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NMPEHATAJIbHAA AUATHOCTUKA

(vHPopmauUnOHHbBIN BloNneTeHb gNA Bpavei)
AKTyanbHOCTb BONpoca

Bbicokaa 4yactota (4-6%) M cny4yamHbIA XapaKTep BO3HMKHOBEHWA OO/NbLUIMHCTBA BPOMKAEHHbIX aHOMA/UKM Pa3BUTUA Yy AOeTen,
onpeaensitoT NOUCK, Pa3BUTUE U COBepLUEHCTBOBaHME nyTen 3PpPeKTUBHOM NPOPUIAKTUKN KaK NPUOPUTETHOE HaNpPaBIEHUE B CUCTEME
OXpaHbl MaTepPUHCTBA WM AeTcTBa. 3a nocnegHue 15-20 net B Poccum B CUCTEME aKYLIEPCKOM NOMOLLN BepeMeHHbIM KeHLWMHaMm
BaXXHOE MECTO 3aHMMaeT npeHaTasbHas amarHoctmka (M) coctoaHMa nnoaa, Kak MeTon, BTOPUUYHOM MPOPUIAKTUKN BPOMKAEHHbIX
HapyweHUn pa3BUTUA. PaHHWIA NpeHaTanbHblA AMarHo3 MO3BOASET Npeaynpeautb poXaeHue pebeHKa € HeUsneynmbim
3aboneBaHMEM, @ B C/ly4ae pAaa KOpPUrMpyemMblix NOPOKOB Pa3BUTUS OKa3aTb 3GPEKTUBHYHO MOMOLLb HOBOPOXAEHHOMY NMPU YC0BUU
NAaHOBOWM rocnuTanmMsaummn byayuen matepu Ha poapbl B CneumMann3npoBaHHOE YYpeKAEHME.

B uem 6bi1n1a HeapPeKTUBHOCTb OpraHU3aLun NPeHaTaIbHOU ANArHOCTUKKU?

B 2000 rogy Mpukaszom MwuH3gpasa Poccumn Ne457 6binmn yTBepXKAeHbl NOPAAOK NpeHaTaNbHOro obcnenoBaHmMa 6epeMeHHbIX KEHLMH,
MeToAbl NpeHaTa/ibHOM AMArHOCTUKKU, aNrOPUTMbl B3aUMOLEMUCTBMA BPAYEN PaA3/INYHLIX CNeunanbHOCTEN: MEeAUUMHCKUX TeHETUKOB,
aKyLIEepPOB-TMHEKO/IOrOB, HEOHATO/IOfOB B ONPEAENeHUM NpeHaTa/NbHOro [AuarHosa W NpeHaTaNbHOM/NOCTHATa/lbHOM TaKTUKM B
3aBUCMMOCTM OT pPe3y/ibTaTOB A0POAO0BOM AMArHOCTUKU. OaHakKo 3PPEKTUBHOCTb MNPEHATAa/IbHOM AMArHOCTUKU BPOXAEHHbLIX W
HacneacTBeHHbIX 3aboneBaHni (BU3) ocTtaeTca HU3KOM, YacToTa POXKAEHUN AeTeln ¢ TAXKenbiIMu dopmamm BIP He cHUXKaeTca, NoKa3aTenu
nepuHaTaNbHOM 3a60/1€BaeMOCTN U CMEPTHOCTU B CBA3M C BM3 oCTatoTCA BLICOKMMMU, MPU STOM KOJIMYECTBO Y/IbTPA3BYKOBbLIX MCCeA0BaHUM
B aKyllepCTBe AOCTAaTOYHO BenMKO. o AaHHbIM MUHKUCTEPCTBA 34PAaBOOXPAHEHUA M COUMANbHOrO pasBuTuA Poccuiickon dPepepaumm
(doknag Ha 3acegaHun MexXBegoOMCTBEHHOM paboyeit rpynnbl MO NPUOPUTETHOMY HALMOHANIbHOMY MPOEKTY «340pOBbE» MU
HDemorpaduyeckon nonntnke Coseta npu MNpesnaeHTte Poccuinckon depepaumm ot 17.02.2010) 8 2008 roay noKasaTesib TO/IbKO YUTEHHbIX
CTaTUCTUKOM B FOCYAAPCTBEHHbIX YYPEKAEHUAX YNbTPA3BYKOBbIX UCCNeAO0BaHUIM B pacyeTe Ha 1 GepemeHHyr KeHWuHy coctasun 4,7.
Pe3ynbTtathl nccnegoBaHmin B 19 pernoHax Poccum npeHatanbHOro BbifiB/IEHUA Hanbosiee 4acToro XpOMOCOMHOro 3aboseBaHuA, CMHAPOMA
JayHa, nokasann HeapPeKTUBHOCTb opraHusaummn ML B XKEHCKMX KOHCYAbTauMAaXx U 0603Ha4YnAM HeobxoaAMMOCTb NMEePEHECTU MaCCOBbIM
Y/IbTPa3BYKOBOM CKPUHUHT B y4peXaAeHUA 2-ro (3KCNepTHOro) ypoBHSA, rae ecTb BbICOKONPOdECcCMoHabHbIe CNeLManmcTbl YbTPa3ByKOBOM
AvarHoctukm (E.B. OguHa, M.B. Meggepaes, 2007). «YnbTpa3BykoBaa AnarHoCcTUKa BINP B PoccuM OCHOBAHA Ha CETU YKEHCKUX KOHCY/IbTaLnii
N notomy HeappeKTMBHA. EHCKMX KOHCYNbTauMM TaK MHOFO, YTO MNOAFOTOBUTb A/1IA HUX AOCTaTOYHOE KOMYECTBO KBa/IMPULMPOBAHHbIX
Bpayel MpPOCTO HEBO3MOMKHO. Kaxabli BTOPOM MOPOK pPasBMUTMA, AOCTYMHbIA ANA BblABAEHWA, nponyckaetca» (E.B. KOauHa (2006)).
CnoXuBlasaca cutTyauua TpeboBana nepecmoTpa ¢eaepanbHOM CUCTEMbI NPeHaTaNbHOro 06cneAoBaHUA OepeMEHHbIX MEHWMH Ha
reHeTUYeCcKMe HapyLeHua y byayuiero pebeHka, BBeAeHUA HOBbIX OPraHM3aLLMOHHbIX 1 METOA40/10MMYEeCKMX NOAX0A0B.



MHPopMaLUOHHbDIN BlonneTeHb gnA Bpauen (ctpaHuua 2)

B Bonrorpagckom obnactu

Bcneacrteue BHegpeHua ¢ 2011 roga nHBa3MBHOM NpeHaTanbHOW AnarHoctuku B F'bY3 BOKIML, Ne2 n casura anarHoctnuku BINP B cpoku
A0 22-x Hepenb bepemeHHOCTM, B 061aCTM CHM3MNACL YACTOTA POXKAEHWUN AETEW C NOPOKAMM LLEHTPaSIbHOM HEPBHOM CUCTEMbI U
MHoXecTBeHHbIMM BIMP. OcTtaeTca A0CTAaTOYHO BbICOKOM undpa no3aHero BbiaaeHus BIMNP n XA. B 2014 roay Bonrorpaackaa obnactb
BCTYNM/a B HAaUMOHaNbHbIN NPOEKT NO NpeHaTaNbHOM (40POA0BONM) ANATHOCTUKE HAPYLWEHUIN pa3BUTUA pebeHKa. B cBA3un ¢ yem, M3
P® 6b110 BblAENEHO 5 MECT permonHy Ana obyyeHns Ha Kypce npeHaTaNbHOM AMAarHOCTUKM Kadeapbl MeanLMHCKON reHeTuKkn B TBOY
AMNO «Poccuiickas meaAnLMHCKAn akagemus nNocTaMnAoOMHOro obpasoBaHma» MuH3sgpasa Poccun. na ontummnsaumm npeHaTasibHOM
AVArHoCTMKM B Boarorpaackon obnactmn B3Ata mogenb, obwenpuHaTas B permoHax PO n npegnoxkeHHaa PoHagom MeauumHbl MNaoga
(FMF, BennkobputaHus).

OCHOBHOM 3agayert ANA OKa3aHWA AaHHOM NOMOLWM GepeMeHHbIM KEeHLWMHaM SBAAETCA OPraHM3aLUAa MENKTEPPUTOPUA/bHbBIX
LLeHTPOB, TaK Ha3blBa€MbIX KKIMHUK OAHOr0 AHA», MO3BOASAIOWMX KaXKA0N 6epeMeHHOM KeHLMHE B CPOKAX reHETUYECKOro CKPUHUHTA
B aMby/1aTOPHbIX YCAOBUAX MPOMUTM KOMMNJIEKCHOE NpeHaTabHoe obcnegoBaHWe COCTOSIHUA NA0AA C OLEHKOM MHAUBUAYANbHOIO PUCKa
BMP 1 XA B KaXKA0M KOHKpeTHOM cydyae. CpOKOM CKPUHUHIOBOro ob6cnenoBaHua o6o3HaveH 1 TpumecTp 6epemeHHoCTH (nepuog 11-
13 Hepmenb 6 AgHel). YNbTpa3ByKOBOE MCCNeAOBaHME AOMKHO ObiTb MPOBEAEHO TOJIbKO CREeuManncTtaMm 3KCMEPTHOrO YPOBHS,
noAroToB/IEHHBIMM MO CNELUMANbHON MNPOrpamMme M MMEKLWUMU eXerogHo MoATBEPKAAEMbIN CepTUPUKAT KOMMNeTeHUUn B
M3MepeHnn, no KpanhHeh mepe, oaHoro M3 mapkepoB BMP m XA: TonwmMHbl BOPOTHUKOBOrO MpPOCTpPaHcTBa y nnoga (TBIM).
BUOXMMMYECKNIA CKPUHUHI Ha MaTepPUHCKME CbIBOPOTOYHble Mapkepbl (PAPP - A, cB. 6eta - XI'Y) npeanonaraeT UeHTpaaM3aumio,
NOCKO/IbKY NoaobHaa nabopatopus Ao/KHa BbINoAHATL 6onee 1000 nccnepoBaHuii B rog,

Nocne KOMHBMHUPOBAHHOM NPOrPAMMHON OLEHKM WHOMBUAYANbHOTO PUCKA OEpeMEeHHbIM KeHLWMWHaAM, MNOMaBWwuMm B rpynny
BbICOKOrO T€HETMYECKOro PWUCKa, AO0/IKHO ObiTb MPOBEAEHO MEAMKO - TeHEeTUYECKOe KOHCYNbTUPOBaHME W MNOATBEPXKAAOLLAA
AMArHOCTMKA, BKAOYAA MHBA3MBHOE KapMOTUNMPOBAHUE Ni104a, Ha SKCNEPTHOM PermoHaibHOM YPOBHe.

Bce 310 faeT BO3MOXKHOCTb:

- MOCTaBWUTb MPEHaTa/ibHbIM ANATHO3 B PaHHME CPOKU U MPOMHPOPMUPOBATL MEHLMHY 06 MMelowWwenca aHOManAnum pasBuTUA eé
6yayuwero pebeHka, KIMHNYECKON TAXKECTN BPOXKAEHHOIO 3ab60/1€BaHNA N BO3MOXKHbIX Ncxoaax bepemeHHOCTH;

- UI3BMEHUTb aKYLLIEPCKYIO TAaKTUKY B C/lyvae peLleHUA KEeHLWMHbl U ee CeEMbW OTKAa3aTbCsA OT MPOJIOHIMPOBAHMA HepemMeHHOCTM npu
NeTanbHbIX N HeKoppurnpyemoix BINP n XA;

- B C/lyYae peLleHMA XKeHLWMHbl COXPaHUTb BepeMeHHOCTb — B MOPAAKE MPEHATANbHOrO KOHCUAMYMa OMPenenvTb CPOKU U MeCTO
poAopa3speLleHna aNa OKa3aHMA He0bX0ANMbIX ANATHOCTUYECKUX N Ne4ebHbIX MePONPUATUIA HOBOPOXKAEHHOMY C BIP.
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MpeumyLiecTBo pasnYHbIX MoAeneil HEeUMHBA3UBHOTO CKPUHMHra B 1-om Tpumectpe 6epemeHHOCTU
npepctasneHo B Tabauue (K.H. Nikolaides, 2003).

CKPUHUHIoBbI TecT 40 (%) Yane (%)
Bo3pact martepu (BM) 30 5
BM + cbiBOpOTOUYHbIN cB.B - XI'Y n PAPP-A B 11-14 Heaenb 60 5
BM + TBI nnopa B 11-14 Hepenb 75 5
BM + TBN nnopga + HocoBas Koctb (HK) nnoaa B 11-14 Hepgenb 90 95
BM + TBI nnopa + cbiBOPOTOUHDbIN CB.B - XI'Y n PAPP-A B 11-14 Hepenb 95 5
BM + TBMN nnopga + HK nnopga + cbiBOpoTOUHbIi cB.B - XY u PAPP-A B 11-14 Heagenb 97 on

40 - yacmoma O6HapyXeHUs - 3IMO 8ePOAMHOCMb 8biAsaeHUs (%) cpedu 8cex NMPOMECMUPOBAHHbLIX MO NAPAMEmpPamM CKPUHUH2A NayueHmMok bepemeHHocmeli ¢
XPOMOCOMHbIMU aHomanuamu (%). Y/1MP - yacmoma A0XHOMOA0HUMESbHbLIX Pe3yAbmamos - Yucao bepemeHHbIX, Komopble OblaAu OMHECEHbI K 2pyrne nogelueHH020
pUCKa, HecMompsA HA HOPMAsbHLIL Kapuomun na00a e delicmeumensHocmu (%).

Ana peanunsaunm npoekta cornacHo npukasy M3 BO Ne 2122 ot 21.08.2014 r «O mepax NO CHUXKEHWUIO BPOXKAEHHbIX NOPOKOB
pa3BuTUA y aeten B Bonrorpaackon obnactu»: opraHnM3oBaHbl 8 OKPYXKHbIX KabWMHETOB npeHaTaNibHOM ANArHOCTUKWU, Ha3HaYeHbl
cneunanncTbl, KoTopble nony4ms ceptndukat FMF, byayt npoBoANTb YAbTPa3BYKOBOW CKPUHUHT.

MNoaTBep)Kaatowan NpeHaTasibHaA AMArHOCTUKA NPOBOAUTCA B MeAUKO-reHeTundeckom otaeneHmm bY3 BOKIIL, Ne2 nocpeacrsom
AOMONIHUTENBHOIO 3KCNEPTHOro Y/AbTPa3BYKOBOro 06c/ieAoBaHMA M HAa3HAYE€HWUSA MHBA3MBHOIO MPEHATa/IbHOro KapuoOTUNUPOBAHUA
nnoaa 6epemMeHHbIM }KeHLWMHaAM rpynmnbl BbICOKOrO PUCKa NOCPEACTBOM CAeAyOLWUX MaHUNYNALNNA:

® acnupauunm BOpPCUH xopuoHa (o 14 Hepenb 6epemeHHOCTH),

® aMHuoueHTe3a (nocne 15 Heagenb bepemeHHOCTH),

® KopaoueHTe3a (ToNbKo B c/iyvyae no3gHen AuarHoctmku BIP mam nosgHero obpauieHus ¢ pe3ynbTaTamn 1 npeHaTanbHOro
CKPWHUHTA).



MHPopMmaLUOHHbDIN 6lonneTeHb gnA Bpauen (ctpaHuua 4)
e MPEHATANbHAA AWATHOCTUKA B POCCUU NETUTUMHA W ABNAETCA PETNAMEHTUPOBAHHbLIM BMAOM MEAMLIMHCKOW
nomMoLwn HACENEHUIO.
e [IPOBOAUTCA B COOTBETCTBMN C OCHOBAMW 3AKOHOAATE/IbCTBA POCCUNCKOM GEOEPALUUMN:
- KOHCTUTYUMOHHbIM TMPABOM KAXAOOIO TPAXOAHWUHA MONYYUTb CBOEBPEMEHHYH), BbICOKOKBA/TMOULMPOBAHHYHO
MEANUMHCKYHO NOMOLLb,

- BbITb UHOOPMWPOBAHHbBIM O CBOEM 340POBbE.
e POOUTENU — MPABOMPUEMHUKN WX BYOYLIETO PEBEHKA — WMEIOT MNPABO HA TMOJIYYEHME [JOCTOBEPHOM

NHOOPMALIMWM O EFO COCTOAHUW B MPEHATA/NbHbLIN NEPKOA, (MO PE3Y/IbTATAM NPEHATA/IbHOTO OBCNEAOBAHKA).
e [IPEHATA/ZIbBHAA AWATHOCTMKA TPOBOAMUTCA TOJ/IbBKO C WMH®OPMWUPOBAHHOIO W [OOBPOBOJIBHOIO COIlJIACKA

HEHWWHBI N YNEHOB EE CEMbMW.

Oyenxa Kauecmea NPeHamaibHoU OUACHOCIUKU NPOBOOUMCS N0 OAHHbIM pe2uoHaIbHo20 pecucmpa oemeil ¢ BIIP, no nokazamensim
MAAOEHUECKOU CMepMHOCMU, 0emcKoU 3a0071e6aeMOCmu U UHBAAUOHOCU OM BPONCOCHHBIX NOPOKOS8 DPA3BUMUSL U XPOMOCOMHBIX
AHOMAIUU U 8 OUHAMUKE OAHHBIX noKazameneu no 200aM.

3anoz ycnexa npelmmaﬂbnoﬁ OUAZHOCMUKU 6 npouenme oxeama 6epeM8HHblx CKPDUHUHZOM, UM O UCTIUKOM U ROJTHOCMbBIO 3asucum om 3¢d)€l€mu6ﬂ0ﬁ op2anuslayuu
RpPEeHamaibHO20 KOHCYJIbMUpPO6AnRUusl epadamu HCeHCKuUxX KOHchlbmal{uﬁ, 6KJiouan:

- DAHHIO0 NOCMAHOBKY HA y4em no depemeHHocmu,
- C60€8peMEHHOe HANpAsieHue 0EPEeMEHHBIX 6 OKPYJICHblE KAOUHEmbl C NPEeOOCMAGNEHUEM NOJIHOU UHMOPpMAUUU O UeNax, 3a0auax, Meponpusmusix, ypoeHe u

ahpexmuenocmu npeonazaemozo oocnedosanus.
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