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PaGoTta BeImonHEeHa B ¢eepaabHOM OIOKETHOM 00pa30BaTEILHOM YUPESKICHHH JTOTIOJTHUTEIHLHOTO
npodeccuoHanbHOTO  OOpasoBanus  «Poccuiickasi ~ MEIUIIMHCKAs  aKaJeMusi  HEImPEepPhIBHOTO

npodeccuoHansHOro 00pazoBaHus» MuHHUCTEpCTBa 3paBooxpanenus Poccuiickoit @enepanuu

Hay4Hblii pyKOBOAUTEIb:

JIOKTOP MEIUIIMHCKUX HAyK, podeccop Tyxoaryaniun Myuup I'adbayiadparoBuy

OdunuanbHbie ONMOHEHTHI:

I'yc Auaekcanap MHMocudoBuy — [0OKTOp MEIUIMHCKUX Hayk, mnpodeccop, DenepaabHoe
rocyapcTBeHHOe Olo/pkeTHOoe yupexzaenue «HayuHblii LEHTp axymepcrBa, THHEKOJIOTUU U
nepunarosornn um. B.M. KynakoBa» MunucrepcTBa 3apaBooxpanenust Poccuiickonn ®enepaunuu,
OTJeNl BU3YAJIIbHOW JIWAarHOCTUKH, OTIEJICHUE YIbTPA3BYKOBOH M (DYHKIIMOHAIBHOW ITHArHOCTHKH,

IJIAaBHBIA HaY4HBIH COTPYAHUK

JceroB Mypaja A3eqMHOBHY — JOKTOP MEAMIMHCKUX HAyK, JOLEHT, PenepanbHOE rocy1apCTBEHHOE
OroKeTHOEe 00pa3oBaTeIbHOE YUPEKICHHUE BbICIIEro 00pa3zoBaHus «JlarectaHCKuil rocyiapcTBEHHBIH
MEAMIMHCKUI yHHMBepcuTeT» MuHHcTepcTBa 3apaBooxpaneHus Poccuiickoit ®denepanuun, xadenpa

Jy4eBOM TUArHOCTHKU U JIy4€BOH Tepanuu ¢ KypcoM yJIbTPa3ByKOBOW AMATHOCTUKH, TOLIEHT Kadeapbl

Benymas opranmsanusi: GenepaibHoe rocy1apcTBEHHOE O010KETHOE 00pa30BaTEIbHOE YUPEkKAECHUE
BbIcuIero oopasoBanusi «CaMapCcKuil rocy1apcTBEHHBIH METUIIMHCKUNA YHUBEPCUTET» MUHHUCTEPCTBA

3apaBooxpanenust Poccuiickoit denepannu

3amuTa guccepranuud  coctoWTes  «22» HosiOps 2023 1. B 10:00 wacoB Ha 3acemaHud
muccepranmonHoro cosera JICY 208.001.22 npu ®I'AOY BO Ilepsriii MI'MYVY um. 1.M. Ceuenona
MunsnpaBa Poccun (CeueHoBckuii YHuBepcuter) mo azapecy: 119435, r. Mocksa, yi. bombimas

ITuporosckas, 1. 6, ctp. 1

C nuccepranueit MmoxxHoO o3HakoMUTbest B [IHMB ®I'AOY BO Ilepseiit MI'MVY um. .M. CeuenoBa
Munsnpasa Poccun (Ceuenonckuii YuuBepcurer) (119034, r. Mocksa, 3y6oBckuii 6ynbBap, 1.37/1) u

Ha caiite opranuzarmu: https://www.sechenov.ru

ABTopedepaT pazociiaH « » 2023 .

VYueHslil cekpeTapb IUCCEPTALUOHHOTO COBETA

KaHIUAAT MEIUIIMHCKUX HAyK IMaBsoBa Oasra KOpneBHa
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OBILIASA XAPAKTEPUCTHUKA PABOTDBI

AKTYaJIbHOCTBh TEMbI HCCJIeJOBAHMS H CTElleHb ee Pa3padoTAHHOCTH

HecMmoTpst Ha 3HaUMTENbHBIC JOCTHKEHUS B OOJIACTH MPEHATAIFHOTO CKPUHUHTA, BKIIOYAOIIHE
u3y4yeHHe OMOXMMUYECKHX M T€HETHYECKUX MapKEPOB XPOMOCOMHBIX M BPOXIICHHBIX aHOMAJIMHA Kak B
MaTEpUHCKON KPOBH, TaK U B IUIALIEHTE, B aMHUOTHUYECKON KHUIKOCTU WM B IIyIIOBUHHOW KPOBH, UMEHHO
yIBTPAa3BYKOBOE MCCIICIOBAaHUE SIBJISIETCSI TOM OCHOBOHM, C YY4€TOM KOTOPOI'O CTPOUTCA IUIaH
nuarHoctudeckux Meponpusituit (Kopoctun, 1. O., 2019; Gareau-Leonard A., 2020; Grati F.R, 2020).

VibTpazsykoBoe wuccnenoBanne (Y3M) mimoma TO3BONMSET B paMKax KOMOWHHPOBAHHOTO
IPEHATATBHOIO CKPUHMHIA OLEHUTh TaKHE MapKepbl XpOMOCOMHBIX aHOMaIMi (XA), Kak paclIdpeHHe
TOJIIIMHBI BOPOTHUKOBOTO npoctpancTa (TBIT), runormasus HocoBeix koctelt (HK), kpoBoTOK B 0OsacTH
TPUKYCIUAATBHOTO KJIaraHa, 4acToTy cepaeuHbix cokpauieHuii (UCC), rpyOble MpU3HAKK BPOXKICHHBIX
aHoMamii u T.J0. B coueranmum c Ouoxummueckumu Mapkepamu (ypoBan PAPP-A u B-XT'Y),
YIBTPa3BYKOBbIE MapKepbl IO3BOJISIIOT BBISIBUTH CaMble pacnpocTpaHeHHble XA mioga ¢ 90%
qyBCTBUTEIILHOCTBIO M C YaCTOTOU JIOKHOMOJIOKHUTEIBHBIX 0TBeTOB 3—7% (I'yc A.U. u coasr., 2020).

O PEeKTUBHOCTb, YYBCTBUTEIBHOCTh M CHELU(PUUHOCTH KOMOMHHUPOBAHHOIO IPEHATAIBHOI'O
CKpPHMHHHIA JJOKa3aHbl Ha [IPUMEPE MHOTOUYMCIEHHBIX MEXIYHAPOIHBIX HCCIIEIOBAHUM, OOJIBIIMHCTBO U3
KOTOPBIX MPOBOJMJIOCH IOJI PYKOBOJCTBOM M HemocpeacTBeHHOM ydactiu Ponaa Meauuussl [lnona
(anrrit. Fetal Medicine Foundation) (Arigul T., 2020; Ziolkowska K., 2019).

B Poccun, ¢ MoMeHTa ouiansHOro BBeAEHH KOMOMHUPOBAHHOTO MPEHATAIBHOIO CKPUHHUHIA B
2010 1. Takke OBUIM TPOBEICHHI MACIITAOHBIE MHOTOIICHTPOBBIE HCCIIEIOBAHUS, JIOKA3bIBAIOIINE
3 PEeKTUBHOCTH KOMOMHUPOBAHHOT'O MIPEHATAIBHOIO CKPUHHUHIA KaK Ha (eiepalbHOM YpPOBHE, TaK U Ha
npuMepe OTIEIbHBIX CYOBEKTOB, TAKUX Kak MockoBckas o6iacTb, PoctoBckas o6nacts, JIeHMHrpaackas
obnactb, Kuposckas obnactb, Pecriyonuka Tarapcran u 1.1, OnHako B OOJBLIMHCTBE HCCIIEIOBAaHHUN
000011IeHbl JTaHHBIE BCETO HECKOJIBKUX JET (2—3 roja) U OTCYTCTBYIOT HCCIENOBaHHS PPEKTUBHOCTH
NPUMEHEHUSI TIPEHATAIbHOTO CKPHHKHTA B TorocpouHoii neperektuse (Kyuenko JILA. u coasr., 2014).

bonee toro, HecMOTpst Ha 3(h(HheKTUBHOCTh KOMOMHHUPOBAHHOIO MPEHATAIBHOIO CKPUHUHTA, BCE
€lle BBICOKOM OCTaercs 4acToTa JIO)KHOOTPHUILATENBHBIX PE3yJbTaroB. JIOXKHOOTpHLIATENBHBIMU
CUMTAIOTCSl BCE pE3y/bTaTbl KOMOMHHMPOBAHHOIO IIPEHATAJIbHOIO CKPUHUHIrA, KOoraa y OepeMeHHOM
JUArHOCTUPYETCS HU3KUM WM CpeIHUM pUCK XA IUIOZA, OJHAKO BO BTOPOM M TPETBEM TPHUMECTpE
06epeMEHHOCTH WJIU TI0CTIE POIOB BhIABIAETCS XA.

Oco0eHHYI0 aKTyaJbHOCTH MpOOJieMa JIOKHOOTPHUIIATENbHBIX PE3YJAbTATOB IMPUOOpPETaeT MNpH
cunnpome JlayHa y rioja, moToMy 4To, ¢ OJJHOW CTOpPOHBI, 3T0 camas 4yactras XA (Anselem O., 2020;
Zhang W., 2020). C npyroii croponsl, Bcero 60—80% ciydaeB Tpucomuu 21 BBUIBISIOTCS B TIEPBOM

TpuMmecTpe OepemeHHoCcTH, U emie 18-33% Bo BTOpoM TpuMmecTpe OepeMEeHHOCTH. ITO O3HAYaeT, 4To
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npub3uTeNnsHO B 2-22% ciydaes CJ] auarnoctupyrores Bo Bpemsi pogos (Borrell A., 2019; Ferrier C.,
2019; Pistorius L., 2019).

B cBs3M C 3TUM, CTAHOBUTCS OYEBHIHBIM HEOOXOAWMOCTH TIOBBIIMICHUS JHArHOCTHYECKOU
TOYHOCTM  TPEHATAIbHOTO  CKPUHMHIA, JUISl  BBIBICHHMA  NPOMYIIEHHBIX IO  pe3ysbTaram
KOMOMHHUPOBAHHOTO IPEHATAJIbHOTO CKPHUHUHTAa XA BO BTOPOM U TPETbEM TpUMECTpe OepeMEeHHOCTU
(Afshar, Y., 2019, Buyukbayrak E.E., 2020; Erkamp J.S., 2020).

Ha yxa3ansbix cpokax Y3U miona mpoBOAUTCS MyTE€M OLEHKH «MATKMX MapkepoB» XA. Ilonck
JTAHHBIX MApKEPOB C OJIHOW CTOPOHBI HE TPeOYeT CrelHanbHON NMepenoAroToBky Bpaya Y3/, motomy 4to
SIBJIICTCSL ICTAIbHOM OLICHKOM BCEX aHATOMMYECKMX XapaKTEpPUCTHK IU1oaa nipu nomouu Y3U, ¢ npyroii
CTOPOHBI, HANPSIMYIO 3aBUCUT OT ONbBITA Bpada M YPOBHS MpaKTUYecKoW noarorosieHHocTu (Beke A,
2019; Desai P., 2019; Singh Ch., 2020). B cBsi3u ¢ TeM, 4TO KOJMYECTBO KBATH(DUIIMPOBAHHBIX IKCIIEPTOB
denepanbHOrO YPOBHS CTPOrO OTPaHUUEHO, U pabOTAIOT OHU B peepPEHCHBIX MEPUHATAIBLHBIX LIEHTPAX,
HeoOXoaMMa pa3paboTKa CHEeUUATbHBIX JAUATHOCTHUECKUX alrOpUTMax Ui oTOopa OepeMEeHHBIX IS
o0cJie1oBaHui Ha SKCIIEPTHOM YPOBHE.

Jlo HacTosIero BpEMEHH B JIUTEpaType OTCYTCTBYIOT JAaHHbIE OO0 W3Y4YEHUU KpPUTEPUEB
3¢ (peKTUBHOCTH MPEHATaTILHOTO KOMOMHUPOBAHHOTO CKPUHUHTA B OTZEIBHO B3ATOM cyObekTe PD Ha
MPOTSKEHUH OOJIBIIOTO MPOMEXKYTKA BpeMeHH (>5 Jer).

Bonee Toro, B MUpOBO# JIUTEpaType OTCYTCTBYIOT YOSIUTEIbHBIC JaHHBIC 00 OOIICHPHHSITHIX
KPUTEpUAX pasrpaHUyeHMs] TIpynmnbl cpeaHero pucka no XA 1wioga 1o pesyibTaraM
KOMOMHHPOBAHHOTO MPEHATANbHOTO CKpPUHHMHTA. llpW HanuuMM 4YeTKuX alrOpUTMOB BeJIEHUS
OepeMEeHHBIX TPYIIBI BHICOKOTO M HU3KOTO pHUcKa 1Mo XA 1ioja, OTCYTCTBYIOT BalHIW3HPOBAHHBIC
PEKOMEHIallMK O YacTOTe U crocobax nmpoBeneHuid Y3U y 6epeMeHHBIX TPYIIBI CPEHETO PUCKA.

B cBsa3u ¢ oueBuAHBIM (paKTOM, UTO HYACTOTA JIO)KHOOTPHULIATENBbHBIX Ppe3yJbTaTOB BCE Elle
OCTaeTcsl BBICOKOM, YTO C OIHOM CTOPOHBI CBS3BIBAIOT ¢ HecoOmonaeHueM ainroputMoB FMF, ¢ apyroii
CTOPOHBI — C OTCYTCTBHEM TPYObIX CTPYKTYPHBIX aHOMAJHMi, JOCTYIHBIX OIEHKE MpU TOMOIIH
yABTPa3BYKOBBIX MeTofoB  wmccnenoBanus (Emenbsnenko E.C., 2019), cTaHOBUTCS OYEBHIHOM
HEOOXOAMMOCTh YCOBEPIIIEHCTBOBAHUS MPOTOKOJIOB HAOMIO/EHHs 32 OEpEeMEHHBIMU TPYIIbl HU3KOTO U
CpEIIHEro pUCKa BO BTOPOM U TPETHEM TPUMECTpE OEPEMEHHOCTH. ITO BO3MOXKHO MyTEM KaK YBEIUYEHHS
YacTOThl YJIbTPA3BYKOBBIX HCCIEIOBAHUM Y CIEUATBHO OTOOPAHHBIX OepeMEeHHBIX (KOHTHHIEHTHBIH
CKPUHHMHT), TaK W YyBEJIMYEHUS KadecTBa OOCIIelOBaHUM, IyTeM TMpHBIeUeHHUs Haubosee
KBAIM(UIIMPOBAHHBIX 3KcTiepToB Y3 /1.

ean uccaenoBanus

N3yunTh BO3MOXHOCTH M OLIEHUTH posib 3xorpapuueckux mapkepos II u III Tpumectpa

6epeMeHHOCTI/I B IMArHoCTUKE XPOMOCOMHBIX aHOMAITNH Yy I1oJa B rpymnmnax CpeaHero U HHU3KOI'o
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pucka, c(hOPMUPOBAHHBIX IO pe3yibTaTaM KOMOMHHUPOBAHHOTO TMPEHATANbHOTO CKpUHUHTA |
TpUMeECTpa.
3agaum uccjie0BaHus

1. TIlpoBectu pETPOCHEKTHUBHBIA aHAIW3 BCEX JIOKHOOTPHUIATEIBHBIX PE3YJIbTATOB,
AQHTEHATaJbHOM, MOCTHATAJILHON YIbTPa3BYKOBOH M J1a0OpaTOPHOM JUMArHOCTHKH XPOMOCOMHBIX
QHOMAJIMH Yy IIJI0J1a U HOBOPOXKJACHHBIX.

2. Pa3paboTarth KpUTEepHH pa3rpaHU4eHUs OEpPEeMEHHBIX TPYIIBI CPEAHEr0 M HU3KOIO pUCKa
XPOMOCOMHBIX aHOMAJIMH y MJI0/1a JUIsl BBIOOpa METO/1a YJIbTPa3ByKOBOTO MOHUTOPHUHTA.

3. U3yunTh CieKTp yapTpa3ByKOBBIX MapKEPOB U MOPOKOB PA3BUTHUSA Y IJIOJIOB C XPOMOCOMHOM
anomanueit Bo I u Il TpumecTpax GepeMEHHOCTH B IpyIIax CPEIHEro M HU3KOTO PUCKA.

4. OueHuTh AUArHOCTUYECKYI0 MH()OPMAaTHBHOCTh AITOPUTMA YIbTPa3BYKOBOW JHUArHOCTUKU
€aMoro 4acToro XpoMOCOMHOTO 3aboneBanus y rmiojga — curiapoma Jlayna, Bo II u III Tpumecrpax
OCpPEeMEHHOCTH.

Hay4yHasi HOBH3HA

BriepBrle, Ha OCHOBaHMM aHanW3a JaHHBIX 3a 9 Jer omneHeHa 3((HEKTUBHOCTH
KOMOMHHPOBAHHOTO TPEHATALHOTO CKPUHHMHrAa Ha MpUMEpe OTAeNbHOro cyOnekTa Poccuiickoit
®enepanuu.

Pa3paboranbl kpuTepuum Ais pasrpaHUueHUsi OEpPEMEHHBIX TPYINIbl CPEAHETO0 pHCKa
XPOMOCOMHBIX aHOMAJIUH Y IIJI0/a.

BrnepBeie pa3pa®oTaH, 3amaTeHTOBaH M BHEAPEH B MPAKTUYECKYIO JI€ATEIBHOCTH CIIOCO0
BBISIBIICHHS] XPOMOCOMHBIX aHOMAJIMH y IJIOZ0B OEPEMEHHBIX TPYIIBI CPETHEr0 U HU3KOTO pHCKa IO
pe3yibTataM KOMOMHHPOBAaHHOTO IPEHATAJIbHOTO CKPUHMHIAa BO BTOPOM M TPEThEM TPUMECTpE
6epemennoctu. [latent B coaBropctBe Ne 2760701.

BriepBeie n3ydueHa 4yBCTBUTEIBHOCTD YJIBTPA3BYKOBBIX MAPKEPOB XPOMOCOMHBIX aHOMAJIHUH y
IUI0/1a BO BTOPOM M TPEThEM TpUMeECTpax OEpeMEHHOCTH B IpYIIaxX CPEJIHEro W HU3KOIO pHCKa,

c(hOopMUPOBAHHBIX IO pe3yIbTaTaM KOMOMHUPOBAHHOTO MPEHATAILHOTO CKPUHUHTA.

Teopernueckasi 1 NpaKTHYeCKasi 3HAYUMOCTb PadoThI

Pa3paborana u BHeIpeHa B KIMHUYECKYIO MPAKTUKY Hay4dHas ujes oToopa OEpeMEHHBIX U3
Ipynmnbl HU3KOTO U CpPEAHEro pucka IO pe3yiabTaTaM KOMOMHHMPOBAaHHOIO CKPUHMHIA, MJIs
HaOJr01eHNs KBATU(DUIIMPOBAHHBIMH SKCIIEPTAMH YIbTPa3BYKOBOU JUArHOCTHKH.

[IpennokeHsl U BaMIUAU3UPOBAHbI KPUTEPUU AJI Pa3sTPAaHUYECHUS TPYIIBI CPEIHETO PUCKA IO
pe3ysibTaTaM KOMOMHHUPOBAHHOTO MPEHATAIIbHOTO CKPUHHHTA.

Ha ocHoBaHuM NpPOBENEHHOIO HCCIIENOBaHUS ONTHUMU3HPOBAH JAMATHOCTUYECKUN aTOPUTM
BBISIBJICHHS] XPOMOCOMHBIX aHOMAJIMK Yy MJI0Ja y OEpEeMEHHBIX TPYIIIbI CPEJHETO0 U HU3KOT'O PUCKA BO

BTOPOM U TPETbEM TPUMECTPE OEPEMEHHOCTH.
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JlaHHBIE TIPOBEJICHHOTO UCCIICAOBAHUS aKTyalbHBI [UTSl BpaueH yabTPa3BYKOBOW THArHOCTUKH,
JUTSL aKyIIEPOB-TUHEKOJIOTOB, ISl Bpayel MEeIMKO-TeHETUYECKOW KOHCYNIbTAllMd BHEJPEHUEM HOBOTO
ITOpUTMA yIBTPA3BYKOBOW TUATHOCTHKHU CUHApPOoMa JlayHa y m1o/1a BO BTOPOM B TPETHEM TPUMECTPE
OEpPEeMEHHOCTH.

MeTox0J10THSl 1 METObI HCCIeI0OBAHUS

Merojonorudeckasl 4acTh HCCIEJOBaHHMS BKJIIOUMIA B ce0s COBOKYIMHOCTH METOMOB,
OTPAKAIOIIUX OSMIMPUYECKUM W TEOPETUYECKUU YPOBHU IO3HAHMUA. TEOpEeTHYECKHE METOJbI:
U3y4eHHE JIaHHBIX CIEUATU3UPOBAHHOM JIUTEpAaTypbl M IMyOIMKaLui 1o npobiieMe MpeHaTaabHON
JUArHOCTUKM XA 1IUIOZa YyJIbTPAa3BYKOBBIMH METOJAMHU HCCIIECJOBAHMS, CHUCTEMHO-CTPYKTYpPHas
OpraHM3alMsl HCCIEI0BaHUS, CPABHUTEIbHO-CONIOCTABUTEIbHBIM METOA. OMIIMpPHYECKas 4acTb
BKJIIOUaJIa B ce0s1 cOOp M CHCTEMATU3alMIO JaHHbBIX, COCTABICHUE IUIaHA HCCIICIOBAHUS, IIPOBEICHUE
UCCIICOBAaHNM, BBIABM)KCHHE THUIOTE3, a TaKK€ METOJ ONMCAHHWA M IIEepeBOJa IOJyYEHHBIX
pe3yibTaToB B TaOMMIBl M AuarpaMMmbl. JlaHHOe wHccileoBaHUE SIBISETCS PETPOCHEKTHUBHBIM

KOT'OPTHBIM HCCJICAOBAHUCM, C OTACIIbHBIM 3TAIIOM IIPOCIICKTHBHOI'O UCCIICIOBAaHUAA.

OO0BbeKT U MpeIMeT UCCJIeTOBAHNUS

OOBEKTOM  HCCIENOBAaHUS SIBISUINCH  OEpeMeHHbIE, NpOoIIeAIIne KOMOWHHPOBAHHBIN
npeHataibHbld CKpuHHHT 3a mnepuoa 2012-2020 rr. B Pecmy6nuke Tartapcran. Ilpeamerom
UCCIJIEIOBaHMsl SIBIISUIACh IIpoOJieMa CIOKHOCTU BBISBIICHUs cHHIpoMa JlayHa y miiona BO BTOPOM U
TPEThEM TPUMECTpE y OEpPEeMEHHBIX TPYIIIBI CPEIHEr0 W HU3KOr0 PHUCKa, C(HOPMHPOBAHHOTO TIO
pe3ysibTaTaM KOMOMHHPOBAHHOTO TPEHATATHHOT'O CKPUHUHTA.

IloJ103keHNsl, BBIHOCHUMbIE HA 3AIUTY

1. Onpeneneno, 4To OTCYTCTBUE IXOrpaUuecKuX MapKepoB B MEPBOM TpUMeCTpe GopMUpyeT
JIOJII0  JIOXKHOOTPHUIIATSIIBHBIX CIIY9aeB XPOMOCOMHBIX AHOMAJIHMHA Yy TUI0Ja, KOTOPHIE BO3MOXKHO
JTUATHOCTHPOBAaTH BO BTOPOM M TPEThEM TPUMECTpaXx OEPEMEHHOCTH C TIOMOIIBIO BBISIBICHUS
sxorpauyecKux MapKeposB.

2. YCTaHOBIEHO, YTO HEONArOMPUSITHBIMU KPUTEPUSIMH, HATUYHSI XPOMOCOMHONW aHOMAIHUU Y
wioJa BO BTOPOM M TPEThEM TpHUMECTpax OEpPEeMEHHOCTH SBISIOTCS: HalWuue Jake OJHOTO
sxorpayeckoro Mapkepa B TPYIIEe CPEAHETO pHCKa IO pe3yldbTaTaM KOMOWHHUPOBAHHOTO
MPEHATATHHOTO CKPHHUHTA, KOTOpas (OPMUPYETCS TPH HATUYHH JIIOOOTO W3  CICIYIOIINX
Omoxummuuecknx MapkepoB: ypoenb BXIY Gomnee 1,7 MoM, ypoBenr PAPP-A menee 0,5 MoM,
cootHomenue XTI (MoM)/ PAPP-A (MoM) Bertie 2 u ogaoBpemeHHoe cHuxkernne XTI u PAPP-A
menee 0,5 MoM.
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3. O6ocHOBaHO, YTO YJIBTPAa3BYKOBOE HCCIIEJOBAaHHE B TPETHEM TPUMECTpEe OEpEeMEHHOCTHU SIBIISIETCA
HEOOXOJUMBIM ITAllOM B JUArHOCTUKE MO3AHO MAaHU(ECTUPYIOIIUX MOPOKOB PAa3BUTHS y IUJIOJOB C

XPpOMOCOMHBIMH AHOMAJINAMMH.

CreneHb 10CTOBEPHOCTH U anipodauus pe3yJbTaTOB

HuccepranyionHass pa0boTa COOTBETCTBYET NPHUHIMIIAM M CTaHJapTaM JI0Ka3aTeJIbHOM
MeauuHbl. O JTOCTOBEPHOCTH MOJIYYEHHBIX PE3yJIbTAaTOB CBUACTEILCTBYIOT apryMEHTHPOBAHHBIN
BHIOOp IENM M TOCTAaHOBKA 3a/a4 HCCIEIOBAHUSA, PENPE3CHTATUBHOCTh BHIOOPKH IAaLMEHTOB,
NPUMEHEHHE COBPEMEHHBIX METOJIOB JMAarHOCTUKH M METOAOB CTaTHCTUYECKOH 00paboTKu
MOJIy4YEHHBIX JaHHBIX.

Pesynbratel uccnenoBanus obcyxnanuchk Ha Il cbe3ne Bpaueil ynbTpa3ByKOBOM JMAarHOCTUKH
[TpuBomxckoro denepansnoro okpyra (Kazans, 2009), XII cbe3ne Poccuiickoii accormanuy Bpadeit
yIbTPa3ByKOBOM JUArHOCTUKU B nepuHarosnoruu u ruHekosnoruu (HeOyr, 2012), PecnybnukaHckoit
MeXpernoHanbHON KoHbpepeHuuu «Peanuzaius HaloHaabHOTro mpoekta «IIpeHaTtanbHas qopooBas
JTUArHOCTHKA HApYIICHUN pa3BUTHUS peOeHKa». AKTyalabHbIE MPOOIEMbI MPEHATATbHONW JIUAarHOCTUKU
(Kazanp, 2012 1.), 12th World Congress in Fetal Medicine (Map6enssi, Ucnanus, 2013), III cve3zne
CIEIMAJINCTOB YIbTpa3ByKoBoil nuarHoctuku IIpusBomkckoro denepansHoro okpyra (Kaszans, 2014),
Poccuiickom konrpecce «Pamuonorus — 2014» (Mocksa, 2014), VII cee3zne Poccciickoit acconmanyu
CHEIMAIIMCTOB yIbTPa3BYKOBOW MUArHocTHKU B MmenuiuHe (Mocksa, 2015), 29th World Congresson
Ultrasound in Obstetrics and Gynecology (bepmun, I'epmanus, 2019), V cwesne Acconmanuu
CHEMAINCTOB MenuluHbl 1miona «HamnuonanbHOro oOLIECTBA NpPEeHATAIbHOM MEAMIMHBD) C
Bceepoccuiickoll HaydHO-IPaKTUYECKOM MIKOJI0M «Peanu3anus npenatanpHoro ckpununra BITP u XA
B cyobekTax Poccuiickoit ®enepaunn» (Mocksa, 2020), VIII Beepoccuiickoii HayqHO-IPaKTUYECKOM
KOH(pepeHIIMH «AKTyaJlbHble BOINPOCHl  yIbTpa3BykoBoi  nuarHoctukn» (Kazawp, 2021),
MexpervuoHaibHOM (QopyMe CIEeUUaINCTOB PENpOAYKTUBHONM MeAMIMHBI «YenoBek poauscs»
(Kazanp, 2022), Ha V cbe3ne CHENUATUCTOB YIBTPA3BYKOBOM TUArHOCTHKU [IpuBOIIKCKOTO
denepanbaoro oxpyra (Camapa, 2023). AmnpoOarusi AMCCEpTAIIMOHHOM paboOThl TMpoBeneHa Ha
MexxkadenpanbHOM 3aceqaHuM  Kadenpel ynbTpa3BykoBoi auarHoctuku KIMA u  kadenpsr

akymepctBa u ruHekosoruu Ne 1 KMV (r. Kazanb, 06.10.2021, npotokon Ne 19).

BHenpenue pe3yibTaToB HCCAECAOBAHUSA B IPAKTUKY

HapabGotku, monmydeHHbIe B XO/€ TUCCEPTAIMOHHOTO HCCIENOBaHMS, UCHONb3YIOTCS B Y4eOHOM
nporecce kKadenpbl yabTpa3BykoBoil guarHoctuku KIMA — ¢ummana OI'BOY IO PMAHIIO
Munsnpasa Poccun. OHM BHEAPEHBI B IPAKTUYECKYIO IEATENBHOCTh OTAEIEHHSI MEAUKO-TEHETUUECKOMN
koHcynbTanmu ['AY3 «Pecnybnukanckas KIMHUYecKas 00JbHULIa» MUHHCTEPCTBA 3/1paBOOXPaHEHUS

Pecniy0nuku Tarapcran (akt BHeapenus Ne 5993 ot 01.10.2020).
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JIMYHBIN BKJIAA

ABTOp yuyacTBOBaJIa B pa3pabOTKe W€, Iu3aiiHa UCCIIEI0BaHUs, [IOCTAHOBKE LENel U 3a1ad
uccnenoBanus. JINYHO aBTOpPOM OBLIM BBHIMOJHEHBI KOMOWHUPOBAHHBIM MPEHATANBHBIA CKPUHUHT H
yIABTPa3BYKOBOE HCCIENOBaHME IUIOAA BO BTOPOM M TPETbeM TpUMECTpe OEpeMEHHOCTH,
chopmupoBaHa 06a3a JaHHBIX, IPOBEJCHA AHAINTHYECKAss M CTaTHCTUYECKas 00pabOTKa MOIYy4EHHBIX
JAHHBIX; OTYET O MOJYYEHHBIX JAHHBIX B IMYOJHMKAIMAX, YCTHBIX M MOCTEpHBIX Aokianax. Ilomyden
nateHT Ne2021110444 «Cnoco0 BbIABIECHUS XPOMOCOMHBIX aHOMAJIUN Y TUIOA0B OEPEMEHHBIX IPYIIIIbI
HU3KOT'0 PUCKA IO pe3ysibTaTaM KOMOMHHUPOBAHHOI'O IIPEHATAJIBHOIO CKPUHHUHIA BO BTOPOM U TPEThEM

TpUMeCTpe OEPEMEHHOCTH .

HyﬁJ’II/IKaIII/II/I Imo TeMe Juccepranuun

[To teme mucceprammoHHoi paboOThl omyOnMKoBaHO 15 pabor, B ToM uucie: 4 cTaTbu B
HAyYHBIX DPELCH3UPYEMbIX H3JIAHMSIX, COOTBETCTBYIOIIUX KPUTEPHUSM M TMEPEUHIO PELEH3UPYEMbIX
HAy4YHBIX W3JIaHui, pekoMeHaoBaHHbIX BAK mpu Munobpnayku Poccuu; marent Ne 2760701 B
coaBTopcTBe «Croco0 BBISBICHUS XPOMOCOMHBIX aHOMAJUI Y TUIOJ0B OEPEMEHHBIX IPYIITBI HU3KOTO
pUCKa TIO pe3yibTaraM KOMOWHHUPOBAHHOTO IIPCHATAILHOTO CKPUHUHTAa BO BTOPOM U TPEThEM

TpuMecTpe 6epemeHHocTHY; 10 MaTepuanoB KoH(pepeHINH.

CooTBeTCTBHE AUCCEPTALIMHA MMACIIOPTY Hayqnoﬁ CIICHUAJBbHOCTH

Huccepranysi COOTBETCTBYET MAacmopTy Hay4yHOW crnenuainbHoctd  3.1.25.  Jlyueas
TUArHOCTHKAa M 00JacTh WCCleNoBaHMUS TM.l: «IMarHOCTUKa UM MOHUTOPHHT (U3UOJOTHMYECKUX U
MATOJIOTUYECKUX COCTOSIHHMM, 3a0oJeBaHUil, TpaBM U TOPOKOB pa3BUTHI (B TOM 4YHUCIE
BHYTPUYTPOOHO) IyTE€M OLIEHKM KAayeCTBEHHBIX M KOJMYECTBEHHBIX MapaMeTpOB, IMOIYYaeMBIX C

IIOMOIIBIO METO0B quCBOﬁ JUArHOCTUKH .

CTpykKTypa u 00beM auccepTaALUU

Huccepraiust u3noxkeHa Ha 165 cTpaHuIlax, COCTOMT M3 BBelIEHHs, Tpex IyaB (0030p
JUTEpaTyphl, MaTepuallbl M METOJbl MCCIEIOBAHUSA, PE3YNbTaThl HCCIEIOBAHUS), 3aKIIOUCHMS,
BBIBOJIOB, TPAKTUYECKUX PEKOMEHJAlMi, CHUCKAa COKpAlleHUH M CIHCKa MCIOJIb30BaHHON
mutepatypsl. [locnennuit Bkmtowaer 244 ucTtoyHuKa JuTeparypbl, 51 oredecTBeHHbIX H 193

UHOCTpaHHbIX. JluccepTralys WTIoCTpupoBaHa 16 Tabnunamu u 44 pucyHkamu.
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OCHOBHOE COJAEPKAHUE PABOTbI

XapakTepucTHKA MAaTEPHAJIOB U METOI0B HCCJIeIOBAHUS

B 0OCHOBY [aHHOro JIUCCEPTAllMOHHOIO MCCIEAOBAaHUS IIOJOKEH aHalu3 pe3yjIbTaToB
IPOBEICHUS MpeHaTalbHOro cKpuHHHTra B Pecnybnuke Tartapcran 3a mepuon ¢ 2012 mo 2020 r. 3a
YKa3aHHBII MEpHoJ B JKEHCKUX KOoHCynbTanusx PecnyOmuku TaTapcraH Ha y4yeT ObLIM MOCTaBIICHBI
402 513 GepeMeHHBIX JKEHIIUH, U3 KOTOPBIX Ha cpoke OepemeHHoctH A0 14 Henens — 371 860. Beero
3a mepuox 2012-2020 rr. B paMkax KOMOWHUPOBAHHOTO IPEHATAIBHOTO CKPUHUHra ObUTH
oOcnenoBanbl 320 242 GepeMEHHBIX, 4TO cocTaBuio 86,12% OT Bcex OEpeMEHHBIX COCTOSIIUX Ha
ydeTre Ha Cpoke OepeMeHHOCTH 10 14 Hemenab, W3 HUX, pacdyeTHO BBICOKHH pucK (>1:100) Obur
oOHapyxeH y 7099 (2,2%). Bcem OepemMeHHBIM TpyHIbl BBICOKOTO pHCKa ObUIa pEeKOMEHIOBaHA
WHBa3uBHas nuarHoctuka. Jomunupytomei UIIJ sBnsercs 6uoncust Bopcud xopuona (69,8%; 4024
u3 5764). Jlumupyromumu XA oxazanuck Tpucomuu 21, 18 u 13 (75,7%; 1006 u3 1329).

Jn3aiin ucciaeaoBaHus

B ocHOBY paboThl MONIOKEH aHAMM3 OEpPEeMEHHBIX, 00CIEOBaHHBIX B paMKax MPEHATaJIbHOTO
ckpuauHT 2012-2020 rT., KOTOpBIE OBLIN Pa3AeICHbI B CICIYIONINE TPYIIIbL:

OcnoBHas rpymmna — 198 321 G6epeMeHHBIX, KOTOpbIe ObLTH 00CIEOBaHBI B PAMKaX PaHHETrO
npeHaTanbHOro ckpuHuHra ¢ 2015-2019 rr. U oTCIEKEeHBI 10 MOMEHTa pojoB (Bo3pacT: 33,3+6,2,
MHH.—MaKc.. 22—46).

['pynna ucropudeckoro Koutpoisisi — 114822 GepeMeHHBIX, KOTOpBIE ObUIM OOCIETOBaHBI B
pamMKax KOMOMHMpPOBAHHOI'O NMpeHaTalbHOro cKpuHHUHTra ¢ 2012-2014 rr. u oTciexeHsl 10 MOMEHTa
pomoB (Bo3pact: 31,7+5,6; mun.—makc.: 21-42).

OcHOBHas 1 KOHTPOJIbHAs IPyTIa ObUTM CONOCTaBUMBI 110 BO3pAacTHOMY Mpu3Haky (p>0,05).

Ha nmnpumepe OCHOBHOII M KOHTpPOJILHOM TIpynmbl ObUIM  CONOCTaBIEHBl KPUTEPUU
3¢ (HEeKTUBHOCTH MPEHATATbHON TUAarHOCTUKHU, B YACTHOCTH — YacToTa BblsiBieHUs: CJ] mocTHaTaslbHO,
a TaKkKe YYBCTBUTEIBHOCTb, CHEHU(PUYHOCTb, IIAHC HMMETh AHOMAJbHBI KAapUOTUIl TMpU
MIOJIO)KUTEIIBHOM PE3YJAbTaTe TeCTa M KOJWYECTBO JKEHIUMH, NPOMIENMX CKpUHUHT Ha 100
pE3yJIBTaTOB.

Jlanubie OMoXUMHYECKOTr0 U Y3 CKpUHMHTA BBOJWINCH B MPOTPAMMHBIN MPOAYKT «ACTpasi»
(Astraia Software Gmbh, Mronxen, ['epmanusi), KOTOpBI BBICUMTHIBACT WHIWBUIYATbHBIA PHCK
6epemenHoil mo tpucomusm 21, 18 u 13 mona. Kak BugHo u3 Pucynka 1, GepeMeHHbIE TpyHIIbI
BBICOKOT0 pHcka Hampasisitorcss Ha WIIJ[, GepemeHHbIe TpyIBl HU3KOTO pUCKa Ha CKpUHMHT [l
TpuMecTpa B KaOwHEThl Y3UM KEHCKMX KOHCYJIbTallMid, a OepeMEHHBIE TPYIIBI CPEAHETO pPHCKa

AKTHUBHO BBI3BIBAIOTCS HA JOIIOJIHUTCIIBHBIC O6CJ'I€,HOBaHI/ISI.
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UceneposaHune PAPP-A
n cB. B-XTY (11-13"° Hepensb
6epemeHHOCTH)

KnuHnyeckne paHHble:
BO3pacT MaTepu, aHamHes,
KO/IMYECTBO NN0OA0B

Y3 namepenue KTP, TBN, HK,
KPOBOTOKA B BEHO3HOM MPOTOKE 1
8 061aCTU TPUKYCNNAANBHOTO

KnanaHa, YCC nnoga

[ |

CpenHuii puck
(1:100-1:1000)

l | I

KoHcynbTaumsa Ha npegmeTt
WHBA3MBHOM AVArHOCTUKWN

Bbicokui puck (>1:100) Huzkuii puck (< 1:1000)

IV aTan npeHaTanbHOro
obcnegosaHmnal

Il 3Tan npeHaTanbHOro
obcneposanmal

1. ckpuHUHT BO || TpUMeEcTpe,

Buoncua sBopcuH
XOPUOHa

L ]
|

AHOMaNbHbIN
KapuoTtun

KoHCynbTUpOBaHME CEMbM OTHOCUTENBHO
NPONOHIMPOBaHUA 6EPEeMEHHOCTH

AMHUOUEHTE3

2. HabnwgeHWe aKyliepa-TMHeKoNora

HopmanbHbiii
KapuoTtun

Pucynok 1 — Airoput™M KOMOMHHPOBAHHOTO MPEHATAILHOTO CKPHHUHTA HA CPOKE
o6epemennoctu 11-13+6 Henens

1. Dransl npeHaTaabHOrO 00CIe0BaHus IpUBeACHbI Ha Pucynke 2.

B pesynbrare mepepacuera pucka B Tpymie cpeaHero pucka mno XA miona OepeMeHHbIe
uHpopmupyroTcs 0 Bo3MokHocTu mpoBenenus UIIJ] ¢ manpHeidimum Y3U BTOpOro Tpumectpa B
CIECIMAITM3UPOBAHHOM IIEHTPAJIBHOM IEpUHATATBHOM JIHArHOCTHYECKOM YyupexaeHuu III ypoBHs
(puCYHOK 2).

JI7is MOCTHMKEHUs TOCTaBICHHON MM M B COOTBETCTBUM C MOCTaBICHHBIMHU 3a/ladyaMH OBLIO
CIPOEKTUPOBAHO 00CEpPBAllMOHHOE SIMUJIEMHOJIOTHYECKOE HCCIEI0BaHUE, ¢ NMPUMEHEHHUEM METOJI0B
MPOCIEKTUBHBIX KOTOPTHBIX UCCIICIOBAHUN HA OTAEIBHBIX dTanax.

bepemennbie HAOTIOAATUCEH 10 UCXOJ0B OEPEMEHHOCTH, TPU ITOM PETUCTPUPOBAIIUCH JTaHHBIE
MpeHaTaIbHBIX CKPUHUHTOBBIX 00cienoBaHuil. B nmanHoi momynsuuu oneHUBanach 3PQPeKTUBHOCTD,
YyBCTBUTEIBHOCTh, CHEIU(UUYHOCTh, OXBaT W Apyrue KpuUTepuu 3PGHEKTUBHOCTH CKPUHUHTOBBIX

MEPOIIPUATHH.
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e ObcnepoBaHMe: BUOXMMUYECKUIA U YNbTPA3BYKOBOM KOMBUHMPOBaHHLIN
CKPUHUHT

* Cpoku: 11-13*° Hepensb
e LleHTpbl: MpeHaTanbHON ANArHOCTUKM y

¢ O6cnepgoBaHue: CKPUHMHIOBOE YIbTPAa3BYKOBOE MCC/IeA0BaHMNE
* Cpoku: 18-21 Hepenb

* LleHTpbl: KaBUHETbI ybTPa3BYKOBOW AMarHOCTUKM MeAULIMHCKUX
opraHusauum

¢ O6cnepgoBaHue: CKPUHMHIOBOE YIbTPAa3BYKOBOE MCC/IeA0BaHMNE
® Cpoku: 30-34 Hepenb

* LleHTpbl:KabnHeTbl yNbTPa3ByKOBOM AMArHOCTUKM MEAULIMHCKMX
opraHusauui.

\.

e ObcnepoBaHMe: IKCMNeEPTHOE yAbTpa3ByKoBoe obcnepgosaHue, HUMT
(HEMHBA3UBHbIM NPeHaTabHbIN TEcT).

¢ CpoKu: /ltobble cpokM BepeMeHHOCTH MpU NOA03PEHMN Ha BPOMKAEHHbIE
NMOPOKK PazBUTUA U XPOMOCOMHbIE aHOMaIMK y pebeHKa

e LleHTpbl:LINA TAY3 «PecnybnmnKkaHcKkana KnMHMYecKkasa 60nbHMLA
MwnHUCTepcTBa 34paBooXpaHeHnA Pecnybankn TaTapcTan».

Pucynok 2 — MapmpyTtu3zaius OepeMeHHBIX Ha dTare MPeHaTaIbHOTO 00CIICIOBAHUS

PE3YJbTATHI COBCTBEHHBIX UCCJEJOBAHUNI
N UX OBCYXKAEHUE

3a nepuon 2012-2019 rr. B PecniyOnuke TaTapcTaH B KEHCKUX KOHCYJIbTALUAX COCTOSUIM Ha
yuere 402 513 OepeMmeHHBIX, U3 KOTOphIX ¢ BepuduuupoBanHsiM KTP 45-84 mm — 371 860
o6epemennbix. C nmpumenenneM Gopmynsr (3.1) Beixoaut, 4ro 3a qanseli nepuog B PT OBC cocraBui
86,12%, uTO TpEBBINIAET HEOOXOAUMBIN MeXIyHapoAaHbii muHUMYM 80% [12, 27]. B TteueHue
nocienHux Tpex jetr ObC crabunbHo BbIe 90%.

3a 2012-2020 rr. Obmn uccnenoBansl 40 448 GepeMeHHBIX crapiie 35 JeT, 4TO COCTAaBUIIO
12,6% ot Bcex oOciemoBaHHBIX. [IpomeHT OepeMeHHBIX cTapiie 35 JeT OTHOCHUTEIBHO CTaOWJICH C
JIETKUM TIOBBIIIEHUEM 3a IOCIEAHUE HECKOJbKO JseT. B PT naHHBIN mNOKasaTenb 3HAYUTEIIBHO
OnaromnpusiTHee, ueM B Ipyrux cyobektax PO [12, 169].

B pesynbTare mpoBeAeHHBIX MHBa3UBHBIX mpoueayp 3a 20122019 rr. 6buto BeisiBIeHO 1329

XA (Pucynok 3).
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m CvHgpom [layHa

B CvHgpom SaBapzca

B CuHgpom Matay

B CuHgpom LepelwieBckoro-TepHepa

B CuHgpom KnanHdenbTepa

m  [ipyre XxpOMOCOMHbIe aHOManuu

Pucynok 3 — Jluarpamma pacrnpenesieHuss XpOMOCOMHBIX aHOMAJIMH, BBISIBIICHHBIE B [IEPBOM
TpuMecTpe OEpeMEHHOCTH B paMKax KOMOMHHPOBAHHOTO MTPEHATAILHOTO CKpUHUHTA 3a meproz 2012—
2019 rr. B PT

UyBCTBUTEIHHOCTh CKPMHHUHTA 1O BbIsBICHHIO XA 3a mepuox 2012-2020 rr. ocraBanachk
OTHOCHUTEJIBHO CTA0MIBHOM, ¢ HarmyquM rokasatenaeM B 2016 r. (86,2%) (Pucynok 4).

Uro kacaercs crienupuunoctu (Pucynok 5), To 3a uckmouenueM 2019 r., mokazartenu Bceraa
Obutn BbIIE 98% (YacToTa JIOKHOIOIOKUTEIBHBIX PE3yJbTaTOB B MpeAeiax JOMYCTUMBIX 2—3%).

Jlyumme moka3zatenu crieruduanocty (98,9%) 6putn 3apeructpupoBansi B 2012 r.

Sn
88,0
86,2
86,0
84,0

82,0

80,0

78,0
76,0

74,0
2012 2013 2014 2015 2016 2017 2018 2019

Pucynok 4 — I'paduk 4yBCTBUTENTbHOCTH KOMOMHUPOBAHHOTO MTPEHATAILHOIO CKPUHUHTA 3a
nepuoa 20122019 rr. B PT
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99,5
98,9
99,0

98,5
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97,5
97,0

96,5
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Pucynok 5 — CrenpuuuHOCTh KOMOMHUPOBAHHOIO IPEHATAILHOI'O CKPUHUHTA B BBISBJICHUU
XPOMOCOMHBIX aHOMaIui moja 3a nepuon 2012-2019 rr. B PT

YyBCTBUTEIBHOCTh KOMOMHUPOBAHHOTO MPEHATAIBHOIO CKPUHUHTA B BBIABICHUU XA y mioja
3a epuoy 2012-2019 rr. cocraBuna 81,8%, a cienuduanocts — 98,3%.

3a nepuon 2012—-2020 rr. KOMOMHUPOBAHHBIN CKPUHUHT IIOMOT B paclpeeeHuN OepeMEHHbIX
B IPYIIly BBICOKOro pucka B 62% ciydaeB, a Y3 — B 25% cnyuyaeB. HbiMu cioBamu, B 87%
BBICOKMH puck nmo XA mioga Obl1 ompesneneH Onarogaps COYETaHHOMY WIIM HM30JIMPOBAHHOMY
npuMmenenuro Y3U.

brarogapst 0co0oii pacpocTpaHEHHOCTH U CBOCOOPA3HON CHHIPOMATBHOW KapTHHE, C OJTHOU
CTOPOHBI 3aTPYAHSIONICH BBIBICHUE B aHTeHaTadbHOM nepuoje (6e3 BIIP), ¢ apyroi cTtopoHbl —
COIPOBO’KIAOIIEICS BBICOKOM MEPUHATAIBHOM CMEPTHOCTBIO U 3ab0sieBaeMOCThIO [38], Ha cUHApPOM
JlayHa HanpaBiieHbl OCHOBHBIE TUAarHOCTUYECKHE MEPOIIPUATHS B IPEHATAIILHOM IEPUO/IE.

Jlna omnpezneneHus mokazaTelled YyBCTBUTEIBHOCTH U CHEIU(PUYHOCTH OBLIM pPaCCUUTAHBI
MOKa3aTelu  JIOKHOOTPULIATENbHBIX W MCTUHHO-TIOJOKUTENIBHBIX  PE3yJbTaTOB, a  TaKke
JIO)KHOTIOJIOKHUTEIBHBIX W MCTHHHO-OTPUIATENbHBIX pe3ynbraToB (Tabmuma 1). ITlpu anamuse
nocjaeHe BUAHO, 4TO aOCOMIOTHOE KOJIMUYECTBO JIOKHOOTPHUIATENbHBIX pe3yiabTaroB o CJl y miuona

OTHOCHUTEJIbHO CTa0MIJIBHOE U COCTABIIAET B cpeHeM 10 ciyyaes B rofl.

Tabmuna 1 — [lokazarenu KOMOMHHPOBAHHOTO MPEHATAIBHOIO CKPUHHUHTA 10 BBIIBICHUIO CHHAPOMA
Hayna y minona B PT 3a 2012-2019 rr., HeoOxoauMble Ui pacyera nokaszarenen 3pGeKTHBHOCTH

2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Mroro

KonnyecTBo GepeMeHHBIX,
y4acTBOBaBIINX B 30469 | 43075 | 43759 | 45720 | 42686 | 39975 | 38151 | 36407 [320242
CKPHHHUHTE

KonnyecTBo GepeMeHHBIX B
TpyIIIe BBICOKOTO PHUCKa

427 | 977 | 953 | 828 | 889 | 853 | 932 | 1037 | 7099
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[Tponomxenne Tabmuisr 1

KonuyecTBO BBISIBIEHHBIX
CJI 1o pesynbratam V12 55 79 86 108 98 96 102 89 713
Jlo:xxkHOOTpHIIATE/IbHbIE 13 11 9 8 8 11 9 9 78
pe3yabTarthl mo CJ{
14-22 nenens 1 3 2 6 6 7 5) S) 35
[Tocne 22 nenenn 1 0 0 0 0 1 1 1 4
[TocTHaTaBHO 11 8 7 2 2 3 3 3 39

Ilpumeuanue: CJ] — cunnpom Jlayna 2. ]I — nHBa3uBHas AMAarHOCTHKA.

KpuBas cnenuduyHocTH B OOIIMX uYepTax MOBTOPSIET TEHACHLIMU BBISBICHHUS Bcex XA, a
TaK)K€ XapaKTepU3yeTcsl JOMYCTHUMBIM HHTEpBaIoM 2-3% JI0)KHOIOJIOKUTEIbHBIX PE3yJIbTaTOB

(PucyHnoxk 6).

100,0 AH,8 98,0 98,1 98,4 98,2 98,1

97,5
98,0 e

96,0
94,0
92,0
90,0
88,0
86,0
84,0
82,0

80,0
2012 2013 2014 2015 2016 2017 2018 2019

Pucynok 6 — I'paduk crieninpuyHOCTH KOMOMHUPOBAHHOTO IPEHATATBHOT'O CKPUHUHTA 32
nepuona 2012-2020 rr. B PT

[Toka3atenb 4yBCTBUTEILHOCTH CTabMIIeH U, HauuHast ¢ 2015 roga — 6osee 85% (PucyHok 7).

3a mepuon 2012-2020 rr. 4yBCTBUTENBHOCTH INpeHaTaJbHOro ckpuHuHra no CJI miopa
cocraBuia 89,7%, cneruduanocts — 98,1%.

AHanM3 JOKHOOTPUIIATETBHBIX PE3yNbTaToB 1O cuHiapomy Jlayna y mioma B 2012 romy
1oKasall, 4YTo IpU COOJIOACHUH MTPOTOKOJIA YIBTPa3BYKOBOIO Mccie 0BaHus tuosa no moayiao FMF,
a Takke MNpu Oojee BHUMATENbHOW MHTEPIpPETAlMM JAHHBIX OMOXMMHMYECKOTO CKpUHHHIa |
BbIJIEJICHUS] OEpEMEHHBIX TPYMIIBI CPETHErO pUCKa yaanoch Obl BeISIBUTH C/l y miioga B mpeHaTanbHOM

N aHTCHATAJIbHOM IEPUOAC MMPAKTUUCCKH B ITIOJIOBUHE CIIYy4YacB.

Ha MoMeHT peanu3anuu AaHHOTO PETPOCIEKTHBHOIO aHAIW3a, BO BTOPOM U TPETbEM
tpumecTpax B 2013 rogy Obul0O NMPHUHATO pelieHue pa3padoTaTh AMATHOCTHYECKUH aIropuTM Ha

OCHOBAHHMU KPUTCPUCB, BBIABJICHHBIX W BATWAW3SUPOBAHHBIX B paMKaxX HACTOAIICTO HCCICOAOBAHUA.
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Jns pa3paboTKM JaHHOW MOJIeTH, B TEPBYIO oOuepeab, BO3HHUKIA HEOOXOAMMOCTH BBIOOpa |
BAJIMIU3UPOBAHUS IMATHOCTUUECKUX MAPKEPOB.

B cBsa3u ¢ atum, ¢ 2014 r. ObUIO NPUHATO PEIICHUE MPOBOAUTH AyJUT —IOMOJHUTEIHLHOE
yibpTpa3BykoBoe obcinenoBanue B ILII1[]I PKb OGepemeHHBIM cpemHel rpynmbl pUCKa, UMEIOIIAM
nokazatenb 1:100—1:987 no pe3ynbraraM KOMOMHUPOBAHHOTO MPEHATATBLHOTO CKPUHHUHTA, Y KOTOPBIX
€CThb KaKOH-TN00 U3 HWKEYKa3aHHBIX OMOXMMHUYECKHX MAPKEPOB:

1. BeIcOKwmit ypoBeHb BXTY MoM — 6onee 1.7MoM;

2. au3kuii yposeHb PAPP-AMoM — menee 0,5 MoM,;

3. cootnomenue BXI'Y MoM/ PAPP-AMoM - Gonee 2:1;

4. BXTY MoM u PAPP-AMoM — menee 0.5 MoM.

B 2015 roay, mns yrouHenus ypoBHeW oTcedeHus («Cut-offy) mms kaxmoro w3 ykasaHHBIX
MPU3HAKOB, OBUIO TPOBEACHO UCCIEIOBAHME IO THILYy «CIy4yal-KOHTPOJIbY», TAEe M KaxI0ro
MATOJIOTUYECKOTO «CIydas» MOJO0MpaeTCcsl CBOM «KOHTPOIb» U3 HOpMBL. MHBIMH cioBamu, st 33
CJIy4aeB JIOKHOOTPULIATEIbHBIX PE3YJAbTATOB IO cuHApoMmy JlayHa y miuona 3a nepuon 20122014 rr.
OblIM  0TOOpaHbl 33 KOHTPOJS W3 OEpEMEHHBIX, y KOTOPBIX POJWICA IUIOJ C HOPMaJbHBIM
KapuoturioM. KoHTpoIu cOOTBETCTBOBAIM HOPME Kak IO JeMorpaduueckum mnapamerpam — BO3pacT,
pocT, BeCc, TaK M IO aKyHIepCKUM — CpPOK OEpeMEHHOCTH, TOJ pOXKIeHUs peOeHka, U T.1.
CpaBHHTENbHAS XapaKTEPUCTHKA 00EUX TPYIN MpHUBEIEHA B TAOIUIE 2, OTKYJa BHIHO, YTO Pa3HHIIA

HEAOCTOBCpHA MCKAY OCHOBHBIMH IIapaME€TpPaMHu, 110 KOTOPbIM HOI[6I/IpaJIC$I KOHTPOJIb

Jnarnoctuueckue xapaktepuctuku ypoBHeil BXI'H (MoM), PAPP-A (MoM), cooTHouIeHUs
BXTY (MoM)/PAPP-A (MoM) u yposus pucka o T21 (1:N) npusenenst Ha Pucynke 8 A-T', otkyna
BUHO, YTO KPWBasi 3aBUCUMOCTH YYBCTBHTEIBHOCTH OT JIOKHO-TTOJIOKUTEIBHBIX PE3YIbTATOB (CHHUM
I[BETOM) BBIIIE OHMCCEKTPHUCHI 3€JEHOTr0 IBeTa (JIMHUS HYJIeBOM KiIacCHpHKAIMK), Ha BCEX
quarpaMmax. OTO O3HayaeT, YTO JIaHHBIH Mapkep MOXKEeT ObITh HCIOJb30BaH B KadyecTBE
JUarHOCTHYECKOT 0 TeCTa.

Hawnny4mmmMuy 1uarHocTH4ecKUMH XapakTepucTukamu obnanaer cootHomenue XTI (MoM)/
PAPP-A (MoM), a camoif BBICOKOW YYyBCTBUTEIBHOCTHIO OO0Na/laeT pacueTHbI puck ao 1:987.
Haubonpmelt cneruduanoctsio odnanaet fXI (MoM)> 1,7.

Jisa anHanu3a 3¢Q(GEKTHUBHOCTH TMOBTOPHBIX ONpEJeNIeHUH OMOXMMHYECKHX MapKepoB B
Ka4eCcTBE METO/1a HAOMIOACHUsI OBUIO TIPUHSATO PEIICHNE TIOBTOPHO aHAIM3UPOBATh TaHHBIE MapKEPHI B
LI PKb M3 PT 3a nepuon ¢ centsiopst 2013 r. nmo cenrsa6pp 2014 r. Kpurepusimu BKIIOUEHHS B
JAaHHOE HucclieioBaHue Obutn: pacueTHbIM cpeauuit puck (1:101-1:1000) no tpucomun 21 y mioxa,

cpok 6epemennoctu 11-13+6 Henens, HHGOPMHUPOBAHHOE COTIIACHE HA YYACTHE B UCCIICTOBAHUH.
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B cBs3u ¢ manmpiMm konmmuectBoM HaOmrogeHuid (N< 30) a Takke B CBSI3U C 3aBUCHMBIMU
MEPEMEHHBIMU (JJaHHBIE TOTO K€ MAaI[MEeHTAa Yepe3 OIPEJCICHHBIM NPOMEXKYTOK BpPEMEHH), MbI
npuUMEeHWIN TecT Bunikokcona.B pesynbrare Obuio 00HapYy)keHo, uTo 1o Mapkepy PXIY, a takxke, mo
Mapkepy PAPP-A cratucTudeckas pasHuIa MeXay rpynnaMu HepocTtoBepHa (p>0,05), 4To yKka3siBaeT
Ha TO, YTO CEpPOJIOTUYECKHE TECThl HE MOJAXOAST JUIsl NMHAMUYECKOTOo HAOMIOACHUS OEpEeMEHHBIX C
puckoMm cuHapoMa JlayHa y mmoma. 3a mepmox 2012-2020 rr. mo cpoxa 13*® mosropHO 6BITHM
oOcnenoBanbl 547 GepeMeHHBIX, y 25 U3 KOTOPBIX IPH MEpepacyeTe PUCK OKa3ajcs BHICOKUM, OBLIO
BeITIOJTHEHO 23 mpouenyp MIIJ — 6uoncuu BopcuH xopuona. B 17 ciayuasx Owi1 moarsepxkaeH CH y

mioaa v 1o peuICcHUuo 6epCMeHHBIX OBUIO BBIITOJIHEHO MCIUIHUHCKOC IIPEPBIBAHNC 6epeMCHHOCTI/I.

ROC Curve ROC Curve
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pucka CJl y mioga B Nporuo3upoBanuu pucka CJ[ y mioga
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1 - Specificity 1 - Specificity
B. PonsBXTH (MoM)/ PAPP-A (MoM) I'. Posb pacueTHOrO pHcka 1o TpUCOMHHU
B nporHo3uposanuu pucka CJ[ y miona 21 B mporuosupoBannu prucka CJl y mioma

Pucynox 8 — ROC-kpuBble K1acCUPUIMPYIOLUIIX MAapKEPOB IS KEHIIUH TPYIIIBI CPEHETO U
HU3KOTO pUCKa

Bo Il u Ill TpumecTpax OGepeMEHHOCTH Yy IUIOAA OIEHUBAIUCH CIEAyIOIHe Y3 «MSATKHE»
Mapkepsl cuapoma layna: runomnasus HK, yronmenne npeHasaibHbIX TKaHEW, yTOIIIEHNE IEHHON

CKJIJIKH, KOPOTKHE yIIM, Opaxuuedannyeckas (Gopma TroJIOBKH, TMIEPIXOreHHbIN (DOKYyC B JIEBOM



17
KENy0UKe Ceplla, TUIEPIXOreHHbIA KHUIIEYHHUK, KJIMHOJMAKTUIIMS MU3HHIIA, CAHJAJECBHUIHAS IIENb
CTOIIBI, YKOpPOUEHHE TPYOUaThIX KOCTEH (BepXHUE/ HUKHIE KOHEUHOCTH) U T. 1.

Ha Pucynke 9 npuBeneHO pacmpelelieHHe MSITKHX MapKepoB Yy OepeMEHHBIX, IMOBTOPHO
oOcrenoBaHHBIX B pedepeHcHoM 1neHtpe. Cienyer oOpaTuTh BHUMaHHUE, YTO Y OJIHOTO U TOTO K€
J10/1a MOTY OBITH BBIABJICHBI OoJiee ogHoro Mapkepa CJI. ¥V 39 GepeMeHHBIX W3 TPYIIBI CPEAHETO U
HU3KOTO pUCKa ObUIM BBISIBIIEHBI 75 MATKHX MapkepoB XA 1uioaa (y 35 — Bo BTOpOM TpumecTpe, Uy 4
OepeMeHHBIX — B TPeTheM TpuMecTpe). HekoTopbie Mapkepsl, Kak Hanpumep aruiasus/runoriasus HK,
arpesus JIIK (mpusuak double-bubble — aBoiinoro my3sips) u mopok cepana, AB-kaHan BCTpedaroTcs
HAMHOTO yale, YeM ApyTue, Kak HanpuMep, eIMHCTBEHHas apTepus nynoBuHsl. [loa rpadoii «apyrue
MapKepb» 00beIUHEHBI 13 MapKepoB, KKIABIA U3 KOTOPBIX ObLIT oOHapyxeH eamHOxabl: JIMIKIT —
IeQeKT MEXIKETyTOUYKOBOW IEePErOpOJIKU, THIIEPIXOTCHHBI KHUIIEYHHUK, KOPOTKHUE YIIHW, ACIHT,
Opaxwuiedainus, ABYCTOPOHHHM XHIIOTOPAKC, CaHJaIeBUIHAS I1I€]Ib CTOMbI, KIMHOJAKTUINS MU3HHIIA,
aTpe3us MUILIEBOJA, ABYCTOPOHHSSI KOCOJIANOCTh, areHe3usl MOYKH, JEKCTPANO3UIUS aOPThI, HU3Kas
KHILEYHAsl HEITPOXOIUMOCTb.

Takum 00pazoMm, YIBTPa3BYKOBOE HCCIEIOBAHHE BO BTOPOM M TPETbEM TPHUMECTpPax
OepeMEHHOCTH, C TIIATEJIbHONH OLIEHKOH BCEX BO3MOXHBIX MSITKUX MapKepOB XPOMOCOMHBIX
aHoMamnui, sBiseTcss 3Q(GEeKTUBHBIM JUATHOCTHUYECKUM TECTOM, MO3BOJIIONIMM B MpPEHATAIbHOM U
AQHTEHATAJILHOM IEPHUOJIe BBIABUTH CHUHApoMa JlayHa y miionoB y OEpeMEHHBIX TPYIIBI HU3KOTO U

CpPE/IHEro pHCKa.

B AB-kaHan
¥ Pacuienvia sepxuen rybbi
® Annasua/runonnasua

HOCOBbIX KOCTEH
arpesua ANK, Double

bubble
m 3BYP
B BeHTpukynomeranma
W [Tnen3kTazus
| /lpyrve aHoManum
| Yropouenue Tpybuarbix

KOCTen
®m MHorosoaue

26;34%

W EAMHCTBEHHARA apTepua
NyNOBHUHBI

Pucynok 9 — Jlmarpamma pacnpeneneHusi ynbTpa3BYKOBBIX MapKepOB, BBIIBICHHBIX BO BTOPOM H
TPETbeM TPUMeECTpax y O€pEeMEHHBIX IPYIIbl CPETHETO M HU3KOTO PUCKA.
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Jis  Toro 4YTOOBl HArJISAHO MPOAEMOHCTPUPOBATH HEOOXOJUMOCTh AMATHOCTUYECKUX
MEPONPUATHHA IO BBIABICHUIO ClIydaeB cuUHApoMma JlayHa y Miona, HMPOINYLIEHHBIX B pE3ysbTare
KOMOWHHUPOBAHHOTO MPEHATAIILHOTO CKPUHUHTA, MBI MTPOAHAIM3UPOBAIN MPOIIEHTHYIO JIOJIIO0 CIIy4aeB
CJl, BBISIBIEGHHBIX MpH poxaax, cpeau Bcex cinydaeB CJ[ mimoma (Pucynox 11). Kak BumHo u3
nuarpammsl npoueHT CJl y mnonaa, BBIABICHHBIX BO BPEMS POJOB, CTPEMUTENBHO IaJ1a€T, HAUMHAs C
2015 roga, nociie BBEEHUS AJITOPUTMA 110 KOHTUHIEHTHOMY CKPUHHUHTY.
JlnarHocTHuYeCKUi aJIrOPUTM KOHTHMHIEHTHOTO CKPUHMHIA, Uil BbisiBiIeHHs CJ/l y miogoB rpynmsl

CpeIHEero ¥ HU3KOT'O PUCKa, BBITTISAUT ciaeaytomum oopazom (Pucynox 10).
ﬁ | ’ |

e}

| [ f
. [Cormarvmmramanon |
‘ "_________________:______ *
| i -

- -

—
N
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|

Pucynoxk 10 — JluarHoCTHYECKUA aNTOPUTM KOMOMHUPOBAHHOTO CKpUHUHTA CHHApoMa JlayHa y muioga

Jns ananuza 3(pPeKTUBHOCTH NUArHOCTUYECKOTO aNrOpUTMAa Il KOHTHHTEHTHOro ckpuHuHra CJ|
PETPOCTIEKTUBHO ObUTH c(HhOPMHUPOBAHBI 2 TPYIIILI: OCHOBHAS TpyIna (6epeMeHHbIe TPYIIbI HU3KOTO U
cpennero pucka ¢ 2015-2019 rr.) m rpynma KOHTpoOJis (MCTOPUYECKOTO), B KOTOPYIO BOIILIH
OepeMeHHBIE TPYIIBI CPEeTHET0 U HU3KOTO pucka 3a nepuopa 2012—2014 rr. (Tabmwmma 3).

B ykazamHpIX Trpynmax OBLTM MPOAHATU3UPOBAHBI TAaKUE JUATHOCTUYECKHE XapaKTePUCTUKU
MpPEHATaTbHBIX TECTOB, KaK YYBCTBUTEIBHOCTh M CHEHU(PUYHOCTH, IIAHC HMETh AHOMAIBHBIN
KapUOTHIT TIPH TMOJIOKHTETbHOM pe3ynbraTe Tecta (OAPR) M KONMMYECTBO JKEHIIMH, IPOIIEIIITIX

ckpuHuHT Ha 100 momoxkutenbHbIX pe3ynbTatoB (WS) (Tabnwma 4), oTKyma BHJIHO, YTO ITOCIHE
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BBEJICHUS TMarHOCTUYECKOIO aJIfOPUTMa MO KOHTMHTEHTHOMY CKPUHUHTY B 3HAUUTEIBHOW CTENECHU
MOBBICUJIACh YYBCTBUTENBHOCTh IpeHaTtanbHOW auarHoctuku CJI mimonma Bo |l m Il Tpumectpe
oepemennoctu (71,1% — mocne 2015 r. mo cpaBHenuto ¢ 21,2% — no 2015 roma), mpu 3TOM,
cnenuduyHOCTh BoiBIeHUs C/] moyTH HE U3MEHUIIACh.

3nauntenbHo moBbicwics DS100. Ilpu ompenenenun moxazanuit mius MIIJL mocrarodno
mobomnbiTHRIM sBisieTcss OAPR, koTopasi mokas3plBaeT COOTHOLICHHE HOPMATbHBIX M aHOMAJIBHBIX
KapUOTHUIIOB IU10/1a B JaHHOM citydae. Kak BunHo, ipu BeisiBiieHuu Y3 MmapkepoB C/] mocie 2015 rona,

BeposaTHOCTh Hanmnmuus CJ] y mioga B 12 pa3 npeBocXoIuT BEPOATHOCTh HOPMAIbHOT'O KAPUOTHUIIA.

Tabmuna 3 — CpaBHUTENbHas XapaKTEpUCTHUKA TPYIIbl KOHTPOJS U OCHOBHOW TPYMIBI IO
MPUMEHEHHIO KOHTUHT€HTHOT'O0 CKPUHHHTA IO BBISIBJICHUIO CUHIpoMa JlayHa y miona

OcHoBHag rpynna | ['pynna KkoHTposs

XapaKTepHCTHIA (2015-20 lrg};r.) (%12—20142.) P
KomnuecTBo 6epeMeHHBIX 198321 114822 -
Bo3spact (% Bbimie 35 ner) 3(;’23:66)2 ?é’:l_7—i452,§5 0,056
Bce cinyqau CJ1, BbISIBIEHHBIE 11OCITIE
KOMOWHHUPOBAHHOTO MPEHATAIBHOTO 45 33
CKPHHUHTA
Crnyuau, BbISIBICHHBIC ITPEHATAIBHO U 32 7 0,01
antenaTansHO (TruePositive)
Crnyuau, BbISIBIEHHBIE TOCTHATATBHO 13 26
(FalseNegative)
Komnyectso UITJ (kopaomeHTe3) 371 334 0.001
Jlosxxnoorpunarensusie (Falsepositive) 339 327 ’

Tabmuuma 4 — CpaBHUTENBHBIM aHAJIW3 JUATHOCTHYECKUX XaPaKTEPUCTHK  YJIbTPa3BYKOBOM

JTUArHOCTUKU BO BTOPOM M TPETbEM TPHUMECTpe OEpEeMEHHOCTH IO BBISBIEHUIO cHMHApoMa JlayHa y
10/1a

OcHOBHas rpyrmmna I'pyrima KOHTPOJIs
XapakTeprcTHKa p
(2015-2019 rr.) (2012-2014 rr.)

UyBCTBUTEIHHOCTH 71,1% 21,2% 0,0001
CrieninuaHOCTH 99,8% 99,7% 0,82
DS100 12 9 0,0001
OAPR 1:9 1:2 0,001
WS100 620671 1644514 0,0001
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Pucynok 11 — Pacnpenenenre BpeMeHU BBISBICHHUSI TOKHOOTPHUIATETIBHBIX PE3YIbTaTOB MO0 CUHAPOMY
Hayna y miona 3a nepuoa 20122019 rr.
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Pucynok 12 — Jlons ciayuyaeB cunapoma JlayHa, BBISIBIEHHBIX IOCTHATaIbHO, CPEIN BCEX
cinyyaeB CJl y miona 3a nepuoa 20122019 rr.

SAKIFOYEHHUE

AHanu3 pe3ynbTaToB PaHHUX ATANOB CKPUHMHIA BBISIBUJ, YTO YYBCTBUTEJIBHOCTh CKPUHUHTA
Moria OBITh 3HAYUTENTBHO yBENWYEHAa Onarojgaps TOCTOSHHOMY ayAUTy W TOBTOPHBIM
VIBTPa3BYKOBBIM OOCIJICIOBAHHSIM CO CTOPOHBI KBATH(DHUIIMPOBAHHBIX 3KCIEPTOB pedepeHCHOTro
neHTpa no PecyOmmke Tatapcran. B pamkax HacTOSIIEro MCCIEAOBaHUS OBUTH OTOOPAHBI KPUTEPUU
paHHEW NTUAarHOCTHKHU JIO)KHOOTPUIIATENIbHBIX PE3yJIbTaTOB MO cMHApoMy [layHa y mioga, KOTOpbIE B
JManbHeWeM ObUIM BaTUAM3UPOBAHBI U BHEJIPEHBI B CTPOWHBIM TUATHOCTHYECKHUN aIrOpUTM IS
BBISIBJIEHUsI cUHJpoMa JlayHa BO BTOPOM M TpEThEM TpUMECTpe OepeMEeHHOCTH. PeTpocrnekTHBHBIN
aHaJIM3 TOKa3ajl, YTO JAMArHOCTUYECKUH aJTOPUTM MO KOHTMHTEHTHOMY CKPUHUHTY JJISl BBISABIICHUS
cuHapoMa JlayHa y 1uioja B 3HAUUTENbHOM CTENEHU YBEIMYHUTh NPEHATAIbHYI0O M aHTEHATaJIbHYIO

AUArHOCTUKY NaHHOI'0O CUHApOMa.
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BbIBO/IbI

1. IIpu npoBeAcHHH PETPOCHEKTUBHOTO aHAIM3a JIO)KHOOTPUIATENIBHBIX pPE3yIbTaTOB B
NIEPBOM TPUMECTPE, OTCYTCTBUE IXOrpaduuecKkux MapkepoB — B 33,3%, OMOXUMHUYECKUX MApKEPOB —
B 8,7%, OAHOBpEMEHHOE OTCYTCTBUE YJIbTPA3BYKOBBIX W OHMOXMMHUYECKHMX MapkepoB — B 37,6%,
HEYI0BJICTBOPUTEIIBHOE/3aTPYIHEHHOE YiIbTpa3BykoBoe obOcnenoBanue — B 20,3%, ykaspiBaeT Ha
BEAYILYIO POJIb 3XOrpau4ecKux MapKepoB, KOTOPBIE MOTYT OTCYTCTBOBAaTh B MEPBOM TPUMECTPE U
JMarHOCTHUPOBATHCS BO BTOPOM U TPETHEM TpUMECTpax OepeMEeHHOCTH.

2. Bepemennbie rpymmbl cpeanero pucka (1:100-1:987) chopmupoBanbl 10 CIIEAYIOIIAM
knaccuuupyromum kputepusm: BXIU>1,7 (MoM), PAPP-A<0,59 (MoM), BXTY (MoM)/ PAPP-A
(MoM) > 2, camxenne BXITH u PAPP-A menee 0,5 MoM mpoxoasT yabTpa3ByKOBbIE 00CIEIOBaHHS B
KaOWHETe aHTEeHATaIbHOW OXpaHbl Imiona 3 ypoBHS. BamumusupoBansl (P<0,05) cnenmyromme 4
kputepus: PXTY>1,7 (MoM) C uyBCTBUTENBHOCTBIO 56,2%, co cneuuduuHoctbio 96,8% u ¢
AUC=75,7%; PAPP-A<0,59 (MoM) C uyBcTBUTEIBbHOCTBIO 69,9%, co cneuuduynocteio 60,6% u ¢
AUC=69,9%; BXTY (MoM)/ PAPP-A (MoM) > 2 C 9yBCTBUTEILHOCTBIO 77,5%, cO crienin(UIHOCTHIO
66,3% u ¢ AUC=79,6%; camxenue XTI u PAPP-A menee 0,5 MoM C uyBcTBUTEIBHOCTRIO 87,8%,
co crneunuunocteio 95,6%, pucKk XxpomocomHoro 3abosneBaHus B mpomexyrtke 1:100-1:987 c
4yBCTBUTEIBHOCTBIO 79,8%, co crenupuyunocThio 55,1% u ¢ AUC=64,7%. Takum 0O6pa3oM, B rpynmny
BBICOKOTO PHCKa BOILIM OepeMeHHbIe, ¢ moporom oTceuku a0 1:100, a B rpymmy HU3KOrO pucka —
6onee 1:987.

3. Haubonee 4yBCTBUTENBHBIMH YIbTPa3BYKOBBIMH MapKepaMH BO BTOPOM TPHUMECTpE B
Ipymnnax CpelHero M HU3KOro pHCcKa OKa3ajduch TUIMOIUIazus/amiazus Hoca (74%), mopoku cepaua
(31%), muoroBoaue (25%), aTpe3uu IBEHAALATUNIEPCTHON KHILIKH, CUMIITOM «JIBOWHOTO Iy3BIPS»
(17%). YyBcTBUTENBHOCTh TAaKUX MapKepOB, KaK TUIOMJA3us HOca, 3aMeJUIeHHe pocTa IIoJa, B
COYETaHUU C YKOPOUEHUEM TPYOUaThIX KOCTEH B TpeTheM TpumMecTpe okazanach 100%.

4. YapTpa3ByKOBOM alTOPUTM JUArHOCTUKU cUHApoMma JlayHa y Mmjioja BO BTOPOM U TPEThEM
TpUMeECTpax  OEpeMEHHOCTH  SBISETCS  A(PQPEKTUBHBIM  JTUATHOCTUYECKUM  HHCTPYMEHTOM,
MO3BOJISIOIIMM  CHU3UTh TMPOIEHTHYIO JIONI0 CcHHApoMma JlayHa 1oga JAMarHOCTHPOBAHHYIO
noctHaranbHO OoT 10,8% B cpennem 3a mepuoxn 2012-2014 r. no 2,4% B cpenneM 3a nepuox 2015—
2020 rr.

IMPAKTUYECKHUE PEKOMEHJAILIUU

1.B cBsf3u c BBICOKOM YacToTOM ciyyaeB cuHapoma JlayHa y jeTeil, JUarHoCTHPYeMbIX
[IOCTHATAJIbHO, PEKOMEHI0BAHO BHEJIPEHUE KOHTUHIECHTHOIO CKpUHUHra cUHIpoma JlayHa y 1uioza BO
BTOPOM U TPETHEM TPUMECTpax OEpEeMEHHOCTH B TPYIIIE CPEHErO U HU3KOTO pUCKa B pabOTy KaOMHETOB
aHTEHATAIbHOW  OXpaHbl IUIOJA, CIHEIHUAIM3UPOBAHHBIX MEpPHUHATAIBHBIX  LIEHTPOB, KaOWHETHI

YJIBTPa3BYKOBOW JUATHOCTUKU U JP.
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2. PekoMeHZIOBaHO BBIZIETICHHE OCPEeMEHHBIX C HAIMYMEM XOTS Obl ONHOTO W3 YKa3aHHBIX
knaccuduuupyromux npusHakoB: PXI'Y>1,7 (MoM), PAPP-A<0,59 (MoM), BXT'Y (MoM)/ PAPP-A
(MoM) > 2 u 1:100 > puck o tpucomuu 21> 1: B rpynne cpeanero pucka (1:100—-1:987) xpomocomMHbIx
AaHOMAJIMH y TUIOZA U AJIbHEHIIIee HaOIroIeHre OepeMEeHHBIX TAaHHOW TPYIbI (KOHTHHI€HTA) SKCIIEPTaMU
KaOMHETOB aHTEHATAILHOM OXPaHbI IO/,

3. Ha ocHOBaHMM NPOBEAEHHOTO HMCCIIEIOBAHHUS PEKOMEHIOBAHBI PEryJISIPHBIA ayIuT, KOHTPOIb
KAueCTBa BBIOJHEHHS AJITOPUTMA JUArHOCTUKU M TOBBIIICHUE KBATM(HUKAIMHA Bpadeil yIbTPa3ByKOBOU
JMAarHOCTHKU B IEJIAX BBUIBICHUS HXO0-MapKepOB XPOMOCOMHBIX AHOMAIMM M CHCTEMHOTO aHAIIN3a
AQHATOMHYECKHX CTPYKTYp IUIOAAa BO BTOPOM U TPEThEM TPHUMECTpPAaX OCPEeMEHHOCTH Ha 3KCIIEPTHOM

YpOBHE.
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CIUCOK COKPAILEHUIA
Y31  — ynpTpa3ByKOBOE UCCIIEJOBAaHUE
MPT  — mMarHUTHO-pE30HaHCHAs TOMOTpadus
XA — XpOMOCOMHAas1 aHOMAJIUSL
XI'Y  — XOpHOHMYECKUI TOHAJOTPOIIMH YEJIOBEKa
CA — cu"zapoM Jlayna
T21 — Tpucomus 1o 21 xpomocome
T18 — Tpucomus o 18 xpomocome
T13 — Tpucomus 1o 13 xpomocome
BII — BOPOTHHUKOBOE IIPOCTPAHCTBO
TBII  — TonmuHa BOPOTHUKOBOI'O IIPOCTPAHCTBA
HK — HOCOBast KOCTh
FMF  — ®ona MenunuHbI 171012

OAPR — maHc uMeTh aHOMaJIbHBII KapUOTHUI MPH MOJIOKUTEITBHOM PE3yJIbTaTe TecTa
PAPP-A— cBsi3aHHBII ¢ 6€peMEHHOCTBIO TUIa3MEHHBIN MPOTEUH A
WS — KOJIMYECTBO JKEHIIWH, IPOMEAMNX CKpUHUHT Ha 100 mOJ0KUTEIBHBIX

pe3yNbTaToB



