaBnsOT 6epeMeHHbIX Ha GUOXUMMUYECKUI

CKPUHWUHI

HeuHBa3uBHLIN NPEHATANbLHBIA CKPUHUHT

24 CUHOPOMA

TouHocTtb

>99%

<0,1%

JloxHo-nonoxurenbHbIx

pesynsTaTos
TecT NO3BOAUT TOYHO BLISBUTL reHeTu4ecKyto NaTooruto. I-IpOI'IyLIJ,eHHbIe

CKPUHUHIOM NepBOro ToMMeCTpa CUHAPOMbI 6yJJ.yT 06HOpy)KeHbl, a
HeonpasAAHHbIE MHBA3MBHbIE NpoLedypbl He 6y,IJ,yT HA3HA4YeHbI.

lNoyeMy Bpayu HanpaBnslOT 6epeMeHHbIx Ha HUIMC

¢ Droro TpebyioT HOPMATUBHLIE AOKYMEHTbI

MpakTMka noKa3biBAET, YTO MPM POXAEHUM pebeHKka C reHeTUHEeCKOM
naTonoruei poamuTeny NpeabABASIOT NPETEH3MM B NEPBYIO O4Yepeab BPauy.
MHoraa sTM npeTeHsmm B TOM, 4TO OHM HE MHPOPMMPOBANM KEHLLUHY O
HANMYMUM COBPEMEHHBIX METOAOB AUATHOCTUKM.

[ocymapctBeHHoe  30paBOOXpaHEHME  He  crocobHo — obecneuntb
BCeX  BEepeMeHHbIX ~ COBPEMEHHBIM  FEHETMYECKMM  CKPMHMHIOM.
Llenb rocyaapcTBeHHOro  30pABOOXPAHEHMS COCTOMT B MOSTYHYEHMM

CTATUCTUHECKMN MPUEMNEMOTO PE3YNbTATA 3A MEHbLUME OEHbIU.

nsa mepnupmuckon cratuctnkm 0,2% — ponycTmmbli4 nokasatens. A pns
4 000 cemeit — ato Tpareams |

. Ectb pekomeHaauum npodeccmonanbHoro coobuiecrsal

e XoTtaT AATb CBOMM NALMEHTAM Nyuliee!

3apaya Bpaya — nNpoMHPOPMMPOBATL KEHLLMHY
O BO3MOXHBIX PMCKOX,

U NpeanoXxuTb AONOJIHUTENIbHbI€ BO3MOXHOCTMU.

OrpaHHUYeHnaxX MeTonos

Y 6ynywmx poaurenei U Mx Bpadein Apyrme Lenm - 3To
npexpe Bcero poxaeHue sgopoeoro peberka.

HUMC sdbdektusHee ckpuuuura 1 tpumectpa e 200
pas, a CTOMT TonbKO B 4 pasa OpPOXe.

HUNC - IMTABHbIN TECT KAXXAOW BEPEMEHHOCTU!



Cunppombi, onpegensembie HAMNC
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HeitpoceHcopHas Tyroyxoctb

Fanakrozemus

KnuHuyeckum onbit

Mauyuentka O. 38 ner

*  CkpuHMHT nepeoro TpumecTpa — puck cuiapoma flaywa 1:560.

e Y3We 11-12 nepens. TBI 1,8MM, HocoBas KOCTb BU3yanuUanpyeTcs..

MaumeHTKa OTKA3bIBANACh OT MHBA3UBHOM AUATHOCTUKM, €M Bbln peKOMEHAOBAH
HUMC, no pesynsratam kotoporo obHapyxeHa Tpucomus 21.

MopTBepxaeHo MHBA3MBHO.

Maumentka M. 24 ropga

e CkpuHuHr nepeoro Tpumecta (yposeHs ropmora X4 3,8 MOM (sbiwe
Hopmsl) yposerb PAPP-a 0,5MOM.
*  Puck cunapoma Haywa - 1:312.

e Y3 11-12 nepens TBIM 2, 1 MM, HOCOBAS KOCTb BU3YanU3npyeTcs.

MauneHTka NPoMHPOPMMPOBAHA BPAYOM O BO3MOXHOCTU HEMHBA3MBHOTO
npenatansHoro [JHK ckpunutra. Mo pesynstatam nccneposanms obHapyxeH
BbICOKMI puck Tpucommu 21 xpomMocomel.

Matonorus noaTeepXaeHa MHBA3MBHO.

Mauuentka b. 31 rog

e CKpMHMHT nepBoro TpMMecTa - puck cuHapoma fayna- 1:96.

*  Y3U s 11-12 nepenb. TBI 1,9 MM, HOcOBast KOCTb BU3yanM3npyeTcs.

MaumeHTka o6ecnokoeHa pUCKOM MHBA3MBHOM NPOLEAYPbl M MPUHSNG pelleHue
o HenHsa3sneHom npeHatanbHom AHK ckpunure. lNo ero pesynbraram puck
XPOMOCOMHOI NATONOTrMM HM3KMIA. HopManbHbie poasl — 3p0poBbIi pebeHok.

Yaanocs u3bexars HEONPABAAHHOM MHBA3UBHOM NPOLEAYPbI.

Mauuwentka . 36 ner

*  CkpuHMHT nepBoro Tpumectpa — puck cuiapoma HdayHa 1:690. Y3 s

11-12 nepens. TBI 1,7 MM, HocoBas KOCTb BU3yanu3anpyeTcs.

Maumerka noyunna udopmaumio ot paya o soamoxHoctax HAMC. Mo
pesynbratam MccneaoBaHMs oBHAPYXKEHAa NATONOrus MONOBbIX XPOMOCOM —

cnuppom Knsindensrepa. MoarsepxaeHo MHBA3MBHO.

MauumenTka M. 30 ner

e CkpMHMHT nepBoro TpumecTpa — puck cuHapoma dayna 1:900.

e Y3WU . 11-12 nepene. TBIM 1,7 MM, HOCOBASH KOCTb BU3YQnM3MpyeTCs.

Maumenka nonyuuna uudopmaumio ot Bpaya o sosmoxHoctax HAMC. Y Hee
0B6HAPYXEHO HOCUTENLCTBO MYTAUMM B reHe MyKoBucumao3sa. PekomeHposaro
TecTMpoBaHue cynpyra Ha MyTaumu B reHe CFTR. Pesynbratsl nokasanu
HOCUTENbLCTBO APYroi NaToreHHoM MyTaumu. Puck poxnenus pebetka

c natonoruei coctasnsiet 25%. PeKOMeHAOBGHG UHBA3MBHASA AMATHOCTUKA.

MauuenTtka M. 36 ner

*  HopmanbHbie pesynetatsl ckpuumra 1 Tpumectpa.

*  lMokasanus k HUMC - Bo3pacTHoi pUck XpOMOCOMHOM NATONOMMM NNOAA.

AyTOCOMHbIX QHEYNNOMUAMI He OBHAPYXXEHO, HO NOMYYeH ATURMYHBINA
CUrHQN OT NONOBLIX XPOMOCOM, 4TO He MO3BONUIO ONPEAENUTL NON NNOAA

M PUCKM FOHOCOMHbIX aHeynnouaunii. [pu MHBA3WBHOI AMaArHocTHke

y nnopa 6bina obHapyxeHa MUKpoaeneums kopotkoro nneya X
XPOMOCOMbI M MUKPOAY MNIMKALMS KOPOTKOTO nnevda Y XpOMOCOMbI, KOTopble

KNAcCMPUUMPOBAHBI KAK NATOTEHHbIE.

MHOTOA BPAYU NPEAJIATAIOT HEMHBA3UBHbIN MPEHATAJIbHBIN AHK CKPUHUHT
TOJIbKO MPU NMNIOXUX MOKASATEJNIAX CKPUHUHTA 1 TPUMECTPA — 3TO
HENPABUJIbHO!

Y 6onbluei yacTu geteit ¢ cuuapomom [layHa u Apyroi reHeTMHeCKOM NATonoruedt G XopoLume NoKasaTenu ckpuHutra 1 Tpumectpa.

Kpome Toro ckpuhuHr 1 Tpumectpa - 310 Tonbko 3 XpoMocoMHbix cuHaHoma. HAMC - 31o 11 xpoMOCOMHBIX M 5 MOHOTEHHBIX CUHAPOMOB.

HUMC - ato Tect ans Bcex 6epemeHHbIX XeHLUH!

Pacckaxure kaxagoun o HUMNC!

Mepuko-reHeTUYECKMIA LEHTP

JNabopatopus monekynspHoi natonornn «feHomen»

8 (800) 333-45-38



