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Kypc IlpenaranbHoil quarHOCTUKN Kadeapsl
meauiuHackoil resetuku ' 6OY PMAIIO M3
P®, I'bY3 MOHUUAT MockoBckoit 061acTu,
Menuko-reHeTHUeCKOe OT/IeJIEHUE TUarHOCTHKH,
MOHHUTOPUHIA U PErHCTPa BPOXKACHHBIX ITOPOKOB
pa3BuTHA

OCHOBHbIE UTOIN
N COBPEMEHHOE COCTOSSHUE NMPOFPAMMDbI
KOMBUHUPOBAHHOIO NPEHATANIbLHOIO
CKPUHWHIA 1 TPUMECTPA BEPEMEHHOCTU
B POCCUNCKOWN DEAQEPALIUN

V]IK: 618.2-07:575

m [IpenaranbHasi IMATHOCTHKA

(IT1) cnopaanyecKky BO3HUKAIOLIUX
aHATOMHYECKHX M XPOMOCOMHBIX
aeeKTOB y Oyayuero pedGeHka siBJjsieTcst
YaCThI0 MEAMKO-TeHeTHYeCKOoii moMoIu
HACEJICHHIO U NpPeCcTaBIsieT co00i
BBICOKOpa3pelIalolie CKPHHHHIOBBIE U
AUATHOCTHYeCKHEe TeXHOJIOTHH B CHCTeMe
aKyIlepCKOro MOHUTOPUHIA 32 TeYeHHueM
0epeMEeHHOCTH, Pa3BHTHEM U COCTOSTHUEM
1m101a. CoBpeMeHHbIe BO3MOKHOCTH
BTOPHYHON NPOGHIAKTHKU HEU3JIEYUMbBIX
reHeTHYeCKHX HAPYIIeHHI MoCPeICcTBOM
OpPraHM3alHH CHCTeMbl PAHHEI0 BbIsSIBICHHSI
M PaHHeH NPeHaTaJIbHON U MOCTHATAJIbHOM
TMOMOLIH IIHPOKO MCHOIb3YIOTCS

B CTPaHAX MHPA H OCHOBAHBI HA
3(ppeKTUBHBIX ANATHOCTHYECKHUX METOAAX
M JoKa3aTrebHOIl MeauuuHe. [IpoBenenue
pedopMBbI cCHCTEMBbI IPEHATAJIBHOIO
ckpunuHra (IIC) B cyobexrax P® B
PaMKax Iepexoaa Ha MesKAyHapOIHbII
CTAHAAPT AMATHOCTHKH B PAHHHE

CpOKHU 0epeMeHHOCTH, 0CylIeCTB/IseMOit
npu noajaep:xkke [IpaBurenscrea P@,
TpedyeT peryJsipHOro ayiuTa Ha OCHOBe
0nouHGpOpPMALMOHHBIX TEXHOIOTUIi. AHAIU3
MepPBbIX HTOrOB HHHOBALMOHHOTO /LISl
CTPaHbI MaccoBOro koMonHuposanHoro INC
1 TpuMecTpa NpoBejieH ¢ HCMO0/Ib30BAHUEM
€IHHOT0 MPOrPAMMHOrO0 o0ecrneveHus,
KOTOpOe M03B0/IsIeT PACCYNTATh
MHIUBUAYAJIbHBIA PHCK YaCTBIX
XPOMOCOMHBIX aHeymjionauii (XA) y miioga
10 O0MOXMMHUYECKUM H yJbTPa3ByKOBbIM
MapKepaM TOJIbLKO IPH YCJI0BHH HAJTHYHUS
€;KeroHo MoJTBepK/IaeMoii NepCOHANIbLHOIH
KOMIIeTeHIIUH Bpaya yJIbTPa3ByKOBOM
JUATHOCTUKH.

m KiroueBble c10Ba: npeHaranbHas
JIUArHOCTHKA; CKPUHHHT; XPOMOCOMHAs!
AQHOMAUTHST; TIOPOKHU Pa3BUTHS; OMOXMMHUYECKHE
MapKepsbl; yIbTPa3ByKOBOE HCCIIEIOBAHNE.

BBepeHune

C 2010 rona B cyobekTax Poccuiickoit denepanyu Obuta HavaTa
MO3TAIHAas peaar3anns MEpONPHUATHI HALIMOHATILHOTO IIPUOPUTET-
HOT'0 [TPOEKTa «310pOBbE» B YAaCTU MPEHATAIBLHOH (10p00BOI) T1a-
THOCTHKH BPOXKJCHHBIX HapylIeHUH pa3BuTHs peOcHka. Perienue
0 HEOOXOIMMOCTH U3MEHHUTDH CYLIECTBYIOLIYIO HA TOT IEPHOJ] CHC-
TEMy MpPEHAaTaJIbHOTO BBISBICHUS CHOPAJUMYECKH BO3HUKAIOIINX
TCHETHYECKUX HapyUIeHUH y miioaa (XpOMOCOMHBIX Oone3Hed H
MOPOKOB pa3BuTHsl) mpuHUMaiochk B 2009 romy MuHHCTEPCTBOM
30paBOOXPAHEHHS M COLMAJIbHOrO pa3BuThs PP komnmernanbHO
YYETOM MHEHUSI CIICLIMAJIMCTOB U3 BEAYIINX HAYYHO-IIPAKTUUECKUX
YUPEKACHUH CTPaHbl MEAUKO-TEHETHYECKOI0, aKyLIEPCKOro M Ie-
nuarpudeckoro npoduis. OHo ObUI0 000CHOBAHO BHICOKUMH ITOKa-
3aTeNsiMi IepUHATAIBHON U MIIaICHYECKOH CMEPTHOCTH, JIETCKOH
3a00J1€Ba€MOCTH ¥ MHBAIUAHOCTH OT JICTAJbHBIX W MHBAJIHIU3U-
PYIOIIMX FeHETHUECKUX OOJIe3HEH, CyMMapHasi 4acToTa KOTOPBIX Y
HOBOPOXKJICHHBIX JOCTAaTOYHO BbIcOKa (2—3 ciyvast Ha 100 ponus-
mmxcs gereit). Kpome Toro, poccuiicKuMu MyJabTHLIEHTPOBBIMH HC-
cienoBaHusMu, poBeneHHbIMU B 2004 u 2007 rT., OblIa JI0Ka3aHa
HU3Kast 3¢ pexTuBHOCTh BHeApeHHOH B 2000 romy cucteMsl Macco-
BOTO TPEHATAJILHOTO CKPUHMHTOBOTO 00CiIen0BaHus OepeMEeHHbIX
Ha FeHETUYECKYIO aTOJIOTHUIO Y MJI0AA, OPUEHTUPOBAHHOIO Ha CPO-
KU 2 TpuMecTpa OEpeMEHHOCTH M LIMPOKYIO CETh Bpayei KEeHCKUX
KOHCYJBTAllMi B COOTBETCTBUM ¢ Iprka3oMm Ne 457.

3a OCHOBY HOBOIO MOpsKa NMpeHaTaJbHONH AMArHOCTUYECKOH
nomou B Poccum Obun B3aT MexayHapoanslii crangapt (MC),
pa3paboTaHHBI aBTOPUTETHON HE3aBHCUMOMN OOILECTBEHHOW MPO-
(deccuonanpHOl opranmzanued @ony memununbl wiona (FME,
AHIIINS), KOTOPBIN MPU3HAH B NOAABIISIONIEM OOJBIINHCTBE Pa3BU-
TBIX CTPaH KaK €IMHCTBEHHbIN 3(PEKTUBHBIN pe3epB MpeHATAIb-
HOW TPO(UIAKTUKHA XPOMOCOMHBIX CHHAPOMOB M BPOXIEHHBIX
MOPOKOB pa3BuTHUs y nereil. Maeonorus npoekra B PO — cranaap-
TU3aMS TOIX0A0B U YHU(UKAIMS METOAOB UCTIOJIHECHHS IPHHLU-
MUaJbHO HOBOTO alIrOpuTMa 00CIeA0BaHMs B cpoKax | TpumecTpa
o6epemennoctu (11-13,6 Henenn) ¢ yuerom pexomenaauuii FMF.

B kadecTtBe nepBbIX (MUJIOTHBIX) TEPPUTOPHI K BHeApeHnt0o MC
panneii I1/] npuctynuinm Mockosekasi, Tomckast u PoctoBckast 06-
nacty, K 2013 rogy B HOBBIH MOPSIOK paHHETO KOMOMHUPOBAHHOTO
I1C 6epeMeHHBIX, OCHOBAaHHOTO Ha CaMBIX COBPEMEHHBIX U JIOKa-
3arenbHO 3 GEKTUBHBIX YIBTPa3BYKOBBIX, J1a0OPAaTOPHBIX U OHO-
MHQOPMAIIMOHHBIX METO/aX, ObUIM BKIIOYCHBI 56 pernoHos PO.
Ilonnepxka BHEIPSIEMBIX aJrOPUTMOB HOBOW TEXHOJOTHMH Mac-
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COBOTO 0OCIIEIOBaHUS OCYLIECTBIISIACH 33 CUET CO-
BOKYITHOTO L€JIEBOTO (pMHAHCHPOBAHMS M3 CPEICTB
(enepa’abHOrO M PErMOHAIBHOTO OIOMKETOB. 3a TpU
rona (2010-2012) ¢enepanpHas cyOCHINs COCTaBH-
na 1,5 mapa pyOneid, pernoHalbHbIe CYOBEHIIMHU (HE
MeHee 5 % eKerofiH0) — HaIpaBJsUIICh Ha Pa3BUTHE
MaTepratbHO-TEXHUUECKOM 0a3bl pernoHaIbHbIX Me-
JTUKO-TeHeTHYecKknuX KoHcyipramuil (MI'K) u neueo-
HO-IPOPUIAKTUIECKUX YUPEKICHUN, OCYIIECTBIIS-
IOIIUX SKCHEPTHBIN yposens T1/].

AHalu3 TEpBBIX PE3YJbTATOB IPEHATAIbHOTO
ckpuHHHTa 1 TpuMecTpa B cyobekrax PD Obu1 mpo-
BE/ICH 10 OPUTMHAJBHBIM pacledyaTkaM OTYETOB U3
ennHOoTro porpammuoro obecredenus: (FMF — mipo-
rpamMmbl Astraia), KOTOpO€e MO3BOJISICT IPOBECTH KOH-
TPOJIb KauecTBa YJIBTPA3BYKOBBIX, OMOXUMHYECKUX
HM3MEpPEHNH U MEePCOHANBHBIN ayIuT Bpauel yiabTpa-
3BYKOBOM JMAarHOCTHKH, MPOBOAALIMX (ETOMETPHIO
IUI0/1a, @ TAaK)KEe OLUEHHUTh CHCTEMY IPEHaTajIbHOTO
CKPMHHUHTA B LICJIOM.

MaTepmanbl n metopabl
OCHOBHbIE TIOJIOKEHWA MO TIOPSIIKY TPOBEie-

HUSl TPEHATaIbHOTO CKPUHHHIa OBUIM  BKJIFOYCHBI

B Ilocranosnenus IlpaBurensctea PO Ne 1159 ot

30.12.2009, Ne 1141 0127.12.2010, N2 1066 01 21.12.2011

n HopwmaruBHele axkTbl  MuUH3IpaBCOLPA3BUTHS.

[maBHBIM pErHOHAIBHBIM MEPONPHATHEM OBUIO CO-

371aHHIE SKCIIEPTHBIX KAOMHETOB (OTIEICHHH, IICHTPOB)

[1J1 c paBHO# JOCTYITHOCTBIO JJIsl BCEX OEPEMEHHBIX

KEHIIMH B cyObekTax P®, ocHamieHne u yKoMILieK-

TOBaHHE MX IOJATOTOBIEHHBIMHM KaJpaMu JUIS BbI-

nonHeHus: Meponpusatuil 1IC. deaepanbHble 3amaun

COCTOSAJTIM B OpPraHM3allii MOATOTOBKH CHEINAINCTOB

st ceprudukanun no npunuunam FMF u ocymect-

BJIEHUU KOHTPOJISI HaJl aIMUHHUCTPATUBHBIM HUCTIOJIHE-

HueM HoBoro nopsiaka 11 u kauectBom I1C B peruo-

Hax MOCPEICTBOM 3alpoca OTYETOB U CPABHUTEIBHO-

IO aHaJM3a UHTETPAJIbHBIX MOKa3aTeNei.

MeTonbl paHHEro NpEeHaTalbHOI0 CKPUHHUHTA B
cpokax 11-14 nenens OepeMEHHOCTH BKIIIOYAIIH:

1. VYnbrpa3BykoBoe 00cCIeIOBaHHE COCTOSHHS ILIO-
Jla C OLICHKOH aHaTOMHUYECKUX CTPYKTYp U (eTo-
METPUYECKUX I1IapaMeTpoB — 3xomapkepos BIIP
n XA (TONIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA
(TBII), mHocosoii koctu (HK), kpoBoTOKa B BEHO3-
HOM TPOTOKE U KPOBOTOKA HA TPUKYCIHIATbHOM
KJIaraHe), MPOBOAMMOE Ha JKCIEPTHOM YpPOBHE
JUarHOCTHKHM BpayoM, IMOATOTOBJIEHHBIM IO CIIe-
LUAIBHOH MporpaMMe U cepTUHUIHPOBAHHBIM
Ha JJaHHBIM BUJ JESATEIBHOCTH B paMKaX MEXay-
HapoJHOH cepTuduKanuu (ycloBHE AOCTyNa K
nposeaeHuto Y3U B cucteme I1C 1 Tpumectpa).

2. buoxuMunyeckoe uCClIEAOBaHUE MATEPUHCKUX
CBIBOpOTOUHBIX MapkepoB XA (PAPP-A, cBobox-
HOI Oera-cyOobenuuuipl XIH) ¢ ucnonp3oBaHu-

eM JoKa3arenbHo 3(h(HEeKTHBHON OMOXHMMUYeCKOH
TEXHOJIOTUH, cepTuduuupoBanHori FMF.

3. KomrmekcHbIl pacdeT MHAMBHUIYAJBLHOTO pHCKa
XA (nmoporoBoe 3nHauenue 1/100) mo coBokyn-
HOCTH WHJUBUAYAIbHBIX JaHHBIX, 3HAYCHUSIM
OMOXMMHMYECKHX MapKepoB M TMOKa3aTelsIM yilb-
TPa3BYKOBOIO CKPHMHHHTA, IPOBEIEHHOIO CEPTH-
(GULIMPOBaHHBIM BpayoM, MPH MOMOIIU MPOTrpaM-
MHOTO 00€CIeUeHHsI, TIO3BOJISIOIETO MPOBOIUTH
BHEIIHUH ayHUT YIbTPa3BYKOBBIX H OMOXUMHUYEC-
KHX M3MepeHuii (mporpamma Astraia).

4. VHBa3uBHBIE METO/IBI TPEHATAIBHON THAarHOCTUKU
(acnimpanyist BOPCHH XOPHOHA, aMHHO- (TUIAIIEHTO)
LEHTE3)) I [MOCTAaHOBKH OKOHYATEJBHOTO Jha-
rHO3a XA MOCPEACTBOM MOJEKYISIPHO-(IIUTO)re-
HETUYECKHX, IUTOTEHETHUECKUX MCCIIEOBAaHNHA.
MenuKo-reHeTHIECKOe KOHCYIBTHpOBaHue Oepe-

MEHHBIX I'PYTIbI BHICOKOTO MHIMBUIYaIbHOIO PUCKa

B MI'K u npenaranbHblii KOHCWJINYM IO JaJIbHEH-

nIel aKyniepcKoil TakTHKe, OPMHUPYIOLIEHCs 1o pe-

synbraram [1/]-napymennii passutus pedenka (BITP

u XA), BXOAWIN B NE€peYeHb OCHOBHBIX KJIMHHYEC-

KX MEPOMPUSATHIA B TpymIie OEpeMEHHBIX BBICOKOTO

TeHETUYECKOI0 pucKa 1o pesyasraram pantero I1C.

Pe3ynbTaThl

K 2013 rogy Ha nukiax TeMaTU4eCcKOro yCOBEp-
neHcTBoBaHud Kypca mpeHaTtambHOW JUArHOCTHKH
kadeapel MeaunuHckod reneruku ['6OY PMAIIO,
co3nanHoro B 2011 rony mo mHunuatuse M3uCP
P®, cnenmanbHyr TOATOTOBKY mpouuid Oosiee
300 Bpaueii u3 cyonektoB P®. Ha kimunuueckoii 6ase
Kypca (meauko-renetuyeckoe otaenenue ['bY3 MO
MOHHNUATI) nmpoBoausIoch TECTHUPOBaHHWE Bpaueit
yabTpa3BykoBoil muarnoctuku (Y3J[) u orpaborka
MaHyaJ bHBIX HaBBIKOB ISl BHIIIOJIHEHUS YIBTPa3BY-
KOBBIX uccaenoBanuid B cucteme I1C 1 Tpumectpa.
K HacrosimemMy BpeMeHU MEXKIYHAPOIHYIO CEPTU(H-
KallMIo ycremHo npouutn 6onee 700 crienuanucTos
VY31, rorna kak B 2010 roxy B P® ux ObLIO TONBKO
13 yenoBex.

B 2012 rony B paMKax MOHMTOpPHHTA 3a peaju-
3amueid MeponpusitTuii pannero [1IC B 56 cyObekrax
P® MunucrepcTBoM 31paBoOXpaHEHHsI OBUIM 3a-
MIPOIIEHbl OPUTHHAJIBHBIE pacledaTku OTYETOB W3
€IMHON KOMIIBIOTEPHOU nporpammbl Astraia. 1o 3a-
npocy M3 P® oruerHble Marepuasbl MpeacTaBUIN
46 peruoHoB U3 56, MPU ITOM TOJIBKO 32 CyObeKTa
MIPEJCTaBMIIM OTYETHBIN Marepuaj Mo 3arpaliriBae-
Moii popme, 14 0TUETOB MMENH TIPOU3BONILHBIN (Py-
KOITUCHBIH) (pOpMaT U HE MODIU OBITH BKIIFOUCHBI B
aHanu3. AHaJIN3 MEPBBIX PE3YJILTaTOB OBII IPOBEJCH
corpynHukamu Kypca npenaraibHON AMarHOCTUKY.

OcHOBHBIE TIOKa3aTeNH, COAepKAIIUECS B OPUTH-
HaJBHBIX pacreyarkax ayjauTta | Tpumectpa U I03-
BOJISIFOLIUE OLIEHUTh MacCOBOCTh U 3((HEKTUBHOCTH
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pannero IIC B peruonax Poccuu mo HOBBIM ajro-

putMam u B pamkax MC craHmapra JUarHOCTHKH,

BKJTFOYAFOT:

1. Yncno m momo 0OCIEIOBaHHBIX OepeMEHHBIX
OT BCTaBIIUX Ha YYeT MO OEpeMEHHOCTH 0
14 wenens.

2. Jlomro rpymimbl BEICOKOTO PHCKa Ha XPOMOCOMHYFO
MaTOJIOTHIO y peOeHKa (TIpy TOPOTOBOM 3HAYEHUH
pucka 1:100).

3. OxujaeMoe 4YUCII0 MATOJOTMYECKUX COCTOSHUN
IJI0/1a B JAHHOM BBIOOPKE 00CIIeI0BAaHHBIX.

4. ®akTUYeCKH BBISBIECHHOE KOJIUYECTBO HapyIlle-
HUH pa3BUTHSA TUIOJIA.

5. DQPeKTHBHOCTh MPEHATAIBHOTO KapUOTHUITUPO-
BaHUs (% XA, yCTaHOBJICHHBIX P POBEICHUH
nHBa3uBHbIX npouenyp (M) B rpynme 6epemen-
HBIX BBICOKOTO PUCKA).

B nepconanbHeblil aynqut Bpadei-skcnepToB Y3/1,
MPOBOJAIIMX B PETHOHAX MaccOBO€ CKPUHMHIO-
BOE YJBTPa3ByKOBOE OOcCienoBaHHE OepeMEHHBIX B
cpokax 1 TpumecTpa, ObIIM BKIIIOUEHBI CIEAYIOIINE
MoKa3aTesu:

1. Kosdduuuent nonaganus npu U3MEPEHUH TOJ-
IIMHBL BOpOTHUKOBOrO mpoctpanctBa (TBII) B
COOTBETCTBHUM C HOPMAaTHBHBIM HHTEPBAJIOM,
pPacCUUTHIBAEMBbIM YHUDUITUPOBAHHON KOMITBIO-
TEPHOI MporpaMMoil pacuera UHIUBUAYAIBHOTO
pucka (T. H. AY/IUT uzmepenwii)

2. TlpoueHT AMAarHOCTUPOBaHHBIX B 1 TpuMecTpe
BPOXKJCHHBIX MOPOKOB pPa3BUTHS (aHATOMHYEC-
KHX J1e(peKTOB) y ImIoja.

CornacHO MOJYYEHHBIM M3 OTYETHBIX aHKET
32 pernoHoB P® cBeneHusiM, B MepBBIM IO ¢ MO-
MEHTa Hayajia pealn3alui B HUX MEPONPUSATUM 1O
MpeHaTaIbHOW (JIOPOAOBON) AMATHOCTHKE PaHHEES
oOcienoBaHle Ha 3KCIEPTHOM ypOBHE OBLIO MPO-
BeZieHo 375 183 GepeMeHHBIM, YTO COCTaBHIIO 6.2 %
OT YHWCJa KCHIIUH, B3STBHIX Ha ydeT 1Mo OepeMeH-
HOCTH B JaHHBIX CyObEKTax o cpoka 14 Hezelns.
Bcero Obuto BhISIBIICHO 985 IMIIONOB C XPOMOCOM-
HBIMU OOJIe3HSIMU, U3 HUX 486 ciyyaes CUHApPOMA
Hayna (25% oT Bcex €XerogHo pOKIAIOMIMUXCS B
P® nereil ¢ maHHOIl MaTOJIOTHEN B COOTBETCTBUU C
MOMYJIALMOHHON CTaTUCTUKON). lMarHocTupoBaHoO
OKOJIO 2,3 mbicAyy CIlydaeB JETaIbHBIX U TSKEIbIX
BPOXJICHHBIX TOPOKOB Pa3BUTHUs, TPEOYIOLIUX Mpe-
HaTaJbHOTO KOHCYJIBTHUPOBAHUS ISl ONpEAEIICHUS
JanbHeWIIell TaKTHKU BeleHus: OepeMeHHOcTH. B
LEJIAX OIIEHKH KauecTBa MacCOBOTO PaHHETO MpeHa-
TaJIbHOTO CKPUHUHTA HA BPOXKJICHHBIC HAPYLICHUS
pa3BUTHUA y IUIOAA, MPOBOAMMOIO B 1 TpumecTtpe
OepeMEHHOCTH B paMKaxX HOBBIX OpraHU3a[HOHHBIX
U METOJOJIOTHYECKUX aJTOPUTMOB, JaHHBbIE ObLIN
CYMMHPOBaHBI C ONpENEIEHHEM CpPEeIHUX 3Haye-
HUM 1O OCHOBHBIM HHTETPaJbHBIM MOKa3aTessiM
a¢pdexTuBHOCTH.

[Ipexne Bcero, XoTenoch Obl OTMETUTH MOJIOKH-

TEJbHYIO JMHAMUKY CIIEYIOIINX MOKa3aTenei:

1. 3HauuTenbHOE TOBBILICHUE YPPEKTUBHOCTH HH-
Ba3WBHOM MpPEHATaIbHOW TUAarHOCTUKH (TIPOLICHT
ycTaHoBlIeHHbIX XA Ha 100 MHBa3UBHBIX MpO-
uenyp) ¢ 8,7% (ananutudeckue naHHbie Mo PO
2008-2009 rr.) mo 28,3 % B cpeaHeM.

2. CHibKeHHUE N0 KOPJIOICHTE30B (Hanbosee 3Ha-
YUMOMU 110 OCJIOKHEHUSM MAaHUIYIISAIIUU) B CTPYK-
Type MHBa3MBHBIX Ipouenyp no 14,6% B cpas-
Hernu ¢ 90% (aHanuTuyeckue naHHbIe MO PO
2008-2009 rr.) 10 HaYaIa peasu3aluy MPOeKTa.

3. 3Ha4MMO€ CHI)KEHHE TPYIIBl BBICOKOTO pHCKa
XPOMOCOMHOM maTonioruu y mioaa (chopMupo-
BaHHOW MO pe3ynbTaTaM HEWHBa3WBHOTO CKpH-
HuHra) ¢ 30% mno crpaHe (aHaIUTHYECKUE JaH-
Heie 10 PO 2008-2009 rr.) 1o 2 % B cpeaHeM, 4To
CYIIECTBEHHO CHHU3WIJIO YHUCIO HEO0OOCHOBaHHO
MPOBOANMBIX WHBA3UBHBIX IPOLIEAYP.

Bce ocHoBHBIE MOKa3aTeny, KOTOpbIE ObUIM JI0-
CTYTIHBI aHAJIU3Y U3 IPECTABICHHBIX PETHOHAMU OT-
YEeTOB, BKJIFOUCHBI B TAOJIUIIBI 1, 2 U CBUJICTEILCTRY-
0T O IIPOrPECCUBHOM CTaHOBJIEHUH MEXTyHApPOIHO-
ro cTaHjapra paHHEW MpPEeHATAJbHOW JHAarHOCTUKU
B P®. B tabnuie 1 npuseneHsl ceeienus mo 13 pe-
ruoHaM P® (13 29 BCTYNMUBIIMX B HOBBIM MOPSIOK
1171 8 2010-2011 rr.) B tuHaMuKe (10 COCTOSHUIO Ha
anpens 1 Ho10pb 2012 rona). B Tabnune 2 npencras-
JICHBI TIOKA3aTEIN U3 OJHOKPATHO YYACTBOBABIIUX B
aynute (HosiOpb 2012 rona) 19 peruonor. CBeneHus
Mo KO3 (UIMEHTY IMOMNaJaHus B JOMYCTUMBINA WH-
tepsai o TBII u uncno sxcneproB Y3/ B aTHX pe-
THOHAX He MpejcTaBieHbl. Bee gaHHble B Tabnumax
MIPUBEICHBI B CPABHEHUH C TIOKA3aTEIIIMU MEXKTyHa-
pOJHOTO CTaHapTa.

Pesynbrarel QenepanbHoro ayaura ObLTH OTpa-
>KEHBI B JIOKJIAaxX Ha 2 HAYYHO-TIPAKTHUYECKUX KOH-
(hepennusix denepanproro (Mockea, 6—7 nexadps
2012 rona) u oxpy»xkHoro 3HadeHus (IIpuBomxckuii
(denepanbubiii  okpyr, Kaszawb, 25-26 wmaprta
2013 roma). I'maBHBIC HOCTHIKEHUSI, OCHOBHBIC MPO-
OJIeMBI U yTH UX PEIICHUS OTPa’KEHBI B BBIBO/IAX.

BbiBOAbI

1. [omoxkuTenpHasi AMHAMHUKA IOKa3aresiei ooOpa-
IIAEMOCTH B OKPY)KHBIE, MEKTEPPUTOPHAIIbHBIC
U Jp. KaOWHEThI IPeHATAILHON JMAarHOCTHKH K-
CHEPTHOTO YPOBHS OINPENENSIOT BHICOKYIO 3aUH-
TEpEeCcOBaHHOCTh OEPEMEHHBIX JKCHIIMH U YICHOB
UX CEMEH B KaUE€CTBEHHO! paHHEH IIPEeHATAIbHON
TTOMOIIIH.

2. OrcyTcTBHE OTYETHOCTH IO 3arparinBaeMoi
dhopme u3 psajga cyobekroB PO (ApxaHresnbckas,
benropoxnckast, Bonoroackas, MBanosckas, MpkyT-
ckas, Kamyxckaa, Kuposckas, Hmwxeropoackas,
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Tabnuya 2
HMnTerpajbubie nokasareju 3p(GpeKTHBHOCTH PAHHEI0 NPEHATAJbHOI0 CKPpUHUHTIA 1 TpuMecTpa (%) B peruonax,
NpoLIeJINX OAHOKPATHBIN aynuT B 2012 rogy B cpaBHEHUH ¢ ME:KAYHAPOAHbIM cTangaproM FMF

[TokazaTtenu B paMKax BBIIOJIHEHHSI HATMOHAIBFHOTO MPOEKTa (JaHHbIe Ha HOSOpb 2012 1)
OXBaT CKpUHUHIOM Tpynmna Koppoueres Sddexrunocts NI (% XA or
Pernonst o pucka (%) (% B cTpyKTYpE
1o 14 nenensb, % (1:100) HHBa3. TIPOLLENYD) YHCJIa MTHBA3UBHBIX MTPOLIEAYD)
MesxryHapOoaHbIH 30 ) < ~15
CTaHIapT

TamboBcKast 00nacth 78 3,9 — —
Tynbckast 001acTh 4 7 3 15

Bpsnckas obmacth 46 2 18 15,7
Ps3anckast o0acThb 36,5 0,7 41 23
Pecny6nuka Mopnosust 69 0,4 0 0
Pecny6inka Mapuii D 84,7 1,5 0 20

Camapckast 005actb 93 1,7 0,5 31,8
OpenOyprckas o6macTh 28 1,2 28 40

PecnyOnuka Xakacust 89,2 3 31 22,8
Anraiickuil Kpait 33,8 2,2 80 10

Kpacnopmapckuit kpait 72,5 1,3 2,3 53,7

TromeHcKkas 001acTh 97 1,9 0 29,5
Kpacnospckuit kpait 1,5 1,5 0 —

Xantel-Manc. AO FOrpa 17,8 3,8 0 18,7
Kypranckas obiactb 81,8 2,7 92 8
AMmypckast o0actb 38 2 0 27
XabapoBckuii Kpait — 2,9 0 33
Cankr-IlerepOypr 41 1,6 1,4 11

MypmMmanckast 001acTh 83,2 43 61,4 15,7

Ilenzenckas, Ilepmckas, Csepmiosckas, Spoc-
nmaBckasi obmactu, 3abaiikanbckuii, CTaBpOIIOINb-
ckuit kpait, bypsarus u Skytus) TpeOyeT mpomnoi-
HUTEBHBIX MEPONPHUSITUN KOHTPOJIS HaJ BBIIOJ-
HEHHMEM ompeseieHHbIX HannoHaabHBIM HpOeK-
TOM 3aj1a4 co cTOpoHsl M3 PO.

3. Ilpodeccuonanshas moxroroska Bpaued Y3 u
JPYTHX CIICLHATIICTOB AJIsl paOOTHI B CHCTEME Ipe-
HaTaJbHOIO CKpPUHHUHTA | TpuMmecTpa HyXIaeTcs
B MaclITa0OMPOBAaHUM U JIOJDKHA MPOBOAUTHCS B
HETNPEPHIBHOM PEXHMME U B PaMKax €IMHON yueo-
HOW MPOrpaMMBbl € UCIOJIB30BAHUEM HECKOJIBKUX
y4eOHbIX 0a3.

4. TloBbimieHne yucna OepeMEHHBIX, 00CIEeayeMbIX
Ha JKCIIEPTHOM YPOBHE IPEHATaJIbHOM JHarHoc-
TUKH, 3aBHCHUT OT CBOEBPEMEHHOIO U JOCTOBEp-
HOTO MH()OPMHUPOBAHUS JKEHIMH O LEX, 3a1a-
YyaX paHHEro MPEHaTaJIbHOTO CKPUHHUHTA BpayaMH
aKylIepaMU-THHEKOJIOTaMH, OT CTENEHU HCIONb-
30BaHUsl CPEICTB MH(POPMALIUK ISl TIPECTaBIIe-
HUSl HACEJCHUIO U MEIUIMHCKOMY COOOIIECTBY
3HAaHUH O MEPONPHUATHUAX O MPOPHUIAKTHKE Jie-
TaJbHBIX W WHBAIMIU3UPYIOLUINX BPOXKIEHHBIX
HapyIlIEHUH pa3BUTUSA Y JETEN.

5. Perynspubiii aynut kauectBa [IC B cyObek-
tax P® onpexnensier HEOOXOAMMOCTb CO3JaHMS

®OenepanbHOT0 (OKPYXKHBIX) IEHTpa (OB) IS
WH(OPMAIIMOHHON, HAyYHOH W OpraHu3aluoH-
HO-METOJIUYECKOH MOACPKKU (PpenepanbHON CH-
ctembl [1]] B ensix onepaTuBHOTO yIPaBICHUS
JATbHEHINEro NoBbIIeHHS YPPEKTUBHOCTH paH-
Hero I1C.

THE MAIN RESULTS AND A CURRENT STATE OF THE
PROGRAM OF THE COMBINED PRENATAL SCREENING
OF 1 TRIMESTER IN THE RUSSIAN FEDERATION

Zhuchenko L. A., Andreeva E. N., Kalashnikova E. A.,
Lagkuyeva F. K., Otaryan K. K., Odegova N. O.,
Stepnova S. V., Yudina E. V.

m Summary: Prenatal diagnostics of anatomic and chromo-
somal defects at future child is represents high-allowing
technology in system of obstetric monitoring behind the
course of pregnancy and a condition of a fruit. Carry-
ing out reform of system of prenatal screening in territo-
rial subjects of the Russian Federation within transition
to the international standard of diagnostics to early terms
of the pregnancy which is carried out with support of the
Government, demands regular audit. The analysis of the
first results innovative for the country of mass combined
PS of 1 trimester is carried out with use of the uniform
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software, allowing to calculate individual risk of frequent
chromosomal aneuploidiya at a fruit on biochemical and
ultrasonic markers only on condition of existence of per-
sonal competence of the ultrasonographer.

m Key words: prenatal diagnostics; screening; chromosomal

anomaly; developmental anomalies; biochemical markers; ultra-
sonic research.

B AZipeca aBTOPOB /ISl llePEeNUuCcKH

JKyuenko Jlroomuna Anekcanoposra — JI.M.H. 3aBelyIOIIHii, mpodeccop
kypca. Kypc IlpenaranbHON QMarHoCTHKH Kadeapbl MeTUIMHCKOM
remetukn ['BOY IO PMAIIO M3 P®, . MockBa ¢ KJIMHUYECKOH
6azolf MenuKo-TeHeTHIEeCKOe OTICNCHHE AUATHOCTUKH, MOHHTOPHHTA
M PErucTpa BpOXKAEHHBIX MopokoB passurtus ['BY3 MOHUUNAT
Mocxkosckoii obmacti. 101000. r. Mocksa, ynuna ITokposka 22A. E-mail:
mrrem@mail.ru.

Anopeesa Enena Hukonaesna — accuctent Kypca KanamnvkoBa EneHa
ArnexcanipoBHa — K.M.H., 1oLeHT Kypca. Kype [IpenaranbsHol quarHoCTUKN
kadenpsl MmeuimHcko reveruxu 'BOY 1110 PMAIIO M3 PO, . Mocksa
¢ KIMHHYECKOH 0a30if Mennko-TeHeTHYeCKoe OT/AETICHHE IHArHOCTHKH,
MOHHTOPHHTAa ¥ PETHCTpa BPOXKACHHBIX IOPOKOB pasButuss ['BY3
MOHUMUATI Mockosckoit oonactu. 101000. . Mocksa, ynuna IlokpoBka
22A.101000. . Mocksa, ymuna ITokposka 22A. E-mail: mrrem@mail.ru.

Jlackyesa ®amuma Kamabunosna — K.M.H., JOUEHT Kypca. Kypc
IIpenaranbHOil auarHOCTHKY Kadeapsl MequIMHCKOH renetuxu I'BOY
JIIO0 PMAIIO M3 P®, r. MockBa ¢ kiauHHYecKod 0a3oii Memauko-
TeHEeTHYeCKOe OT/EJeHUE JHAarHOCTHKM, MOHMTOPHHIA M perucrpa
BPOXKAEHHBIX 1OpokoB passutust ['BY3 MOHHMHAIT Mockosckoit
obmactu. 101000. . Mockga, yauna IlokpoBka 22A. E-mail: mrrem(@)
mail.ru.

Omapsn  Kapune Kapionoéna — KM.H., acCHCTEHT Kypca. Kypc
[penaranpHOll AMATHOCTHKU KadeIpbl MeIUIMHCKOW reHetHku ['BOY
JIIO PMAIIO M3 P®, r. MockBa ¢ KJIMHHYeCKOW 0a3zoii Meauko-
TEHETUYECKOEe OTAENCHHE JHATHOCTHKH, MOHHTOPDUHTa M pErHCTpa
BPOKIeHHBIX TOpoKoB pazButusi ' BY3 MOHUU AT MockoBckoii ooiacTu.
101000. . Mocksa, ynuna ITokposka 22A. E-mail: mrrem@mail.ru.

Ooezosa Hamanvs Ocunona — Bpad MEJIMKO-TEHETUYECKOT0 OT/ICJICHUS -
KIMHHYeCcKoit 6a3sl kypca. Kype IIpenaranbsHO# nnarHocTHkH Kadeaps
meaunuHckoi renetuku ['BOY IIIO PMAIIO M3 P®, . Mocksa ¢
KIMHHYECKOW 0a30i MeauKo-reHeTHYeCKOe OTAEICHUE IUArHOCTHKH,
MOHHUTOPMHTA U PErucTpa BpOXKAEHHBIX IOpOKOB pasutus I'BY3
MOHMUAT Mocxkosckoit obmactr. 101000. . Mocksa, ynuma IlokpoBka
22A. E-mail: mrrem@mail.ru.

Cmennosa Ceemuana Buxkmopoeéna — Bpad METUKO-TCHETHYECKOTO
OT/AEIEeHUA-KIMHNYECKOM 0a3bl Kypca. Kypc [IpeHnaranbHoil 1narHocTuku
kapenpel MeauipHCKoM reHetukn ['BOY JIIIO PMAIIO M3 PO, r.
MockBa ¢ KIMHHYECKOH 0a30ii MeIUKO-TeHeTHYECKOe OTHCIICHUE
JIMarHOCTHKH, MOHUTOPUHIA U PETUCTPA BPOXKICHHBIX TOPOKOB Pa3BUTHUS
I'bY3 MOHUUAI MockoBckoii obmactu. 101000. . Mocksa, ymuna
TTokporka 22A. E-mail: mrrem@mail.ru.

FOouna Enena Bnaoumuposna — pM.H., mpodeccop Kypca. Kypc
TIpenaranbHOil aMarHOCTHKM Kadeapbl MeIMIMHCKON reHetnku ['BOY
JAIIO PMAIIO M3 P®, r. MockBa ¢ KIMHHYECKOM Oa3oit Memuko-
TEHETHYECKOE OT/ENICHWE JMAarHOCTUKH, MOHHUTOPHMHTAa W PErucTpa
BPOXKIEHHBIX TOpoKoB pa3Buts I BY3 MOHMUUAT MockoBckoii 06macTu.
101000. r. Mocksa, ynuua Ilokposka 22A. E-mail: mrrem@mail.ru.

Zhuchenko Lyudmila Aleksandrovna — MD. Manager, professor of the
Course. Course of Prenatal diagnostics of chair of medical genetics of
GBOU GBOU DPO RMAPO MZ Russian Federation, Moscow with
clinical base medico-genetic office of diagnostics, monitoring and the
register of congenital developmental anomalies of GBUZ MONIIAG of
the Moscow region. Moscow, Pokrovka street 22A. E-mail: mrrem@
mail.ru.

Andreeva Elena Nikolaevna — the assistant to the Course Kalashnikova
Elena Aleksandrovn — k.M.H. associate professor of the Course. Course of
Prenatal diagnostics of chair of medical genetics of GBOU GBOU DPO
RMAPO MZ Russian Federation, Moscow with clinical base medico-
genetic office of diagnostics, monitoring and the register of congenital
developmental anomalies of GBUZ MONIIAG of the Moscow region.
Moscow, Pokrovka street 22A. E-mail: mrrem@mail.ru.

Lagkuyeva Fatima Katabinovna — x.M.H. associate professor of the
Course. Course of Prenatal diagnostics of chair of medical genetics of
GBOU GBOU DPO RMAPO MZ Russian Federation, Moscow with
clinical base medico-genetic office of diagnostics, monitoring and the
register of congenital developmental anomalies of GBUZ MONIIAG of
the Moscow region. Moscow, Pokrovka street 22A. E-mail: mrrem(@)
mail.ru.

Otaryan Karina Karyunovna — x.M.H. assistant to the Course. Course of
Prenatal diagnostics of chair of medical genetics of GBOU GBOU DPO
RMAPO MZ Russian Federation, Moscow with clinical base medico-
genetic office of diagnostics, monitoring and the register of congenital
developmental anomalies of GBUZ MONIIAG of the Moscow region.
Moscow, Pokrovka street 22A. E-mail: mrrem@mail.ru.

Odegova Natalia Osipovna— the doktor of medico-genetic office - clinical
base of the Course. Course of Prenatal diagnostics of chair of medical
genetics of GBOU GBOU DPO RMAPO MZ Russian Federation, Moscow
with clinical base medico-genetic office of diagnostics, monitoring and
the register of congenital developmental anomalies of GBUZ MONIIAG
of the Moscow region. Moscow, Pokrovka street 22A. E-mail: mrrem(@)
mail.ru.

Stepnova Svetlana Viktorovna — the doctor of medico-genetic office -
clinical base of the Course. Course of Prenatal diagnostics of chair of
medical genetics of GBOU GBOU DPO RMAPO MZ Russian Federation,
Moscow with clinical base medico-genetic office of diagnostics,
monitoring and the register of congenital developmental anomalies of
GBUZ MONIIAG of the Moscow region. Moscow, Pokrovka street 22A.
E-mail: mrrem@mail.ru.

Yudina Elena Vladimirovna — MD, professor of the Course. Course of
Prenatal diagnostics of chair of medical genetics of GBOU GBOU DPO
RMAPO MZ Russian Federation, Moscow with clinical base medico-
genetic office of diagnostics, monitoring and the register of congenital
developmental anomalies of GBUZ MONIIAG of the Moscow region.
Moscow, Pokrovka street 22A. E-mail: mrrem@mail.ru.

ARYPHATD ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEN

TOM LXII BbIMYCK 3/2013

ISSN 1684-0461 W





