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NMPEHATA/ZIbHAA AUWATHOCTUKA

AKTyanbHOCTb BONpoca

Bricokas 4wacrtota (4-6%) u chayuyaillHBIE XapakTep BO3HMKHOBEHHs OOJBIIMHCTBA
BPOKJIEHHBIX AHOMAJIMWW pa3BUTHA Yy JE€T€H, ONpEeNeNsAloT IOUCK, pa3BUTHE W
COBEPLICHCTBOBAaHUE MyTe AP(PEeKTUBHON NPO(UIAKTUKH KaK MIPHUOPUTETHOE HANPABIEHUE B
CHUCTEME OXpaHbl MaTepUHCTBA W JAeTcTBa. 3a mociuennue 15-20 ner B Poccum B cucrteme
aKylIEepCKOM IMOMOIIM OEpeMEHHBIM JKEHIIMHAM Ba)KHOE MECTO 3aHUMAeT IIpeHaTalbHas
muarHoctuka (IIJ]) cocTosHus 1wioma, Kak METOJ BTOPUYHOW HPO(GUIAKTUKH BPOKICHHBIX
HapylIeHU pa3BuThsA. PaHHMI NpeHaTaJbHBIA JUArHO3 MO3BOJSAET NPEAYHNPEAUTH POXKICHUE
peOeHKa ¢ HEeM3JIeYUMBbIM 3a00JIEBAHUEM, A B CIydae psa KOPPUTHPYEMbIX IOPOKOB pa3BUTHUS
oka3aTh 3((EKTUBHYIO MOMOIIbL HOBOPOXKACHHOMY IPU YCJIOBUHU IUIAHOBOM TOCTHTAIM3ALNAN
Oyayuiel MaTepy Ha POJbI B CIIELUATIN3UPOBAHHOE YUPEXKICHHUE.

B uem 6bina HeapPEeKTUBHOCTb OpraHM3aL UM NPeHaTaibHOM AUArHOCTUKKU?

B 2000 romy Ilpukazom MunznpaBa Poccum Ne457 Obuin  yTBEpXKIEHBI MOPSAIOK
MIPEHATAILHOTO 00cIe0BaHsI OEPEMEHHBIX KEHLIMH, METOJIbl IMPEHATaJIbHOW JMATHOCTHKH,
aJIrOPUTMBI B3aUMOJEHCTBHS Bpauell pa3iMYHbIX CIEUAIbHOCTEN: MEAUIIMHCKUX T€HETHKOB,
aKylIEpPOB-THHEKOJIOTOB, HEOHATOJOTOB B OINPENACICHUM NPEHATAaIbHOTO JUarHosa u
MPEHATAIbHOW/TIOCTHATAIbHOW TAaKTUKH B 3aBUCHUMOCTHM OT PE3yJIbTaTOB JOPOJIOBOM
auarHocTukd. OnHako 3(Q¢EeKTUBHOCTh MpEHATadbHOW JAMATHOCTHKU BPOXKACHHBIX U
HacJeACTBEHHBIX 3a0oneBanuii (B13) ocTaeTcs HU3KOM, YacTOTa POKIACHHUH IETEH C TSHKEIBIMU
¢opmamu BIIP He cHMkaeTcs, MOKa3aTeau MEPUHATAIBLHON 3a00J1€BA€MOCTH U CMEPTHOCTHU B
cBa3u ¢ B3 ocraroTcst BBICOKMMM, TP 3TOM KOJIMYECTBO YJbTPA3BYKOBBIX HCCICIOBAaHUN B
aKylmepcrse J0CTaTo4yHO Benuko. Ilo manHeiM  MuHHCTEpCTBA 34pAaBOOXpPAaHEHUA U
comanbHOro pa3Butusi Poccuiickoit @eaeparuu (lokinan Ha 3acenanun MexBeJOMCTBEHHOU
paboyeil rpynmbl 1O MNPUOPUTETHOMY  HALMOHAIBHOMY TPOEKTY  «3I0pOBbE» U
Hemorpaduueckoii mnomutuke CoBera mnpu Ilpesupente Poccuiickoit denepanuu  oT
17.02.2010) B 2008 romy moka3areiab TOJIBKO YYTEHHBIX CTATHCTHUKONW B TOCYJAapCTBEHHBIX
YUpEXKACHUSIX YIbTPA3BYKOBBIX MCCIEJOBaHMI B pacuere Ha | OepeMEHHYIO >KCHILUHY
coctaBuia 4,7. Pe3ynbraThl ucciaegoBanuii B 19 pernonax Poccun nmpeHaTanbHOTO BBISBICHUS
Hauboyiee  4YacTOro  XpPOMOCOMHOro  3a0oieBaHus, cuHIpoma JlayHa, moxazaiu
HedppexkTuBHOCTH  opraHuzanuu  [IJ[ B  KEHCKMX KOHCYJbTallUSIX W  OOO3HAYMIIU
HEOOXOJIMMOCTh TMEPEHECTH MACCOBBIM YJIbTPA3BYKOBOW CKPUHUHI B YUYPEXKIEHUS 2-TO
(9KCIIEPTHOT0) YPOBHSA, TJ€ €CTh BBICOKONPO(ECCHOHATBHBIE CIEUANNCTHI YIbTPa3BYKOBOU
muarHoctuku (E.B. FOnuna, M.B. Mengenes, 2007). «YnbrpazBykoBas auarHoctuka BIIP B
Poccun ocHoBaHa Ha CeTH KEHCKUX KOHCYJbTalMii W moTtoMmy HedddekTuBHa. KeHckux
KOHCYJIbTalMd TaKk MHOIO, YTO TMOATOTOBUTH JJIs HHUX JOCTaTOYHOE KOJMYECTBO
KBaU(UIIMPOBAHHBIX Bpauell MpPOCTO HEBO3MOXKHO. KakIplii BTOpO MOPOK pa3BUTHS,
JIOCTYIHBIA 175 BbIABIEHUA, nponyckaercs» (E.B. FOguna (2006)). Cnoxxkupimiascst CUTyanus
TpeboBana nepecMoTpa ¢eaepaibHOW CUCTEMBI MPEHATAIBLHOTO 00cCienoBaHUsI OepeMEeHHBIX
KEHIIUH Ha TEHETHYeCKWe HapyleHus Yy Oyaymiero peOeHka, BBEIEHHS HOBBIX
OpPraHU3alMOHHBIX U METOAOJIOTHYECKUX ITOJXO0I0B.
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B Boarorpaackou obnactu

Bcenencreue Buenpenusi ¢ 2011rona uHBa3uBHOM mpeHaTanbHOM guarHoctuku B ['BY3
BOKTILL Ne2 u cnpura auarnoctuxku BIIP B cpoku 10 22-x Henenb OEpeMEHHOCTH, B 00JIaCTH
CHU3WIACh YaCTOTa POXICHHI JEeTel ¢ NOpOKaMU LEHTPaJbHOM HEPBHOW CHUCTEMBI H
MHOkecTBeHHbIMU BIIP. Octaercs noctaTouyHo BbICOKOW HM(ppa no3aHero BeisiBiaeHus BIIP u
XA. B 2014 rony Boarorpaiackas o001acTe BCTyNHJAa B HAIl[MOHAJIBHBIM MPOEKT IO
[IpenaranpHO# (HOPOAOBOI) MMArHOCTUKE HapyIIEHUN pa3BUTUS peOeHKa. B cBs3u ¢ uem M3
P® Obu10 BBIAETIEHO 5 MECT PETHOHY JJIsi O0y4YeHUsi Ha Kypce NpeHaTaJbHOW JAMArHOCTHKHU
kapeapsl MenuuuHckod reHetuku B ['BOY IO «Poccuiickas MeIUIMHCKAs axKajgeMus
MOCTIUIUIOMHOrO oOpa3oBaHus» MunzapaBa Poccun. [lns ontuMusanuu npeHaTalbHON
JIMarHoCTUKU B Bonrorpaackoit obGnactu B3siTa MOJienb, OOHIENpUHATas B peruoHax P® u
npemoxennas ®ongom Meaununsl [noga (FMF, BenukoOpuranusi).

OcHOBHOW 3ajauedl 1Jid OKa3aHWsl JTaHHOW MOMOIINM OEPEMEHHBIM JKECHIIMHAM SBIISICTCS
OpraHu3alusi MEXTEPPUTOPUAIBHBIX LIEHTPOB, TaK HA3bIBAEMBIX «KJIMHUK OJIHOTO IHS»,
MO3BOJISIIONINX KaKJI0M OepeMEeHHON >KEHIIMHE B CPOKAaX TIE€HETHYECKOrO0 CKPUHHMHTA B
aMOyJIaTOPHBIX YCIIOBHSIX MPONTH KOMILJIEKCHOE MpeHaTadbHOe OOCIEIOBAaHUE COCTOSHUS
mioga ¢ OIEHKOW uHauBUAyaidbHOro pucka BIIP m XA B KaXXI0M KOHKPETHOM Cllyyae.
CpokoM CKpHUHUHTOBOIO oOcienoBaHus o0o3HayeH | TpumecTtp O6epemenHoctu (mepuoxa 11-
13.6 Hemenw). VYAbTPa3ByKOBOE HCCIEIOBAHHE JOJDKHO OBITh TMPOBEICHO TOJBKO
CIIELIMATMCTAMM SKCIIEPTHOTO YPOBHSI, MOATOTOBJIEHHBIMHA IO CHEHUAIBHOM MpOrpaMMe H
UMEIOIMMH  €KErOJJHO TOJTBEPXKIaeMbIil cepTU(PUKAT KOMIIETEHIIMM B HW3MEPEHHUH, IO
KpaitHeld mepe, ogHoro u3 MapkepoB BIIP u XA: TojuHbl BOPOTHUKOBOTO MPOCTPAHCTBA Y
wioga (TBII). buoxumudeckuii CKpUHUHT HA MaTEpUHCKHUE CHIBOPOTOUHbIE Mapkepsl (PAPP -
A, cB. Oera - XI'U) mpenmonaraer IEHTpaIU3alMIO, MMOCKOJBbKY MMOJA00Has JabopaTopus
OJDKHA BBITTOIHATE OoJiee 1000 ncciietoBanuii B roI.

[Tocie KOMOWHHPOBAHHOW MPOTPAMMHOM Bce 3TO paeT BO3MOXKHOCTb:
OLICHKH VH/IMBU1YaJIbBHOTO pucka
OCpeMEHHBIM J>KCHIIMHAM, TMOMAaBIIUM B
rpynny BBICOKOTO T'€HETUYECKOTO PHCKA,
JIOKHO ~ OBITh  TPOBEACHO  MEIHMKO-
FEHETHYECKOE  KOHCYJbTUPOBAaHHE U
MOATBEPIKIAIOIIAs JUATHOCTHKA, BKJIHOYAs
VHBA3UMBHOE KApUOTUIIMPOBAHKE IIJI0/A, HA
AKCIIEPTHOM PETMOHAIIBHOM YpPOBHE.

» [locTaBuTh NIpeHATaNBHBIN JUATHO3 B PAHHUE
CPOKM M MPOUHGOPMHUPOBATH KEHIIUHY 00
UMEIOIIEHCS] aHOMAJIUU Pa3BUTHs €€ OymyIIero
pebeHKa, KIMHUYECKOW TSKECTH BPOKIECHHOTO
3a00J1eBaHUs u BO3MO>KHBIX HACX01ax
OCpEeMEHHOCTH.

* N3MEHHUTh aKylIEepCKYI0 TAaKTUKY B CIy4ae
pElIeHUs] )KEHILMHBI U €€ CEMbU OTKa3aThCsl OT
MPOJIOHTUPOBAHUS OepeMEeHHOCTH npu
JeTanbHbIX U Hekoppurupyemsix BIIP u XA.

* B cinywae pelmieHuss KEHIIMHBI COXPAaHUTh
OepeMEHHOCTh — B TMOPAJIKE MPEHATAIBHOIO
KOHCWJIMYMa OIPEACNIUTh CPOKU M MECTO
poaopaspemeHus s OKa3zaHUs HEOOXOIMMBIX
JUArHOCTUYECKUX M JICYEOHBIX MEpPONpPUITHIMA
HOBOpPOKJAeHHOMY ¢ BIIP.
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MpenmyLLecTBo pasanMyHbIX Moaeieit HeMHBAa3MBHOIO CKPUHUHTA B 1-om
TpumecTpe 6epemeHHOCTU NpeacTaBneHo B Tabauue (K.H. Nikolaides, 2003).

CKPUHMHIOBbIN TeCT 40 (%) ynne
(%)
Bospact maTtepu (BM) 30 5
BM + cbiBOpOTOYHbIM cB.B - XI'Y 1 PAPP-AB 11-14 60 5
Heaenb
BM + TBI1 nnopga B8 11-14 Hepgenb 75 5
{ BM + TBI nnoaa + Hocosas KocTb (HK) nnoga B 11- 90 5
’ 14 Hepenb

BM + TBI nnoaa + cbiIBOPOTOYHbIN CB.B - XY 1

PAPP-A B 11-14 Hepenb :
BM + TBIM + HK nnoaa + CbIBOPOTOUHbIN €B.& - XY 97 5*

n PAPP-A B 11-14 Hepenb

40 - uacmoma oOHapydceHus - MO  GeposMHOCMb  8viasieHus (%) cpeou  ecex
NPOMeCmupoOBaHHbIX ~ NO  NAPAMEMPAM  CKPUHUHEA — NAYUEHMOK  OepeMeHHocmell ¢
xpomocomubimu anomanuamu (%). QJIIIP - wvacmoma n0HCHONOIOHNCUMENbHBIX Pe3YIbmMamos -
yucno bepemMeHHbIX, Komopbvie ObLIU OMHeCceHbl K 2pYnne NOo8blUEeHHO20 PUCKA, HeCMOMPs HA
HOPMAbHbIU Kapuomun niooa & oeticmsumenvrhocmu (%).

Jlns peanu3zauuu npoekTta coryiacHo npukazy M3 BO Ne 2122 ot 21.08.2014 r «O mepax no
CHI)KEHHIO BPOXKICHHBIX MOPOKOB pa3BUTHs y AeTel B Bonrorpaackoi o0nacTuy»:
® OpraHu30BaHbI 8 OKPYKHBIX kKaOuHeToB [IpeHaranpHON JlnarnocTuky,
® Ha3HAYCHBl CHEIUAINCTHI, KOTOphle monayuuB ceptudukar FMF, Oynyr mnpoBoAuTH
YJIBTPa3BYKOBOM CKPUHUHT.

[TonTBepknaromasi IMpeHaTajdbHas JIWAarHOCTUKA MPOBOJUTCA B MEAMKO-TEHETUYECKOM
oranenennn  ['bY3  BOKIIL[  Ne2 IIOCPEACTBOM  JIONOJHUTEIBHOIO  DKCIIEPTHOIO
YIBTPa3ByKOBOI'O obcnenoBaHus 151 Ha3HaYCHUS MHBA3UBHOIO MIPEHATAIBHOIO
KapUOTUTIMPOBAHUS TIJI0/1a OEPEMEHHBIM >KEHIIMHAM TPYIIIBI BBICOKOTO PUCKAa MOCPEIACTBOM
CIEAYIOIINX MAHUITYJISLINM:

e Acnupanuy BOpcuH XoproHa (10 14 Hee/ b 6epeMeHHOCTH)

e AwmuHoOIEHTe3a (mocjie 15 Hexesib OepeMeHHOCTH)

e KoppoueHresa (TOJbKO B ciaydae mno3aHeidl auarHoctuku BIIP wim mo3anero

oOpanieHus ¢ pe3yJbTaTamMu 1 MpeHaTaILHOT0 CKPUHMHTA).
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Oknpaembin pesyabtat npoekrta B 2015 roay

. [MIpu >ddextuBHoil opranmzammu I[1JI B mepBblii ToA JEHCTBUS HOBBIX
aJITOPUTMOB B 00JIaCTH JJOJHKHO ObITH BhIsIBIEHO HE MeHee 80% BIIP neranpHOrO 1
WHBAJIMIM3UPYIOIIETO XapaKkTepa, BKItoYasi rpyople aHaTOMUYeCcKue Ne(eKThl, a TaK
ke He MeHee 50% XpOMOCOMHBIX aHOMAJIMW, [JIi BO3MOXXHOIO HW3MEHEHUS
aKyILIEpCKOW M IUIAHUPOBAHUS ONTUMAJIbHOW IOCTHAaTAJIBHOM TakTUKH. OneHka
KayecTBa IPEHATaJbHOW JMAarHOCTUKU OyAE€T NPOBOAUTHCA IO  JIaHHBIM
peruoHasibHOro perucrpa gnererd ¢ BIIP, mo mnokazarensam MIlageHYECKOU
CMEPTHOCTH, AETCKON 3a00JIEBAEMOCTH U MHBAIMIHOCTH OT BPOXKJIEHHBIX IOPOKOB
Pa3BUTHS U XPOMOCOMHBIX aHOMAJIUI U IMHAMHKE JAHHBIX IIOKA3aTeIed 10 TO1aM.

. 3ajior ycnexa mnpu BHeapeHuu HoBoro mnopsaka IIJ[ B mpoueHte oxsaTa
OEpEMEHHBIX CKPUHUHIOM, YTO LIEIMKOM W IOJHOCTBIO 3aBUCUT OT 3(pPEeKTUBHOU
OpraHU3alMK MPEHATAIIBHOTO KOHCYJBTUPOBAHUS BpauyaMHU KEHCKUX KOHCYJIbTALIHM,
BKJIIOYAsl PAHHIOK IIOCTAHOBKY Ha YYeT MO0 OepeMEHHOCTH, CBOEBPEMEHHOE
HaIlpaBJeHUE OEpPEMEHHBIX B OKpPYXHbI€ KaOWHETHl C IMPEJOCTABICHHEM IOJHON
uHpopMaluu O LeAX, 3aJadax, MEpONpUATHUAX, YPOBHE U 3PPEKTUBHOCTH
peIaraéMoro 0ocie0BaHus.

e [IPEHATAJIbHAA JMATHOCTUKA B POCCHH JETUTUMHA 41 SBIIAETCA
PEINTAMEHTUPOBAHHBIM BHJIOM MEJUIMHCKON TIOMOIIN HACEJIEHUIO, ITPOBOAUTCA
B COOTBETCTBMHN C OCHOBAMU 3AKOHOJATEJIbCTBA POCCHUUCKOU ®OEIEPALINU:

KOHCTUTYIMOHHbIM IIPABOM KAXJIOTO
TPAXIAHUHA MIOJIYYUTh CBOEBPEMEHHVIO, %
BBICOKOKBAJIMGUIIMPOBAHHYIO  MEJULMHCKYIO

MOMOIIlb U BbITh MHOOPMUPOBAHHBIM O CBOEM

3JIOPOBBH. AN f

e POJIUTEJIM — TIPABOIIPUEMHUKA WX BYIYIIETO - v
PEBEHKA — HMEIOT T[PABO HA TOJIYYEHUE ‘ *, -
JIOCTOBEPHOI MHOOPMALIMM O EFO COCTOSIHUM B Y
[IPEHATAJIbHBII ~ TIEPMOJ  TI0  PE3YJIbTATAM T «,\&/
[IPEHATAJIBHOT'O OBCJIEJIOBAHUSI. 5
o TIPEHATAJIbHAS  JIMATHOCTUKA  TTPOBOJIUTCS ’

TOJIBKO C THOOPMHUPOBAHHOI'O 1 JJOBPOBOJIBHOI'O
COI'JTIACH A X)KEHIIMHBI 1 YJIEHOB EE CEMbMU.




