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BBEJAEHUE

AKTyaJII)HOCTI) TEMBI HCCJICA0OBAHUA U CTCIICHD €€ p33p360TaHHOCTH

HecMoTpst Ha 3HaUUTENBHBIE JOCTUKEHUS B 00JJACTU MTPEHATAIBHOTO CKPUHUHTA,
BKJIIOYAIONINE U3YYECHUE OMOXMMUYECKUX U F€HETUYECKUX MapKEPOB XPOMOCOMHBIX U
BPOKICHHBIX aHOMAJIMI KaK B MAaTEPUHCKOM KPOBH, TaK U B IJIAIICHTE, B AMHUOTUYECKOM
KHUJKOCTU WM B MMyNOBUHHON KPOBU, UMEHHO yJIBTPa3ByKOBOE UCCIIETOBAHUE SIBISICTCS
TOW OCHOBOM, C Y4ETOM KOTOPOTO CTPOUTCS TUIAH JUATHOCTHUECKUX MEpOTpHsTHi [32,
114, 135].

VYabrpazBykoBoe wuccineaoanue (Y3UM) nmnoma mo3BoiseT B paMKax
KOMOMHHMPOBAHHOI'O PEHATAJIbHOTO CKPUHUHTA OLIEHUTh TAKHE MapKepbl XPOMOCOMHBIX
anHomanui (XA), Kak paclIupeHue TOIIIMHBI BOPOTHUKOBOro mpoctpanctBa (TBII),
runoruiasus HocoBbix koctel (HK), kpoBoTOK B 00sacTu TpuKyCHMAaIbHOTO KilanaHa,
yacToTy cepaeuHbix cokpaieHuil (HCC), rpyOble mpu3HAKU BPOKIECHHBIX aHOMAJIUNA U
T.A. B coueranun c¢ Ouoxummueckumu mapkepamu (ypoBHu PAPP-A u [B-XI'Y),
yJIbTPa3ByKOBbIE MapKephl O3BOJIAIOT BBISIBUTH CaMble paclpocTpaHeHHbIe XA miioja ¢
90% 4yBCTBUTEIBHOCTBIO M C YACTOTOM JIOMKHOITOJIOKHUTEIBHBIX 0TBeTOB 3—7% [11, 173,
184].

O} dexTuBHOCTh, YYBCTBUTEIBHOCTh U CHEHU(PUUYHOCTE KOMOWHUPOBAHHOTO
NPEHaTaJIbHOTO CKPUHHUHTA JI0Ka3aHbl Ha MPUMEPE MHOTOUYHMCICHHBIX MEXKIYHAPOTHBIX
UCCIIEIOBaHUM, OOJBIIMHCTBO M3 KOTOPBIX MPOBOAMIIOCH IO PYKOBOJACTBOM U
HernocpeacTBeHHOM yuactun @Ponga Meawnmubl ITnoga (awen. Fetal Medicine
Foundation) [52, 55, 234].

B Poccum ¢ wMomeHTa OQUIMAIBHOTO BBEIEHUS KOMOMHHUPOBAHHOTO
npeHataibHoro ckpunuHra B 2010 r. Takke OBUIM TPOBEIEHBI MacIITaOHbIE
MHOTOIIEHTPOBBIC UCCIIEIOBAHNUS, TOKa3bIBatomre 3PGHEeKTHBHOCTh KOMOWMHUPOBAHHOTO
NpeHATAILHOTO CKPUHHWHra Kak Ha ¢eaepaibHoM ypoBHe [15], Tak u Ha mpumepe
OTJCIIBHBIX CyOBEKTOB, TaKKX Kak MockoBckas 00acth [14], PocroBckas o0acts [26],

Jlenmnrpanackast oonactb [19], Kuposckas obmacts [33], Pecniybnuka Tatapceran [32] u



T.4. OHaKO B OOJBIIMHCTBE UCCIEA0BAaHUN 00OOIIEHBI JaHHBIE BCETO HECKOJIBKHUX JIET
(2-3 roma) U OTCYTCTBYIOT UccenoBaHus () (HEKTUBHOCTH MIPUMEHEHHUS TIPEHATATLHOTO
CKPUHUHTA B JI0JTOCPOYHOI MEPCIIEKTUBE.

bonee toro, HecMoTps Ha 3 (PEKTUBHOCTE KOMOMHHUPOBAHHOTO MPEHATAIHLHOTO
CKPUHUHTA, BCE €IIe BBHICOKOM OCTAEeTCsl YacTOTa JOKHOOTPUIATEIBHBIX PE3yJIbTaTOB.
JIO)KHOOTpULIATEBHBIMU ~ CUUTAIOTCS ~ BCE  pPE3yJAbTaTbl  KOMOWHUPOBAHHOTO
NPEHATaIbHOTO CKPUHHUHTA, Korga y OepeMEeHHOW AWarHOCTUPYETCS HHU3KUN WU
cpennuii puck XA 1mi1o/a, 0JIHaKO BO BTOPOM U TPEThEM TPUMECTpax OEpeMEHHOCTH WU
MIOCJIE POAOB BBISBIIACTCA XA.

Oco0OeHHYI0 aKTyaJIbHOCTh TMpoOJjeMa JIOKHOOTPUIATEIBHBIX PE3YJIbTATOB
npuobpeTaeT npu cuHapome JlayHa y miosa, IOTOMY 4TO C OAHOM CTOPOHBI — 3TO camast
gactas XA [53, 130]. C npyroii croponsl, Bcero 80% cirydaeB TpucoMuH 2 1 BBISBIISIOTCS
B IIEpBOM TpumecTpe OepemeHHocTH, M emie 18-33% — BO BTOPOM TpUMECTpE
OEpeMEHHOCTU. JTO O3HadaeT, 4To mpubaumsutenbHo B 2-22% ciuywasx CJ]
JMAarHOCTUPYETCs BO BpeMsi pojoB [64, 142, 175]. TTockonbKy A0poaoBasi AMarHOCTHKA
CJ mompexHeMy CHOpPaBEIJIMBO CUUTAETCS 3€PKAJOM YpPOBHS TMPEHATAILHOM
JMArHOCTHKHU B II€JIOM, TO MBI CUHTAEeM IIeJIeCOO0Pa3HbIM MPOIOKUTH MOHUTOPUHT
3 PeKTUBHOCTH 0po0Bo# quarnoctuku CJI B Harelt ctpaHe [24].

B cBS3M ¢ 3TUM CTAHOBHUTCS OYCBHJIHBIM HEOOXOIUMOCThH ITOBBIIIICHUS
JTUArHOCTUYECKOW TOYHOCTH MTPEHATAIBHOTO CKPUHHHTA JJISl BBISBJICHUS MTPOITYIIICHHBIX
Mo pe3ysibTaTaM KOMOMHUPOBAHHOTO MPEHATAIBHOTO CKpUHMHTa XA BO BTOPOM H
TpeTheM TpuMecTpe oepemennoctu [17, 68, 99].

Ha yxkazanHbix cpokax Y3U mnoma mNpOBOAUTCS MHYTEM OLEHKU «MSTKUX
MapkepoB» XA. [lonck TaHHBIX MapKepPOB C OJTHON CTOPOHBI HE TPEeOyeT CIeUanIbHON
MepenoAroToBkd Bpavya Y3][[, moToMy 4YTO SBISIETCS HAETaIbHOW OLIEHKOW BCEX
AHATOMUYECKUX XapaKTEPUCTUK Iuiona npu nomomu Y3U, ¢ apyroil CTOpOHBI —
HAMPSMYIO 3aBUCHUT OT OTBITA Bpaya M YPOBHS MPAKTUYECKOH noarotosienHoctu [120,
190, 198]. B cBs3u ¢ TeM, YTO KOJUYECTBO KBATU(PHUIIMPOBAHHBIX HSKCIIECPTOB

dbenepabHOTO YPOBHSI CTPOTO OTPAaHWYEHO, W pPabOTalOT OHU B pedepeHCHBIX



NepUHATaIbHBIX ILIEHTpaX, HeoOXoAuma pa3paboTKa CHEIHATbHBIX AMATHOCTUYECKUX
aNropuTMax JJist 0TOopa OepeMeHHbIX NIl 00cIe0BaHU Ha SKCIIEPTHOM YPOBHE.

Jlo HacTofAIlEero BPEMEHH B JIMTEPAType HET JNaHHBIX 00 M3YYECHUU KPUTEPHUEB
3¢ (HEeKTUBHOCTH MPEHATaIHbHOIO KOMOWHUPOBAHHOTO CKPUHUHTA B OTIEIBHO B3SITOM
cyobekTe PD Ha nmpoTskeHUH O0JIBIIOTO MTPOMEXKYTKA BpeMeHH (>5 J1eT).

bonee Toro, B MHpOBOI JUTEpaType OTCYTCTBYIOT YOEIWTEIbHBIC JTaHHBIE 00
OOMICTIPUHATHIX KPUTEPHUSIX pa3rpaHUUYCHUS TPYIIBI CPETHETO pucka mo XA 1mioja mo
pe3ynbTataM KOMOMHUPOBAHHOTO IMpPEHATalbHOro0 CKpUHHUHTra. [Ipym Hammumm yeTkux
aJITOPUTMOB BeJIEHUSI OEPEMEHHBIX TPYMITB BBICOKOTO U HU3KOTO pHcKa Mo XA TUoaa,
OTCYTCTBYIOT BaJIMJIM3UPOBAHHbIE PEKOMEHJALUU O YAaCTOTE M CrocoOax MpOBEACHUN
VY31 y OepeMeHHBIX TPYIIIBI CPETHETO PHUCKA.

B cBs13u ¢ 04eBUAHBIM (AKTOM, YTO YaCTOTA JIOKHOOTPUIIATEIBHBIX PE3yIbTaTOB
BCE €lIE OCTAeTCsl BBICOKOM, YTO, C OJHOM CTOPOHBI, CBSI3bIBAIOT C HECOOIIOJCHUEM
anmroputMoB FMF [13], ¢ npyroit cTOpOHBI, — C OTCYTCTBHEM TIPyObIX CTPYKTYPHBIX
aHOMAaJIMH, JOCTYMHBIX OLICHKE NP IMOMOIIHU YJIbTPa3BYKOBBIX METOJIOB MCCIEAOBAHMS
[13], craHOBHTCS OYECBHIHOW HEOOXOAUMOCTh YCOBEPIICHCTBOBAHUS IMPOTOKOJIOB
HaOI0IeHNS 32 OepeMEHHBIMU TPYIIIBI HU3KOTO M CPETHETO PUCKA BO BTOPOM U TPEThEM
TpUMecTpe OEpEeMEHHOCTH. OJTO BO3MOXHO IIyTeM KakK yBEJIMYEHHUS YacCTOTHI
yIbTPa3BYKOBBIX  HCCICNIOBAHUN y  CHEIUAIBHO  OTOOpPAHHBIX  OEepeMEHHBIX
(KOHTUHTEHTHBIM CKPUHUHT), TaK M YBEJIWYEHHUS KadecTBa OOCJIEIOBAHMI, MyTEM

npuBJIeUYeHUs Harboee KBanuUIUMPOBaHHBIX dKCTiepToB Y 3/1.
eab ucciaenoBanus

N3yyuTh BO3MOXHOCTH M OLEHUTH poJib 3xorpaduyeckux mapkepos II u III
TpuMecTpa OEpEMEHHOCTH B TUATHOCTHKE XPOMOCOMHBIX AaHOMAJIMH y TUIOAA B TPYIINax
CpPEIIHEr0 M HHU3KOI0 pUcCKa, CHOPMHPOBAHHBIX MO pe3yJibTaTaM KOMOMHUPOBAHHOIO

MpeHaTallbHOTO CKpuHUHra | TpumecTpa.

3agaum HCCaCA0BAHNSA

1. TlpoBecTH peTPOCHEKTHBHBIA aHAINW3 BCEX JIO)KHOOTPHUILATEIBHBIX

pe3yJIbTaTOB, aHTEHATAJIbHOM, MOCTHATAJbHOW YJbTPA3BYKOBOW M JaOOpaTOPHOMU



JMAarHOCTUKHA XPOMOCOMHBIX aHOMAJIMH y IJI0Ja U HOBOPOXJAEHHBIX 3a rnepuoa 2012 -
2020 rr.

2. PazpabGoTarh KpuTepuu pasrpaHUyeHUs] OEpPEMEHHBIX TIPYMIbl CPEIHETO U
HU3KOTO  pUCKAa  XpPOMOCOMHBIX  aHOMajiuMi y  IioJa Uil BbIOOpa
METO/1A YJIbTPa3ByKOBOI'O MOHUTOPHHTA.

3. I3yuuTh CHIEKTp YIBTPA3BYKOBBIX MAapKEPOB M MOPOKOB PA3BUTHUA Y TUIOOB C
xpoMocomHoi anoManueit Bo Il u Il TpumecTpax 6epeMEHHOCTH B rpynnax CpeaHero u
HU3KOTO PHCKA.

4. OueHuTh JUArHOCTUYECKYI0 MH(POPMATUBHOCTH AJITOPUTMA YJIbTPA3BYKOBOMN
JUArHOCTHKHU CaMOT'0 YaCTOr0 XpOMOCOMHOI'0 3a00JieBaHus y io/1a — cuaapoma JlayHa,

Bo Il u III TpumecTpax GepeMeHHOCTH.

HayuyHast HOBU3HA

BriepBbie, Ha OCHOBaHMM aHaJM3a JaHHBIX 3a 9 JeT oueHeHa 3((HEKTHBHOCTH
KOMOMHUPOBAHHOTO MPEHATaIbHOIO CKPUHHMHIA Ha IMPUMEPE OTAEIBHOrO0 CyObeKTa
Pocculickon ®@enepanumu.

Pa3paboTanbsl KpuTepuu Al pa3rpaHUueHUs OEpeMEHHBIX TPYIIbl CPEIHETO
pPUCKa XPOMOCOMHBIX aHOMAJIMI y TUIOAA.

BrniepBbie pa3zpaboTaH, 3aaTeHTOBaH U BHEJPEH B MPAKTUUYECKYIO JIEATEIbHOCTh
CH0CO0 BBISIBJIEHUS XPOMOCOMHBIX aHOMAJIMH y TUIOJ0B OEPEMEHHBIX TPYIIIbI CPETHETO
U HU3KOr0 pHUCKa MO pe3yjbTaTaM KOMOMHHMPOBAHHOIO MPEHATATIbHOTO CKPUHUHTA BO
BTOPOM U TpeTheM TpuMecTpe 6epemenHocTu. [latenT B coaBTopcTBe Ne 2760701.

BrnepBble H3ydyeHa 4yBCTBUTEIBHOCTD YJIBTPA3BYKOBBIX MapKEPOB XPOMOCOMHBIX
aHOMaJIMil y IUIoAa BO BTOPOM M TPETbEM TpUMECTpax OEpeMEHHOCTH B TpyImax
CpPEeIHEr0 M HU3KOIo pucKa, cHOPMHUPOBAHHBIX MO PE3yJbTaTaM KOMOWHUPOBAHHOTO

MIPEHATAJIbHOTO CKPUHUHTA.

Teopernueckasi U NpaKTH4YeCKasi 3HAYUMOCTH Pa0OTHI

PazpaboTrana u BHeOpeHa B KIMHUYECKYIO MPAaKTUKy Hay4Has uaes oTdopa

OepEeMEHHBIX U3 IPYIIIbI HU3KOTO U CPEHETO PUCKA 10 PE3yIbTaTaM KOMOMHUPOBAHHOTO



CKpUHMHIA, B LEIAX AHTCHATAJIbHOW YJIbTPAa3BYKOBOW JMArHOCTUKH XPOMOCOMHBIX
aHOMaJINH.

[IpensioxxkeHbl W BAIUAU3UPOBAHBI KPUTEPUM U1 PA3TPAHUYECHUS TPYIIIbI
CPEIHET0 pUCKa MO pe3yJibTaTaM KOMOMHUPOBAHHOTO MIPEHATAIBLHOTO CKPUHUHTA.

Ha ocHOBaHMM TIPOBEIECHHOTO MCCIEIOBaHUS YJIYUIIEH JUAarHOCTUYECKUN
aJITOPUTM BBISIBJICHUSI XPOMOCOMHBIX aHOMAlUi y Iiofa y OEpPEMEHHBIX TPYIIIbI
CPEIHETO U HU3KOrO0 PUCKA BO BTOPOM U TPETHEM TPUMECTPE OEPEMEHHOCTH.

JlaHHBIE MPOBEICHHOIO MCCIICIOBAHUSA aKTyaJIbHbI JJIS BpAueH YJIbTPa3BYKOBOMN
JAATHOCTUKH, JUIS AKyLIEPOB-TUHEKOJOIOB, [JiI Bpayeld MEIUKO-TEHETHYECKOU
KOHCYJIbTAllMM BHEAPEHUEM HOBOI'O aJIrOpUTMa Y3 JAMArHOCTUKU cuHApoma JlayHa y

1044 BO BTOPOM U TPECTHEM TPHUMCECTPC 6epeMeHHOCTI/I.

MeToa0s10r1s1 1 METOABI UCCJIEIOBAHUS

Metononorndyeckass 4acTb MCCIEAOBAHHSA BKIKOYMIA B ce0s COBOKYIHOCTb
METOJOB, OTPAXKAKIINUX OHMIMPUYECKMM W TEOPETHUYECKUA YPOBHM ITO3HAHUS.
TeopeTndyeckne METOABI: H3YyYECHHME NAHHBIX CIEHUAIU3UPOBAHHOW JIMTEpaTypsl U
nyOJauKaluili o npodyieMe NMpeHaTalbHON AMArHOCTUKH XA TUI0J1a yIbTPa3ByKOBBIMU
METOJAaMU  HUCCJIENOBaHUs, CUCTEMHO-CTPYKTypHas OpraHH3alds HCCIECIO0BaHMUS,
CPaBHUTEIBHO-COMOCTABUTENbHBIN METO/. DMIUPUUECKAs YaCTh BKJIIOYaia B cedst cOop
U CUCTEMAaTU3alMI0 JaHHBIX, COCTABJIICHHE IUIAHA HCCICNOBAHUS, IPOBEIACHUE
VCCIICIOBAaHUM, BBIABWKCHUE THUIIOTE3, a TAaKKE€ METOJ OIMCAaHMs U IIepeBoJa
MOJIYYEHHBIX PE3yJIbTaTOB B TAOMUIIBI U AMarpamMMbl. J[aHHOE ucciae0BaHKe SIBISETCS
PETPOCHEKTUBHBIM KOTOPTHBIM MCCIIEN0BAHUEM, C OTAEIBHBIM TAIlOM ITPOCIIEKTUBHOIO

HCCICAOBaHUA.

HO.]]O)KCHI/IH, BbIHOCMMbIC HA 3AIIUTY

1. OnpeneneHo, YTO OTCYTCTBUE HXOTPaPUUECKUX MapKEPOB B IEPBOM TPUMECTPE
bopMHpYET MO0 JIOKHOOTPUIAIBHBIX CIy4aeB XPOMOCOMHBIX aHOMaIMA y TUIoAa,
KOTOpbIE BO3MOKHO JHAarHOCTUPOBATh BO BTOPOM U TPETHEM TPUMECTPaX OEpEMEHHOCTH

C IIOMOIIBIO BBIABIICHUA BXOFpa(i)I/I‘ICCKI/IX MAapKepoB.



2. YCTaHOBIIEHO, YTO HEOIArOMpPUSATHHIMU KPUTEPUSMH, HATHYUS XPOMOCOMHOMN
aHOMAJIMH y TUIOJIa BO BTOPOM UM TPEThEM TPUMECTpax OCPEMEHHOCTH SIBJISIOTCS: HAJTMUUE
Jake OJIHOTO 3X0orpaduyeckoro Mapkepa B TpYIIEe CPEIHEr0 pUcKa MO pe3yJsbTaraMm
KOMOMHHPOBAHHOTO TPEHATAILHOTO CKPUHUHTA, KOTOpas (GopMHpYyeTcs TpHU HATHIUU
JHO00T0 U3 CIEAYIOMMX OMOXMMHYECKMX MapkepoB: ypoBeHb PXIY 6Gonee 1,7 MoM,
ypoBeHb PAPP-A meree 0,5 MoM, cootnomrenue BXIH (MoM)/ PAPP-A (MoM) Beitiie 2
u onHoBpemenHoe camxenue BXIY u PAPP-A menee 0.5 MoM.

3. O0OCHOBaHO, 4YTO YJIbTPA3BYKOBOE HCCIIEOBAHHUE B TPETHEM TPHUMECTPE
OepeMEHHOCTH  SIBNISIETCST  HEOOXOAMMBIM  STalOM B JWAarHOCTUKE  IO3HO

MaHI/I(bCCTI/Ip}IIOHII/IX IIOPOKOB Pa3BUTHA Y INIOAO0OB C XPOMOCOMHBIMH daHOMAJIUSMU.

CooTBeTCcTBHE AUCCEPTALIMH MACIIOPTY Hayqnoﬁ ClienuaJIbHOCTH

JuccepTaiiysi COOTBETCTBYET MMAaCOPTy HayuyHOU crieranbHocT 3.1.25. JIyueBas
TUAarHOCTHKa W 00JlacTh  HWCcclenoBaHUs 1.1  JWarHoCTMKa W MOHWUTOPHHT
(U3HOOTUYECKUX W TIATOJOTHYECKHX COCTOSHUH, 3a00JeBaHW, TpaBM M ITOPOKOB
pa3BuTHs (B TOM 4YHCIE BHYTPUYTPOOHO) IIyTEM OIEHKH KA4YeCTBEHHBIX U
KOJMYECTBEHHBIX IMapaMeTPOB, TIOJyYaeMbIX C IIOMOIIBIO METOJOB JIY4EBOU

JUAarHOCTHUKH.

CreneHb J0CTOBEPHOCTH U anipodanus pe3yabTaToB

HuccepraniionHass paboTra COOTBETCTBYET NpPHUHIMIAM H  CTaHJIapTam
JOKa3aTeapHOM  MeauuuHbl. O JOCTOBEPHOCTHM  MOJYYEHHBIX  PE3YJIbTATOB
CBUJETENBCTBYIOT apI'yMEHTUPOBAHHBIN BEIOOD LIE€TU U MOCTAHOBKA 33]1a4 UCCIIE0BAHMS,
pEeNpe3eHTaTUBHOCTh BBIOOPKH MAIMEHTOB, NPUMEHEHHE COBPEMEHHBIX METOAOB

JAUAarHoOCTUKHU U METOA0B CTaTUCTUUYECKOU O6pa6OTKI/I IMMOJIYYCHHBIX JaHHBIX.

PesynbTaThl uccnenoBanusi oocyxkaanuch Ha |l chesnme Bpadeil yinbTpa3ByKOBOM
nuarHoctuku [IpuBomxckoro denepanbnoro okpyra (Kazans, 2009), XIlI cwesne
Poccuiickon accoumanuu Bpayel yJIbTPa3BYKOBOM JUATHOCTUKU B IEPUHATOJIOTUH U
runekosiornu (Hebyr, 2012), PecnyOnukaHCKoW MeEXpernoHalbHOW KOH(MEpEeHIINH
«Peamuzaiusi HauuoHanbHOro Tmpoekta «lIpeHaranbHas [0pojioBasi IMArHOCTHUKA

HapyILIEHUH pa3BUTUS peOeHKa». AKTyalbHble MPOOJIEMBbl MPEHATATBHON TUArHOCTUKHU
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(Kazans, 2012 r.), 12" World Congress in Fetal Medicine (Map6enss, Hcnanus, 2013),
Il cbe3ne cnenuanucToB yiabTpa3ByKOBOM quarHoctuku [IpuBoimkckoro gpeaepaibHOTO
okpyra (Kazans, 2014), Poccutickom konrpecce «Pamnonorus — 2014» (Mockga, 2014),
VIl cwe3ne Poccciickoil acconuanuy CHENUaIuCTOB YJIbTPa3BYKOBOW JUArHOCTUKHU B
memuiHe (Mocksa, 2015), 29" World Congresson Ultrasound in Obstetrics and
Gynecology (bepmun, I'epmanus, 2019), V che3nge Acconmanuyd CIHCIIHATUCTOB
MenuuuHbel  wioga «HamuoHanepHOro O0OIIECTBA MPEHATATBHOW MEAMIIMHBD)  C
Bcepoceniickoli  Hay4yHO-IIPAKTUUYECKOM  MIKOIoM  «Peanmuzamus  npeHaTalIbHOTO
ckpunnHra BITP u XA B cyObektax Poccuiickoit @enepanun» (Mocksa, 2020), VI
Bcepoccuiickoit  Hay4HO-IpaKTHUYECKOW  KOH(GEpPEHIMU «AKTyaJbHbIE  BOIPOCHI
yibTpa3BykoBol  guarHoctukw» (Kazanb, 2021), MexpernonaibHoM Qopyme
CIEIUAIIUCTOB PENPOAyKTUBHOM MeauiinHbl «Yenoek poauics» (Kazans, 2022), nHa V
ChE3/Ic CHEIUATNCTOB YJIbTPAa3BYKOBOM AuarHocTuku IIpuBOmKCKOTO (hemepanibHOro
okpyra (Camapa, 2023). Amnpobauusi IuUcCCepTAllMOHHOW pabOThl MpOBEICHA Ha
MexkadeapaasHOM 3acefaHuu  Kadenpsl yibTpa3ByKoBoiMl muarHoctTuku KIMA wu

kadeapel akymepctBa u ruHekonorud Ne 1 KI'MY (r. Kazansp, 06.10.2021, npoTtokon

Ne 19).
BHenpenue pe3yibTaTOB HCCIE0OBAHUS B MPAKTHKY

HapaboTku, modyyeHHble B  XOA€ JUCCEPTALMOHHOIO  HCCIEHOBaHUS,
UCIIOJIB3YIOTCSL B Y4eOHOM mporiecce kadeapsl yapTpa3BykoBoi nuarHocTuku KIMA —
¢bummana OI'bOY AIIO PMAHIIO MunzgpaBa Poccun. OHM  BHEApPEHbI B
MPAKTUYECKYIO JESITEIbHOCTh OTACICHUS MEAUKO-TEHETUYECKOW KoHcyabTauuu 'AY3
«PecniyOnukaHnckass KJIMHWYECKass OoibHUIIA» MMUHHCTEPCTBA  37paBOOXPAHCHHUS

Pecny6nuku Tatapceran (akt BHenpenust Ne 5993 ot 01.10.2020).

JINYHBINA BKJIA

ABTOp ydyacTBOBaja B pa3pabOTKe HAEH, AU3aliHAa HCCIEIOBaHUS, MOCTaHOBKE
nenen u 3agad ucciaenoBaHus. JINYHO aBTOpOM ObUIHM BBITIOJHEHBl KOMOMHUPOBAHHBIN
MIPEHATAJIbHBI CKPUHHHT U YJIBbTPAa3BYKOBOE HCCIIEIOBAHUE TIOJA BO BTOPOM U TPETHEM

TpuUMecTpe OepeMEeHHOCTH, chopMupoBaHa 0aza JaHHBIX, IPOBEJCHA aHATUTUYECKAs U
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CTaTUCTHYECKass 00pabOTKa TOJYYCHHBIX JTAHHBIX; OTYET O IMOJYUYEHHBIX JTAaHHBIX B
nyOJMKAIUsAX, YCTHBIX W TOCTEPHBIX IOKJIamax. B coaBTOpPCTBE TONMydYeH MATEHT
Ne 2760701 «Crioco® BBISIBICHHSI XPOMOCOMHBIX aHOMAJIUNA Y IUIOJOB OEpPEeMEHHBIX
TPYIIIBI HU3KOTO PYCKa IO Pe3yIbTaTaM KOMOWHUPOBAHHOTO MPEHATATHFHOTO CKPHHIHTA

BO BTOpPOM U TPCTHECM TPUMCCTPC 6€p€M€HHOCTI/I».

Ily6aukanuu mo TemMe JUCCEPTALMU

[To Teme nuccepTarmoHHOM pPabOTHI OmyOJMKOBaHO 15 paboT, B TOM YHCIIE:
4 cTaTbl B HAYUYHBIX PEIEH3UPYEMbIX HU3IAHUSAX, COOTBETCTBYIOIIMX KPUTEPUSIM U
MEPEUHIO PEIECH3UPYEMBIX HAY4YHBIX M3JIaHUH, pekoMeHaoBaHHbIX BAK npu
Muno6pnayku Poccun; omun mateHt Ne 2760701 B coaBTopcTBe «Crioco0 BBISBICHHUS
XPOMOCOMHBIX aHOMaJIMN Yy TIUUIOJIOB OEPEMEHHBIX TPYyNIbl HU3KOTO pHUCKA MO
pe3yJibTaTaM KOMOWHHMPOBAHHOTO MpPEHATaIhHOTO CKPHMHHHTA BO BTOPOM U TPETHEM

TpuMmecTpe OepemeHHOCTH»; 10 MaTepuanoB KOHPEPEHIIHA.
CtpykTypa U 00beM JUCCEPTAIUU

Juccepranus n3jiokeHa Ha 165 cTpaHunax, COCTOUT M3 BBEACHMS, TPEX IJaB
(0030p nUTEpaATYphl, MATEPUAIIBI U METOJIbI UCCIIEI0BAHUS, PE3YIbTaThl UCCIEIOBAHUS),
3aKJIIOYEHMS, BBIBOJIOB, IPAKTUYECKUX PEKOMEHIALNM, CIMCKA COKPAIEHUM U CIIMCKA
UCITIOJIB30BAaHHOM yuTepatTypsl. Ilociennuii BknrodaeT 244 MCTOYHHUKOB JIUTEPATyphI, 51
OTE€UECTBEHHBIX U 193 mHOCTpaHHbIX. JluccepTanns WUTIOCTpUpoBaHa 16 Tabaunamu u

44 pucyHKaMu.
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I'JTIABA 1. OB30P JIUTEPATYPBI.
COBPEMEHHOE COCTOSAHHUE 3XOI'PAOUYECKUX METO/10OB
WCCJEIOBAHUM BEPEMEHHBIX HA BTOPOM U TPETHEM
TPUMECTPE BEPEMEHHOCTH

B TeueHume moCHeTHUX YETHIpEX MACCATUICTHH CTPYKTypa MPEHATAIBHOTO
CKpUHUHTA TIpeTepriesia 3HAYMTEIbHBIE M3MEHEHUSI OT MPOCTOrO0 CKPUHUHTA BTOPOTO
TpUMECTpa C U3yueHHEeM ypoBHeH anbda-deronporenna (ADIT) B kauecTBe Mapkepa
aHOMAaJIUW Pa3BUTHSA HEPBHOU TPYOKH, 1O KOMOMHAIIMU KOMIUIEKCHBIX OMOXUMUYECKUX
1 OMoU3NYECKUX METOI0B uccienoanus [78, 133, 166].

Cam 1o cebe TEpMUH «CKPUHHUHI» O3HA4aeT NEpBUYHOE OOCIeA0BaHMUE,
OpraHU3yeMO€ CHUCTEMOM OOIIECTBEHHOIO 3/IPaBOOXPAHEHHS OXBATBHIBAIOIIEE TPYIIIHI
HAceJIeHUs, KOTOphbIe MO0 HE 3HAIOT O CBOEM pHCKE 3a00JIeBaHUS OIPEACIICHHON
0omne3Hplo, MO0 yXKe €10 OO0JICIOT, C UEJbI0 BBISIBJICHUS JIUIl, KOTOPHIE MOIy4YaT
HauOOJIBIIYIO BBITOTy/BpPe]l OT JaJIbHEUIIIEro 00CiIeJoBaHus WK JieueHus [21].

B cnydae ¢ mnpeHaraqbHBIM CKPUHUHTOM IIETBIO OOCJIENOBAHUS SIBIISACTCS
BBISIBJICHUE TUUIOJIOB C BPOKIEHHBIMU WJIM XPOMOCOMHBIMH aHOMAJHUSIMU, a TaKkKe

IMPOTHO3UPOBAHUEC HEKCIIATCIbHBIX HCXOO0B 6epeMeHHOCTI/I Ha MaKCHUMAJIbHO PaHHHX

cpokax [13, 26, 154].

1.1. UcTopusi npuMeHeHUs! yJIbTPa3BYKOBOI0 HCC/IeJ0BAHUSA B KayecTBe 0230BOI0

KOMIIOHEHTA IPEHATAJBbHOT0 CKPHHHMHTIA

Jo mnHavana 1960-x TrOOOB HE CyIIECTBOBAIO MOHATUS «IPEHATAIBHON
JTMArHOCTUKW. [1appl, KOTOPHIE 3HAIM O HAIMYUHU B CEMbE Pa3IMIHBIX HACICICTBECHHBIX
3a00J1eBaHUH, IPUHUMAJIN PEIICHNE 3aBECTH peOCHKA 1 B3ATh Ha Ce0s OTBETCTBEHHOCTD
32 BO3MOXHYIO aHOMAJIMIO, WM TMpeaoXpaHsATbes oT Oepemennoctu [101, 199].

Hecmotps Ha 1O, uto yx)e B 1930 romy L.S. Penrose ommcanm BO3MOXKHYIO CBSI3b
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MaTEpUHCKOT0 Bo3pacta ¢ yactoroit passurus Cll y mereit [171], no 1960-x romos He
CYILIECTBOBAJIM JIMATHOCTHUYECKUE METOIbl JUIisi OOHapyxkeHUsi XA B MNpeHaTalbHOM
neproie, IPMMEHUMBbIC B KIIMHUYECKOM mpaktuke [93, 207, 211].

7 wtoHa 1958 roxa, BO BCEMHPHO M3BECTHOM MEAMIMHCKOM XKypHaie «Lancety
BBIIIIA CTaThsl OPUTAHCKOTO yueHoro u jgokropa lan Donald, koToporo coBpeMeHHHKH
HasbBam «Mad Donaldy (besymusrii JloHab ), 3a €ro cMeble HHHOBATOPCKUE Hyieu. B
CTaTbe, KOTOPast IO HACTOSAIIETO BPEMEHH YUEHbIE HAa3bIBAIOT «CaMOM BayKHOM B HCTOPUU
IPUMEHEHHUs YIbTPa3BYKOBOI'O MCCIEAOBAaHU» ObLI OMMCAH OMNBIT puMeHeHus Y3U y
KEHUIMHBI C JUArHO30M: HeomnepaOeabHbI pak KelyJllKa, acCuuT U KapiuHomato3. Ha
VY3W BBIACHWIOCH, YTO Ha CaMOM J€Jieé y JKCHIIMHbI KHUCTAa SUYHHUKA, KOTOpas B
JanbHeleM Obljla YCIENIHO HpoolnepupoBaHa. MIMEHHO 3TOT ciydyall O3HAMEHOBA
NepBOe MPUMEHEHHE YIIbTpa3BykoBoro uccienoanus rudekosnoruu [90]. Tot ke lan
Donald B 1958 r. Hammcan, 4YTO yJNBTPa3BYKOBOE HCCICIOBAHHE TOJOBKU ILIONA
BO3MOXXHO TIO3BOJIUT €I[€é BO BHYTPHYTPOOHOM TMEPHUOAE CIEAUTH 3a aJeKBaTHBIM
pasBuTHeM 1utona [212, 214].

BnocnenctBun on HanumeT: «B ckopoM BpeMeHHM MHE Jald BO3MOXXHOCTh
IPOBEPHUTH HA IPAKTHKE MOIO TEOPUI0, MOMMH cOOCTBEeHHBIMU criiaMu. B KoponeBckom
PonunsHOM nome r. PorTeHpoy, rie He ObUIO OTIEIbHBIX KOMHAT AJI MCCIIEI0BaHuUs
OepeMeHHBIX WM XOTs Obl mKadoB IJIs XpaHEHUsS ammapaTypbl, I ¢ MOUM KOJUIETOM,
¢uzukom Tom JlyrraH mnopkaThiBaj anmapar K KOWKaM M CHpAIIMBAIl Y KaXKIOU
OepemMeHHOM pa3pelieHre Ha oocnenoBanue. XKeHmunel . ['1a3ro npexkpacHsl 1 OHU BCe
JlaTy paspelieHue Ha oocieioBaHue 0e3 TeHH Kojie0aHuid. Mbl MPUMEHWIM Halll METO/T
10 U3MEPEHHIO TOJIOBBI U TeJa MJI0/1a, a TAKXKE OLIEHKH CKOpocTH pocta. [locie Toro, kak
moit komtera Jlp. Ctroapt KeMmnOet moBTOpuiI TO k€ camoe ucciieoBanue, dperaabHas
nedanomeTpusi nMpeBpaTUiIach B CTaHIAPTHBIA METOJ OO0CJeIOBaHUs pOCTa IUioAa Ha
MmHorue roga» [217, 231].

B TedyeHMu mocnemyromMX HECKONBKHX JIET CTaJI0 BO3MOXKHBIM IPH TOMOIIU
yJIbTPa3BYKOBOTO UCCIIEIOBAHUS HAOIIOAATh 33 pa3BUTHEM OEPEMEHHOCTH OT Havasa J0

KOHIAa M AWArHoCTUPOBATHL TAaKHUC COCTOAHUA M OCJIIO)KHCHHUS, KaK MHOTI'OIINIOZHAA



14

OEpEMEHHOCTh, AHOMAJIMU TJI0JA, MPEJIEKAHNE TTAEHTHI C YTPO30i KPOBOTEUEHUS U
T.1. [133, 199].

bonee toro, 60-e roJpl MPOIIJIOTr0 CTOJIETUS TAKXKEe 03HAMEHOBAIUCH OTKPHITHEM
HOBBIX TEXHOJIOTHi1, TAKUX KaK T€HHBIE UCCIIEI0BAHMS], BO3MOXHOCTbh IUTOT€HETUYECKHUX
u JIHK uccnenosanuii. Bce BhIenepeunciacHHoe, HapsSAy ¢ udepanu3alyei 3aKoHOB
3arnpemaromux adboptel B 1970-x caenanu npeHaTadbHBIM CKPUHUHT U MPEHATATbHYIO
JTMAarHOCTUKY WHTETPATbHON YacThIO yYX0/a 3a OepeMeHHbIMH [ 75, 172].

Ecimm B cepemuHe 1970-Xx camMO BO3HMKHOBEHHME IIOHSATHS «IIPEHATAJIbHOTO
CKPUHUHTa» TECHO OBLIO CBSI3aHO UMEHHO ¢ OMOXMMHYECKUMU MapKepaMu, a UMEHHO, C
ypoBHEM alib(ha-heTonpoTerHa B cepelMHE BTOPOro TPUMECTpa, TO yxe BHauajie 80-x
IPOU30LIJIO CMEIICHWE IapajurMbl B  CTOPOHY  YJBTPa3BYKOBBIX MapKepoOB
XpPOMOCOMHBIX aHOMajui, a B 90-e — B Hay4yHYyIO JIATEpaTypy ObUT BBEIEH TEPMUH
«TEHETUYECKUHA  YJIbTPAa3BYK»,  IOJPAa3yMEBAIOLIEE  TIIATEJIBHOE  IOIIArOBOE
oOcJeToBaHKE IJI0JIa B CEPEIMHE BTOPOTO TpuMecTpa OepemenHocTH [82, 121, 174]. Bo
BpEMsl IaHHOTO 00CJIEJOBaHMsI HE TOJIBKO OLICHUBAJIMCH CTPYKTYpPHBIE aHOMAJINU TUI0AA,
HO U TaK Ha3bIBAEMBIE «MITKUE MapKEPbI», HE3HAYUTEIIbHbBIE U3MEHEHUS, KOTOPBIE B TON
WJIM MHOMU cTereHu ObLIu cBsa3aHbl ¢ XA [95, 146, 150].

Busyanuzaiusi CUHHOTO MO3ra Ij10/1a Ha cpoke OepemeHHoctu 18-20 Henmenb
oOagaet OOJIbIIICH YyBCTBUTEIBHOCTBIO B 00HapYykeHuH «Spina bifida» nexenu yporHu
A®II na 16-18 recrarmonnoii nezene [164, 228].

Takke cienyer MOAYEPKHYTh, 4TO yxke cHayana 1980-Xx rogoB BHUMaHUE
uccienoBareyell MepeKIiouniIoch C BPOXKICHHBIX aHOMAJUA Ha XpOMOCOMHbIE. B
YaCTHOCTH, YK€ 4 JecsTka JeT B (PoKyce MpeHaTaJbHOr0 CKPUHUHIA aHEYIUIOMANU U
tpucomust 21 (cuaapom Jlayna) [79, 104, 226]. B paMkax HpOTOKOJIA BBISBICHHS
TpUCOMHHU 21 4aCcTO TMAarHOCTUPYIOTCS TaKKe aHEYTUTOMINH, Kak Tpucomus 18 (cunapom
OnBapaca) u tpucomust 13 (cungpom Ilaray), a Takke peaKO BCTpeUYarOUIUECs
HECOBMECTUMBIE C JKU3HBIO AHOMAJUHU, KaK TPUIUIOWJIMU, W YPE3BBIUYAMHO peaKue
AHOMAJINH, KaK aHOMAJTUH MOJIOBBIX XpoMocoM [5, 38, 94].

OTtkpbiTHe B 1990-x TIT. Takoro yibTpa3ByKOBOro (peHOMEHa, KaK CKOIICHHE

KHUAKOCTU MEXKAY MATKMMHU TKAHAMHW BAOJIb ITIO3BOHOYHHWKA M KOXXH I1JI0JAa, U3BCCTHOTI'O
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Ha CETOAHSIIHUN JeHh KaK BOPOTHHKOBOE mpocTpaHcTtBo [157, 169], o3nameHoBaso
HOBYIO 3M0Xy B MHPE CKPUHHUHIOBBIX IIPOTPaMM, CHEJIAaB BO3MOYKHBIM pPACUET
WHIUBUYyaJIbHOTO prcka XA miiofa Ha OCHOBaHMM KOMOUHUPOBaHHOU oneHku Y3U u
onoxummudeckux Mapkepos [81, 180].

B cBsi3u ¢ pa3nuuHON YYBCTBUTEIBHOCTHIO M CHEHU(PUUYHOCTHIO TOCIEAHUX, B
HACTOSAIEE BPEMSI B KIMHUYECKOW MpPAKTUKE MPUMEHSIIOTCS MPOTrpaMMHbIE MOYJIH,
paccuMTHIBAaIOIINE pUCK XA Ha OCHOBAHMHM KOMIUIEKCHOTO pacdeTa IMoKazaTesed Bcex
MapKepoB IS JAaHHOTO Cpoka OepemenHocTH [78, 94].

Ha tepputopun P® npenaraibHas AMArHOCTUKA OblIa BHEIPEHA B CUCTEMY
3npaBooxpaHeHusa HauuHas ¢ 1993 r. Ilpukazom Ne 316 «O nanpHeiemM pa3BUTHH
MEJUKO-TEHETHUECKOW  ciy:kObl MwuHuCTEpcTBa  3apaBoOXpaHeHus Poccuiickoi
®denepanum» [14, 32]. HecMoTps Ha TO, 4TO B JaHHOM IPHKa3e OblIa CHEIUPUKALINS
METOJIOB MPEHATAIBHONU JUATHOCTUKH BpOXKICHHBIX aHoManuii (Y3U, Onoxumudeckuit
CKPUHMHT, MHBAa3UBHBIE METO/Ibl, KAPUOTUIIUPOBAHKE), TAM HE COACPKAIKUCH CBEJICHUSI O
CXEM€ OpraHu3alvy MPEHATAIbHOM IUAarHOCTUKU B 1eJoM. ITorn naHHOW nporpamMmel,
noaseaeHubie B 2000 romy, okKa3zaauch HEYTEHIUTENbHBIMHU, TaK KaKk B OOJBIITMHCTBE
ciydaeB Y3 IMarHOCTUKY IUIOJa IPOBOIWIIM Bpauu 0e3 crenuaibHON MOATOTOBKY U 0€3
3HaHHUS OCOOCHHOCTEN BPOKICHHBIX U XPOMOCOMHBIX aHOMAJIMH BO BHYTPUYTPOOHOM
nepuoze [13, 15].

HanpHelimue ucciienoBaHusi (YHKIIMOHUPOBAHUS JKEHCKUX KOHCYJIbTAllUA U
KPYITHBIX IEpUHATAIBHBIX HEHTPOB MOKA3aIM, YTO BBISIBJIEHUE BPOKIACHHBIX aHOMAIUI
IJ10/1a B KPYIHBIX OOJIACTHBIX MEPUHATAIBHBIX HEeHTpax pocturai go 70-90%, B To
BpeMs KaK B KCHCKHMX KOHCYyIbTarmsax — Tojibpko 10-20% [15, 30, 31]

[Tocne Toro, kak Ha XIII koHrpecce MexayHapoaHoro oOIIecTBa Bpadeul o
yIBTPa3BYKOBON JIMATHOCTUKE B aKyIIEPCTBE U THUHEKOJOTHH OBbUIO 3asBJICHO, YTO
YyBCTBUTEIHLHOCTh PAHHETO KOMOMHUPOBAHHOTO CKPUHWHTA HA BBISIBJICHHE CaMBIX
pacnpocTpaHeHHbIX XA 06aaet Bicokoi (85—90%) 4yBCTBUTENBHOCTBIO TIPU HUZKOMN
JI0JI€ JIO)KHOTIOJIOKUTENBHBIX PE3YIbTATOB (110 3%), ONMBIT paHHEr0 KOMOMHUPOBAHHOTO
CKpUHUHTA Hadajdd BHEAPATh B CHUCTEMY 3PABOOXPAHCHHsI OOJIBIIMHCTBA Pa3BUTHIX

cTpaH, B ToM uncie u Poccun [159, 235].
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B Poccun k Tomy MoMeHTy yxe aeiictBoBai [Ipuka3 Munszgpasa ot 28.12.2000
Ne 457 «O coBeplIEHCTBOBAaHUU MPEHATAIILHOW JAUArHOCTUKH B MNPO(UIAKTUKE
HACJICICTBEHHBIX U BPOXKICHHBIX 3a00JieBaHMI Yy JeTei», B KOTOPOM JaBajlCh
JeTalIbHbIE PAa3bsICHEHUSI OTHOCUTEIHHO MPOBEACHUS OMOXMMHUYECKOTO CKPUHHUHTA H
CHCTEMBI YJIBTPA3ByKOBOTO OOCJICIOBaHHMS Ha PaHHUX Cpokax OepemeHHoctH [38].
Hecmotpst Ha 3TO, OTCyTCcTBOBaja efauHas U 3(p¢eKTHBHAs CHUCTeMa IMPEHATaJIbHOro
CKpUHUHTIA, EUCTBYIOIAs Ha Bcell Tepputopuu Poccun. ONbIT OLIEHKH PE3YJIbTATOB
3¢ ()EKTUBHOCTH JAHHOTO HOBOBBEJCHHUS MHOTOIICHTPOBBIMU HCCJIEAOBAHUSIMU ObLI
rayeBHbli [11]. ITo pe3yabTatam uccienoBanus, mnposeneHHoro 8 ®I'bY HUM Aull
uM. /1.O. OTra, 4YyBCTBUTEIBHOW NEpUHATATBHON JUArHOCTUKHU [UJII  BBIABJICHUS
tpucomun 21 cocraBmia Bcero 13% (2000-2004 rr.). Y OGepeMEeHHBIX, MPOIIEIIINX
WHBA3HBHYIO JTUArHOCTUKY XA OBUIM BBIABICHBI Bcero juiib y 5,9% [3]. [To maHHBIM
JIPyroro  HMCCJIEN0BaHUs, MpoBeIeHHOro Poccuiickord — acconuanuend  Bpadeu
YIBTPa3BYKOBOW JUATHOCTUKH B IEPUHATAIOTUHA U TUHEKOJIOTUH U U3ydaromen onbIT 20
PErMOHOB CTpaHbl, TpucoMus 21 B mpeHaTaibHOM Tiepro/ie Oblia BoisgBieHa Bcero B 30%
ciayvasix. [Ipu abcomoTHON mocTtynmHOocTH Y3 M OMOXMMHMYECKOTO CKPUHHMHTA BCETO
17,2% cny4yaeB ObLIM BBISIBJIEHBI B IEPBOM TPUMECTpPE, a 75,4% — BO BTOPOM TpUMECTPE
oepemenHoctu [4, 26, 41].

OTH pe3yNbTaThl BRIMISAAT €le 0osee TPEeBOKHBIMU, €CJIA YU4ECTh HEAOMYCTUMO
BBICOKYIO YacTOTy HPOLEAYp O MHBA3UBHOM TMArHOCTHUKE, IPUYEM Ha MO3JHUX CPOKAX
OEpEeMEHHOCTH C COOTBETCTBYIOIIECH YaCTOTOM BRIKUIbIIICH. Ha 12 nmarHocTHpOBaHHBIX
ciydyaeB XA TpuU TMOMOIIM WHBAa3UBHOW JMAarHOCTUKM TPUXOIUIUCH 2 TOTEpHU
OepeMEeHHOCTH 370POBBIM ILT0I0M [14].

[TapagokcanbHO, HO 3a OAHY OepeMeHHOCTh B Poccun GepeMeHHbIe KEeHIIMHBI
npoxoauiu B cpeanem 5 Y3U oOcnenoBaHuii, HO 3TO HE MPHUBENIO K YIYUYIIECHHUIO
NPEeHATAIbHON TMarHOCTHKH BPOKICHHBIX U XPOMOCOMHBIX aHoMmanui [9, 14].

B cBsa3u ¢ atum, B 2009 r. Oblia Havata pedopMa B 00JacTH NpeHATaIbHOU
JIMAarHOCTUKH, BKJIIOYarouiasi BbIOOp HOBOM TOCYJapCTBEHHOM CTpaTeruu M IyTel
pealM3allid B YCIOBHUSX 3ApaBooxpaHeHusi Poccun. JlaHHoe HampaBieHue ObLIO

BKJIIOUEHO B OOIIEHAMOHAIBHBIN MpoekT «3x0poBbe» ¢ 2010 roma [9, 14]. Hosas



17

porpaMMa OCHOBBIBAJIACh HAa KOHUEMIIMH paHHET0 KOMOMHUPOBAHHOTO MTPEHATAIBLHOTO
CKpuHUHTa, pazpaboranHoro Kumnpocom Hukonamaecom u @Donmom DeranbHOM
Menumunel (FMF) [12, 186]. Cpokamu ckpuHHHra ObLIM 0003HauYeHBI 11-14 Hexenb
OEpEMEHHOCTH, @ OCHOBOM MEPONPHUATHA IO MEPEXOAy HAa CKPUHHUHI IO HOBOMY
QITOPUTMY SIBUJICSI TEPEBOJ] MEPONPUATUIA HA SKCHEPTHBIA YPOBEHb TUATHOCTUKHU B
KaxaoM cyonsekre PO [29, 30].

B 2010 r. HOBasg cucTteMa NpEHATaJbHON JMAarHOCTHKM ObUIa BHEJIpPEHa B
MockoBckoii, PoctoBckoit 1 ToMckoit obnactsax. Pe3ynbrarsl ycnenrHoi peain3aiuu
IIPOEKTa MOCITYKUJIM OCHOBAaHWEM Uil pacnpoctpaHeHus anropurma FMF na npyrue
cyobexThl PO. Pecniybnuka TaTapcTaH npucOeIMHMIACH K IIPOrpaMMe IPEHATaIbHOIO
ckpunuara B 2011 romy [14, 15, 16]. OneIT yCHEIIHOTO MPOBEACHHS MPOrPaMMbI
IpeHaTaJIbHOIO CKpUHHUHTra 1o Moayito FMF B PecniyGnuke Tatapctan HEOAHOKPATHO
Obita  0000meHa B NyONUKAaNMsIX  MEAMKO-TEHETUYECKOW  KOHCYJIbTAaIluU
PecnyOnukanckoi knmuHudeckod 0oapHULBl M3 PT, KoTOpBIN siBIIgeTCS peepeHCHBIM
HIEHTpoM 110 Bcemy Tarapcrany [14, 32].

Janubie  oneHkd 3G(EKTUBHOCTH  MpeHaTalIbHOTO CKpuHuHra B POD
CBUJETENBCTBYIOT O TOM, 4YTO Mociie BHeapeHus anroputmMa FMF B 3HaumrtensHol
CTEIICHH MMOBBICKIIACh YacTOTa BhIsABICHHU XA [13].

Bce ke, yacTtoTa J0KHO-OTPULATENbHBIX PE3YJILTATOB BCE €I1IE€ OCTAETCS BHICOKOMH,
YTO, C OJTHOM CTOPOHBI, CBA3BIBAIOT C HecoOmoaenneM anroputmoB FMF [13], ¢ apyroi
CTOPOHBI, — C OTCYTCTBHEM I'PYOBIX CTPYKTYpPHBIX aHOMAJIMH, JOCTYIHBIX OLIEHKE MpHU
oMoty Y3 MeTo0B uccieaoBanus [13].

BrlieckazaHHOE€ MOMYEPKUBAET HEOOXOAWMOCTh YIIyUILIEHUS MpeHaTalbHON
JTMArHOCTMYECKON CHUCTEMBI C LIETbI0 CBOEBPEMEHHOTO U 3(PPEKTHBHOTO BBISBICHUS

XPOMOCOMHBIX AaHOMAJIMH IIOJA.
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1.2. Ctpykrypa u kpuTepuu 3pGeKTHBHOCTH NPEHATAIBLHOI0 CKPUHUHIA

[IpenatanbHas JOUAarHOCTUYECKass CHUCTEMa COCTOMT M3 JBYX  4YacTeil:
NpeHaTAILHOTO CKPMHUHTA U YTOYHSOIIeH tuarnoctuku [46, 129, 230].

[IpenaTanbpHBINA CKPUHUHT B COBPEMEHHOM IMMOHUMAHUN — KOMITJIEKC MEIUITUHCKIX
UCCJIEIOBAHMM, HANpPaBJIECHHBIX HA BBISABICHHUE T'PYIIbl PUCKA MO PAa3BUTHUIO MOPOKOB
1072 BO BpeMs OepemMeHHocTH [57].

CtpykTypa TMpeHaTaJIbHOW JHAarHOCTUKW COIJIaCHO BPEMEHH MPOBEIICHUS
JTMArHOCTUYECKUX MEPOINPUATHI B TeUEHUE OEpeMEHHOCTH MpUBEeHA Ha pucyHKe 1.1,
MPU U3YYEHUH KOTOPOTO CTAHOBHUTCS OUYEBHUIHBIM, UTO K T€CTaM NEPBOrO TpUMECTpa
OTHOCATCSI paHHUM TMpeHaTaJbHbIi KOMOWHUPOBAHHBIM CKPUHUHT, U OINpEJCICHUE
BHeksieTouHoro /JIHK B maTepuHcKkoil KpoBH.

BHeknetouHaa [1HK

Yy : e/ /

MepBbii TpUMecTp TpeTuii TpumecTp
Jata nocneaHeii MeHCTpyaLymn — 12167 2797 —poppi

Bropoii Tpumectp
13%/7_ 267 yepens

xorpadua KopaoueHTtes
cepaua

1.PaHHKMIA KOMBMHUPOBAHHDIN
npeHaTaNbHbIA CKPUHUHT
2. bnoncua BOPCHMH XOpMOHa

AMHUOLEHTEe3

Pucynok 1.1 — Cpoku npoBeeHUs] IPEHATAIBHOIO CKPUHUHTA U yTOYHSIONIEH
JIMAarHOCTUKHU
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Pannuii npeHaTanbHbIE KOMOMHHMPOBAHHBIM CKPUHHUHI, pPa3paOOTaHHBIA U
npemnoxkeHubld K. HukonanaecoM u ero KomMaHIoW, B HACTOSIIEE BPEMS SIBISIETCS
30JI0TBIM CTaHJAPTOM MPEHATATBHOTO CKPUHUHTA IPUHATHIM B OOJBITMHCTBE PA3BUTHIX
U pa3BuBaroImuxcs ctpan [12, 57, 110, 158]. B pamkax KoMOMHHPOBAaHHOTO CKPHHUHTA
MPOBOJUTCS OMPEJIETICHUE CBHIBOPOTOUYHBIX U YJBTPa3BYKOBBIX MapKepoB Haubosee
pacIpOCTpPaHEHHBIX XPOMOCOMHBIX aHeymouau (tpucomus 21, 18, 13), Tpunnonaumii,
HEKOTOPBIX AaHOMAJIMH CEPJICTHO-COCYAUCTON CHCTEMBI U IpyruX 3a0oseBanunii [92, 128,
154].

CaMpIM BaXHBIM W3 BCEX CKPHHHHT-OOCICIOBAHUN  SBISACTCS WMEHHO
KOMOMHUPOBAHHBIM CKPUHUHT, TOTOMY YTO YacTOTa (DU3MYECKUX U TCUXUYECKUX
OCJIO)KHEHHH CO CTOPOHBI MaTEPH MPU METUIIMHCKOM IIPEPHIBAHUN O€PEMEHHOCTH IIPSIMO
IIPOIOPITMOHANIbHA CPOKY OepemeHHocTH [34, 49, 125].

KoMOuHHpOBaHHBIN CKPUHUHT MOXHO BBIITOJIHUTH B 2 dTara: Ha MEPBOM JTarie 3a
HEJIEIIO /10 YIbTPA3BYKOBOTO MCCIIEIOBAHUS IUI0/Ia TIPOU3BOAUTCS 3a00p MaTEPHHCKON
KpPOBH JJI ONIpeieNIeHNs OMOXUMHUYECKIX MAapKEPOB, a Uepe3 HEEII0 —
VY3-uccnenoBanue 1o omnpeaeieHHoMmy npotokony [162, 206, 210]. Takke, BO3MOXHO
poBeJieHNEe KOMOWHMPOBAHHOTO CKPUHUHTA Ha OJHOM JTare, MO0 TaK Ha3bIBAEMOMY
anroputMy «OSCAR» (anen. One’StopRiskAssesmentClinic — kiuHUKa OTHOKPATHOM
OLICHKH pucka) [221].

OOBIYHO CKPUHHUHT BTOPOTO TPUMECTPA MPOBOIUTCS Ha CPOKE OEPEMEHHOCTH
15-21 uepens, onTuManbHo — Ha 15-18-it recranmonnoii Heaene [92, 207]. Ko BTopomy
TPUMECTPY OTHOCSITCS TaKue TeCThI, Kak « Triple-test» (auen. triple-rpexxoMIoHEHTHBIN)
u «Quad-testy (anrn. Quadruple-dersipexkommnoneHTHbIH) [215]. «Triple-testy BxarodaeT
onpeesieHne Takux MapkepoB, kak A®@IT, XI'Y u scTpuon B COU€TaHUU C MATEPUHCKUM
Bo3pacToM [217]. B kiIMHUYECKO# NpaKkTHKe Yallle BCero nmpuMeHseTcst iMeHHo «Quad-
testy, KoOTOpBIA MpeACTaBISET COOOM TPEXKOMIIOHEHTHBIM TECT ¢ J100aBlICHUEM
uHTHOMHA-A. VccnenoBaHus MOKa3bIBAIOT, YTO T0OAaBIEHNE NMHTHOMHA-A 3HAYUTEIHHO

MOBBIIIAET YYBCTBUTEIBHOCTh CKPUHHMHIA, 0COOEHHO npu OepemenHoctsax ¢ CJ[ 857,

181].
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K tecram, koToppie MOTYT OBITH MPOBEIACHBI KaK B MEPBOM, TaK U BO BTOPOM
TpUMECTpe OCPEMEHHOCTH, OTHOCATCS TaKkKe MHTErpupoBaHHbIN  (integrated),
KPOCCTpUMECTpaIbHbIN (Crosstrimester) u koHTHHreHTHBIN (contingent) tecter. Mx
00BbEeIUHAET TEXHUKA PACUETOB PHCKA, OCHOBaHHAs Ha OIMpPE/IEJICHUH CEPOJIOTUUECKUX U
yJIbTPa3BYKOBBIX MapKEPOB U BbIJaue €UHOTO (MM HECKOJIBKUX) PE3YJIHTATOB OLEHKU
pricka Ha BTOpoM Tpumectpe [13, 123].

WHTEerpupoOBaHHBI TECT COCTOUT U3 KOMOWHHUPOBAHHOTO MPEHATAIHHOTO
CKPUHUHTA MIEPBOTO TPUMECTPA M TPEXKOMIIOHEHTHOTO TECTa W B Pe3yJibTaTe pacyeTa
OIpEENSIET PUCK KOHKPETHOM OepemMeHHor XA 1m1ona Bo BTopoM Tpumectpe. [Ipu «cut—
off» 1/250 wuactota BbIABICHHS XA cocTtaBisgeT 94% C JIOKHOIOJOKUTEIBHBIM
pesyapTaroM 1% [57, 155]. KpoccrpuMecTpaibHBIi TECT OTJIMYAETCS  OT
MHTErPUPOBAHHOTO TECTA JOMOIHUTENbHBIM Y 31 Ha cpoke OepemenHocTH 14—15 Henenb
O0epemeHHOCTH (TIepe]] TPEXKOMIIOHEHTHBIM TecToM) [123, 166 170]. YacToTa BEISBICHHS
CI npu kpocctpumecTpanbHoM Tecte  pocturaer 100%, mnpu  4gactore
JIOKHOTOJIOKHUTEIbHBIX pe3yinbratoB 3,4% [144, 166]. Bomee Toro, HMEHHO
KPOCCTPUMECTPAJIBHBIN TeCT 001a1aeT 0oJbIel YyBCTBUTEILHOCTHIO TTO OTHOIICHUIO K
TpucoMussM 13 m 18 m Kk TpuUILUIOMAUSAM, MOTOMY 4YTO B TO BpEMSA, KaK YPOBEHH
CEPOJIOTUYECKUX MapKEpOB OBIBAET HU3KUM TpHu ATUX XA, umeHHOo Y3U momoraer
BBISIBUTH JApyrue anomanuu [118, 123].

KOHTHHTEHTHBI TECT SBJISETCSA ABYXIIArOBBIM TIOCIEIOBATCIBHBIM TECTOM
CKpUHUHTAa C TPUMEHEHHEM TeX JK€ MapKepoB, KOTOpbIE BXOJIAT B CXEMY
koMOuHupoBaHHOTO ckpunuHra [131, 154]. Tlocie mepBoro mrara OepeMeHHBIC
KJIaCCU(DHUIMPYIOTCS B TPYIIIBI BBHICOKOTO (TIOKa3aHA YTOYHSIONIAS JOTIOJHUTEIHHAS
WHBa3MBHAsl JIMArHOCTHUKA), CPEAHEro pHUCKa (BTOPOH IIar CKPUHUHIrA IOKa3aH) U
HU3KOTO pUCKa (OTCYTCTBYET HEOOXOIUMOCTb MPOBEICHHS MAIbHEHITUX CKPUHUHT
tectoB) [130, 182, 220]. HMmenHo OTOOpaHHBI 1O pe3ysibTaTaM PaHHETO
KOMOMHUPOBAHHOTO CKPUHUHTA «KOHTUHIEHT» O€pEMEHHBIX (TpyTIa CpeTHETO pUcKa) u
SBJISETCS 11€JIEBOM ayIUTOPHUEN NIl BTOPOro 1Iara CKpMHHUHTA.

Ecnu omnpenenenne TOHATHS «KOHTUHTCHTHBIA CKPUHUHT» OJMHAKOBOE Y

Pa3JINYHbIX HCCHGHOB&TGHGﬁ, TO CAUMHOIIaACUC OTCYTCTBYET OTHOCUTCIILHO OIIPCACIICHUA
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KOHTUHT€HTHOW TpyMNmbl, T.€. TPYNNbl CPeAHEro pucka. Tak, rpymna HUTaTIbSIHCKHUX
y4EeHBIX, 0000111as1 OMBIT NMpeHataibHoro ckpuHuHTra 2011-2017 rr. B Ka4ecTBE TPyMIIBI
«CPEIIHETO PHUCKa» paccMaTpuBall MPoMexyTok «1/31-1/899», u 3HaueHuss MeHbIIIe
1/900 B xaduecTBe rpymnIbl HU3KOTO pucKa. it BTOpOro TpuMecTpa B kadecTBe «Cut—0ff
(YpOBEHb OTCEUCHHS ) HCCIIeI0BaTeIN NpuHsIn 3HaueHue 1/250 [118]. Ha nepBoM sTame
0,5% GepemeHHBIX ObLIN OTHECEHBI K TPYIINE BHICOKOTO pucka, 10% K rpyrre cperHero
pucka u 90% k rpymnne HU3KOoro pucka. JlaHHbIH MPOTOKOI MPOAEMOHCTPUPOBAT YACTOTY
BbIsIBIICHUA 96,8% ¢ 4acTOTOM JIOKHOMOJOKUTENbHBIX pe3ynbTatoB 2,8% u OAPR
(Oddsofbeing Affectedgivena Positive Result — mranc OBITH IMOpaKEHHBIM TIPH
MOJIOKHUTEIBHOM pe3yibTaTe Tecta) 1:11. JlaHHbIe TMarHOCTUYECKUE XapaKTEPUCTUKH B
3HAYUTEIBHOM CTENICHH PEBOCXO NI KOMOMHUPOBaHHBIN ckpuHUHT [220] .

B 10 e Bpems, aBTOpHl M3 Apyrol 4dactu Mramum mnpepnararoT B KayecTBe
MIPOMEKYTOUYHOIO PUCKA paccMaTpuBaTh pacyeTHbI puck «>1:1000», mpu koTOopoM
KOHTUHICHTHBIN CKPUHUHT ¢ onpeaenecHneM BHekIeTouHoro JJHK moMoraer nmoBeicHTh
4acTOTy OOHapyXeHus mpusHaka Ha 3% W CHU3UTH YaCTOTY MHBA3UBHBIX MPOIEAYp Ha
71% [176]. Tot ke ypoBeHb oTceueHus «>1:1000» mpeanararoT aBCTPUICKHE yueHbIC
JUISL TPYIIbl MPOMEXKYTOUHOIO PHUCKA, OTMEYas, YTO YacToTa OOHapykeHus XA
coctaBuiia 96,7%, a 4acToTa JIOKHOIOJIOKUTEIBHBIX pe3ynbraTtoB — 1,2% [87].

B oTHomeHuu onpenesnieHusl YpoBHEM OTCEUEHUS ISl pa3rpaHUYCHUS] KaTerOpUU
«CPEIHEeTO PUCKa» U MPOBEICHUS] KOHTUHIEHTHOTO CKPUHUHTA OCOOCHHO MHTEPECHBIM
sBisieTcs uccnenosanue S. Maxwell u coasropos, onyomukoBanHoro B 2017 r. ABTOPSI
MyTeM UCCIIEI0OBAHUS HECKOJIBKUX MOJEJICH C YPOBHSIMHU OTCEUEHUSI JIJIsl CPETHETO PHUCKa
«1:300», «1:600», «1:1000», «1:1500%», «1:2000» m «1:2500» BBIABWIM, YTO €CIIH
yacTtora oOHapyxeHus T21 mpu ypoBHe orceueHuss «1:300» cocraBuser 81,3%;
cootHomenue UIT/muarnos — 1,7%; noreps mioga Ha 1000 quaraozos — 4,2%; 1o npu
ypoBHe otcedeHus «1:1000» gactora obHapyskenwus nossimaercs 10 90,1%, HO B TO ke
BpeMsi noBbliaercs cootHouenue UITJI/muarno3 go 2,03%, a Takke yactoTa morepu
mwioga Ha 1000 auarHo3oB — 6,2%. M HakoHen, HECMOTpS Ha TO, 4To mpu Cut—off

«1:2500» yvacTora oOHapy>kKeHUs MpU3HAKa MOBbIMIAeTCA 10 95,5%, mapamnenbHo 10
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HEJIOMYCTUMBIX ypoBHeH moBbiaeTcs cootHomenue UITJI/mnarno3 mo 4,18%, a Takxe
yactoTa notepu 1ioaa Ha 1000 auarnozos — 19,1% [110].

Hecmotrps Ha pasHorimacusi B ONPENEICHUH TPYIIbl CPEAHETO PHCKA,
UCCIIEIOBATENM CXOMATCS B TOM, YTO NMPU KOHTHHTE€HTHOM CKPUHUHIE 3HAYUTEIIBHO
MOBBIIIAETCSA YyBCTBUTEIBHOCTD MTPEHATAIBHON JUATHOCTUKH.

CrnemyeT OTMETUTb, YTO HU OJMH U3 BBIIICYKa3aHHBIX BUIOB CKPUHHUHTA, KPOME
paHHETO KOMOMHUPOBAHHOIO MPEHATAIBHOTO CKPUHUHTA HA TOCYAapCTBEHHOM YPOBHE B
KaueCcTBE €MHOTO CTaH1apTa He BBeAeH B Poccum.

TecToM, KOTOpPBIM MOYKHO BBIIIOJHUTH MNPAKTAYECKH HA MNPOTHKEHUM BCEHU
OepeMEHHOCTH HauMHas ¢ 9-i TrecTallMOHHOW HeAeNH, SBISETCS HEWHBA3UBHBIN
npenartanbHbiii TecT (HUIIT), Bkmrouarommii 2 Tecta: onpenenenue BHekierounoi JJHK
(Bu/IHK) miona B MaTepuHCKON KPOBH WM BBISIBJICHUE KJIETOK IUIOJA B MATEPUHCKOM
kpoBu [147, 176].

BuJIHK mMosxeT ObITh BBISIBIICH HAUMHAS C 5— /-1 Heleu 0epeMEeHHOCTH, HO TOJIBKO
Ha 9-10-ii Henese ObBIBAET OCTATOYHOTO KOJIMYECTBA MPAKTHIECKU y 95% OGepeMeHHBIX
YKEHITMH. Pe3ybTaThl NEpBOM CEpUU BAIMIU3AINH JAHHOTO METO/IA UCCIIEAOBaHUS ObLITN
omyonmukoBanel B 2011 1. G.E. Palomaki u coaBropamu [200], mocie dero ObuH
OIMyOJIMKOBAaHbI ~MHOECTBO  MHOTOIICHTPOBBIX  HMCCJICIOBAHUN, JOKA3bIBAIOIIUX
uHpopmatuBHoCcTh Tecta [91, 173, 174, 225]. C MoMeHTa OTKpPBITHS 3TOrO TeCTa B
00JIaCTU ITUTOTCHETUYECKUX HCCIETOBAHUM TMOSBWINCH CEKBEHUPOBAHUE CIIEAYIOIIETO
MOKOJICHMsI, ceyiekTuBHOe oboramenne BHIHK, MukpomarpuyHbie TEXHOJIOTHH,
MOJIMMEPA3HOLICTTHBIE PEeaKWu U T.Jd., KOTOpble B JajbHEWIeM ObLIM BHEIPEHBI B
METOAMKY BbINOJAHEeHUs Tecta [139, 165, 243]. KpymnHble MHOTOIEHTPOBBIC
WCCIICIOBAaHUSI U METa-aHAJIU3bl MOKAa3bIBAIOT, YTO B KAYECTBE TECTa MPEHATaJIbLHOIO
ckpununra y HUIIT sddexruBHoCcTh Bhile B oTHOWIeHMH CJl 1Mo cpaBHEHUIO ¢
TPaIUIIMOHHBIMU ceposiorndeckumu U Y3U mapkepamu [33, 173, 241]. HecmoTps Ha TO,
YTO B HACTOAIIEE BpeMs JMArHOCTUYECKHE CIOCOOHOCTH TEeCTa 3HAYUTEIIBHO
pacCIIMPUINCh C BKJIIOYEHHUEM TyJda Takxke Tpucomuu 18 u 13, aHOMaIMM MOJIOBBIX
XPOMOCOM IIJI0/1a, TPUTUIONINHA U HEKOTOPhIE MUKPOJEICIINH, KaK Hamucan mpodeccop

A. Borrell, omnpenenenue BHJIHK mmoga npeBpaTuiaoch B TpaBWIbHBIM OTBET Ha
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HENpaBWIBHBI Bompoc ((Ppokyc mpeuMyliecCTBEHHO Ha cuHapome JlayHa), npu
UTHOPUPOBAHUM JIPYTMX MPHYUH 33JCPXKKU Pa3BUTHI HOBOPOXKICHHOTO [22, 75].
Henocrarkamu tecta SBISIFOTCS CIOKHOCTh UHTEPITPETAIIMH JAHHBIX ITPU MHOTOILIIOTHON
OEpEMEHHOCTH, HEBO3MOXKHOCTh BbISIBIEHUs XA (OamaHCUPOBAHHBIE TPAHCIOKAIUH,
BapHalMy B MajoM KojudectBe komuii) [105, 142, 172], u o4eHb BBICOKAs CTOMMOCTD
tecra [46, 81, 207]. bomee toro, y HUIIT cymecTByer OmpeneieHHBIA MPOIEHT
JIOKHOTIONOKHUTENBHBIX PE3yJbTaTOB B CBSI3W C OrPAaHMYEHHBIM IUIALIEHTAPHBIM
Mo3aunu3MoM [85, 197], mpu BHYTpHYyTpOOHOH CMEPTH OJHOTO M3 ILJIOJIOB BO BpEeMs
MHOTOTJIOTHON OepeMEHHOCTH, XPOMOCOMHBIX a0eppaluii y Marepu B CBSI3U C
OHKOJIOTHYECKHMM TporieccoM u T.1. [35, 36, 86, 93].

Kpurepun 3¢ @dekTuBHOCTH mNpeHATAJIbHOI0 CKpuHUHra: OmnpeeneHus
OCHOBHBIX KOHIIEMIMI MPEHATAIILHOIO CKPUHUHTA pUBEACHBI B Ta0umie 1.1.

TakuMm 00pa3zoMm, B TE€UEHHME MOCIEIHUX JBYX ACCATUICTHUH HHTETPUPOBAHHBIN
NpEeHaTaIbHBIA CKPUHHUHT CTall 003aTebHBIM KOMIIOHEHTOM HAIlMOHATBHBIX MPOTPAMM
3paBOOXpaHeHUs] MHOrUX cTpaH. HecMoTps Ha TO, yTo HauboJsiee BaXKHBIM U3 BCEX
CKPUHUHT OOCJIEOBaHHMI SBJISETCS WMEHHO pPaHHUM TPEHATAIbHBIA CKPUHUHT,
oOciieToBaHUsl HA BTOPOM M TPETbEM TpUMECTpe OEpeMEHHOCTH BCE €Ille OCTaloTCA
KpailHe aKTyaJbHBIMHU, B CBSI3M C BO3MOXXHOCTBIO JUArHOCTHPOBAaTh CTPYKTYpHBIE

aHOMAJIUH I1J10/1a ¢ OOJBIIEH YyBCTBUTEIBHOCTHIO.
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Tabmuma 1.1 — Kpurepun orienku 3p¢eKTUBHOCTH MPEHATATILHOTO CKPUHUHTA

Kpurepuii dopmyJa Kpartkoe onucanue
. YO = Npuspserno npenaramso x100% IIpouenTHast 10 BBIABIEHHBIX XA cpeu BCeX
Yacrora obHapyxenus (HO) XA
NBI:IS[BIIEHO TNIpEeHATaIbHO + NBLIS{BHCHD MOCTHATAJIbHO C-quaeB XA
o IIponenTtHas 101 MIOLOB C HOPMAIBHBIM
2 FPR = NHO }MaHLHBIﬁ KAPUOTHILs130000053122550003000. x 1 OO A)
YacToTa JIOXKHOIIONIOKUTENIBHBIX pe3yabTaToB (FPR?) N KapHOTHUIIOM CPEIU BCEX, KOMY ObliIa BBIIOJHEHA
UAT
UAT
. [TpouenTtHast 101 OEpEMEHHBIX C BBICOKHM
YacToTa NoNoXKUTENbHBIX PE3YJIbTATOB TECTA Test-positive=Ngepemennsie ¢ soicoxi pckon x4% 100% .
. pacueTHbIM puckoM XA MI0a cpeau Beei
(TeSt-pOSItlve) NGEPCMEHHHQ ,TIPOLIE/IIINE CKPHHUT

HOILYJISILIMY, IPOUIEIIEH CKPUHUHT

o OAPR= Nﬂopmanbﬂmﬁ KapHOTHII C HU3KMM PUCKOM HA CKPHHHUHIE x Nanomaﬂbnmﬁ
IllaHCc MeTh aHOMATIBHBIN KapuOTHII IIpH

3 KapuOTHII C BBICOKMM PUCKOM HAa CKPUHUHIC / NﬂHOMﬂHLHBIﬁ KapuoTHIl ¢ HU3KUM PUCKOM Ha COOTHO]—HeHHe pHCKOB
MOJIOXKUTETbHOM pesyabrare Tecta (OAPR?)

CKPUHHUHIC X NHO MaJIbHBIH KapuOTHII C BBICOKMM PUCKOM Ha CKPUHUHIC

Komaectro mromoB ¢ cuanpomom Jlayna Ha 100 DS/100 PT= Npussrennmer21 = 100 .
Kpurepwnii a3 pexTHBHOCTH CKpUHIHTA
4 .
MO3UTHBHBIX pe3ynbTatoB Tecta (DS/100 PT*) Test-positive
KonndecTBo *eHITHH, MPOLIeANNX CKpUHUHT Ha 100 WS= Ncenmun. npouweamux cxpummr x 100 KonngecTBo *eHITNH, TpomeAnx cKpuHUHT Ha 100
HOJIOKHUTENBHBIX pe3ynbTaToB (WSP) Test-positive MTOJIOKUTEIHHBIX PE3yJIbTaTOB

AOCOII0THOE KOJIHYECTBO CJIy4JacB HHBa3UBHOM

npeHaTanbHOM quarHoctuku (UIT1)

. LR+ = (a/(a+c)) / (b/(b+d))’ LR renepupyercst myTeM AeIeHusI
CootHomntenue BeposTHocTeii (LRS)®

LR-= (c/(a+c)) / (d/(b+d)) PacIpOCTPaHEHHOCTH MapKepa B 2 TOMYJIALHIX

XA — xpomocomMHeaHOMaNIHH.

2FPR - False Positive Result.

8 OAPR = Odds of being Affected given a Positive Result.

4 Down Syndrome Cases per 100 Positive Tests.

> WS = number of women screened for 100 positive result.

®LRS — LikelihoodRatios.

"a — HOpMaTTBHBIH KAPHOTHII TIII0/IA, BEICOKHIT PUCK; D — HOpMaTbHBINH KApHOTHII TIJI0/1a, BEICOKHI PUCK; C — aHOMATbHBIHA KAPHOTHII TII0/1a, HU3KHH
puck; d — HOpMaNbHBIH KApUOTHII TUI01a, HU3KHIA PUCK.
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1.3. PoJib 1 MeCTO yJbTPa3BYKOBOI'0 HCCJIEA0BAHNUS B CTPYKTYype

NPEeHATAJBLHOI0 CKPUHUHIA

[lepBbIM ¥ KJIIOYEBBIM 3TallOM MPOBEJCHUS YJIBTPA3BYKOBOTO OOCIIEIOBAHMS
II0/Ila B paMKax PAaHHETO NPEHATAILHOTO KOMOWHHUPOBAaHHOTO CKPUHUHTA SIBIISICTCS
OTpeJIeNIeHHE KOMUUKO-TEMEHHOI0 pa3Mepa Iu10/ia (JI07KeH ObITh B Mpeiesax
45-84 mm) Ha cpoke Oepemennoctu 11-13*° memens. VIMEHHO HAa OCHOBAaHHMHU 3THX
JTaHHBIX KOPPEKTUPYETCS U PACCUUTHIBACTCS Cpok Oepemennoctu [18, 60, 171].

YacToTa yiabTpa3ByKOBBIX HCCIIEIOBAaHUHN B MPEHATAIHLHOM IEPHOJIC OTIMYACTCS
OT CTpaHHI K cTpane. B m000oMm cirydae, B OONBIIMHCTBE CTPaH, TIE UMEIOTCS O(HUITHATHEHO
JIEUCTBYIOIIME HAIMOHAJIBbHBIE TIPOrpaMMbl MPEHATAIBHOIO CKPUHHMHTA, TaKkKe
YCTaHOBJICHbI YETKHE HAIlMOHAIbHBIC CTAHJAPTHI JJIsI CPOKOB U CIIOCOOOB MPOBEACHUS
yJIBTPa3ByKOBOM auarHoctuku mioja [25, 119]. CramapTel HEKOTOPBIX EBPOIEHCKUX
CTpaH KpaTko 000011eHbI B Tabuie 1.2.

B Poccun, kKak W BO MHOTMX €BPONEHWCKHX CTpaHaX, YJIbTPa3BYKOBOE
UCCJIEIOBAHUE B paMKaxX IMPEHATaJIbHOTO CKPUHUHTA MPOBOAMTCS 3 pa3a: Ha CpPOKe
oepemennoctu 11-13*° nenens, na cpoxe 18-21 nenens, u Ha cpoke 30-32 menens [22].
[TepBoe Y3U miio1a mpoBOAMTCS B paMKax paHHEr0 KOMOMHUPOBAHHOTO TPEHATATIBLHOTO
cKkpuHUHTa. YTOOBI TOHATH MOYEMY KOMOWHUPOBAHHBIM CKPUHUHT, pa3paOOTaHHBIN U
nonyspuzupoBanubiii K. Hukomanmec ctanm TakuM TOMYJISPHBIM, CIIETyeT 0OpaTHUTh
BHHMAaHKE Ha CTAHJAPTHU3AIIMIO YIIBTPA3BYKOBOTO UCCIICAOBAHUS B paMKax HACTOSIIETO
ckpununra [30].

YabTpa3ByKOBOE WCCJICAOBAHME XOTh W OTHOCHTCS K HWHCTPYMEHTAJIbHBIM
METO/JaM O0CJIeIOBaHUS, SBJISIETCS CYOBEKTHBHBIM METOJOM W B OOJBIIEH CTENEHU
3aBUCUT OT OIbITA U YPOBHS MOATOTOBKH CHEIUAINCTA, IO CPAaBHEHUIO C JIPYTUMU
WHCTPYMEHTAJILHBIMH METOJaMH WCCIICIOBAHUSA, TaKMMH Kak, Hampumep, MPT wnm
peatrenorpadus [38, 41]. MmenHo 3TOT (hakTOp CYyOBEKTHBHOCTH MPEMSITCTBOBAI,

yTo0bl Y3 npeBpaTuioch B METOJI CKPUHUHTA Il MHOTUX 3a00J€BaHUN BHYTPEHHUX
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OpraHOB WJIX MPHUMCHAJIIOCH B KaYCCTBC CKPUHUHIOBOI'O MHCTPYMCHTA B IIPCHATAJIbBHOM

nepuoze [22, 189, 203].

Tabmuma 1.2 — HauuMonanbHbIE PEKOMEHIAIMU IO TMPEHATAIBLHOM YIBTPa3ByKOBOU
nuarnoctuke B 18 EBpomneiickux ctpanax (mo maanasiM EUROCAT) [221]

Crpana PexomenioBannas yacrora I'ecTtannonHas Henes
ABcTpHs 2 paza 10-14*, 18-22, 30-34
benbrus 3 paza 10-14, 18-23, 29-33
XopBaTus 1 pa3 10-14*, 18-23, 34-37*
Hanus 2 paza 10-14 (TBII), 18
Aggﬁ’é “ 2 pasa 10-12, 18-23
Punnszs 1-2 pasa " i 1820, com 2 pasa
dpaHus 3 paza 10-14, 18-23, 29-32
['epmanus 3 paza 9-12, 19-22, 29-32
Wpnannus Her HaumoHanbHOU MpOrpamMmsl 18-22*
Uranus 3 paza 10-14, 18-23, 30
ManbTa Her HaumoHanbHOU MpOrpamMmsl 18-23*, 24-25*
Hunepnanael Her HaunonansHOM MpOrpaMMsl Her perynspusix Y31
Hopgerus 1 pa3 18
[TopTyranus 3 paza 10-14, 18-23, 29-33
[Tonpma 3 paza 11-14, 18-22, 28-32
Her nanmonansHOM porpaMmsl,
Ucmanus MIPOTOKOJIBI MEHSIFOTCS B 10-14*, 18-23*, 29-33*
3aBUCUMOCTH OT PETHOHA
IBermsa 2 pa3a 10-14, 16-17
[IIBeiapus 2 pa3a 11-14, 20-22

HpI/IMeanI/IC — *Her HaIllMOHAJILHOM nporpaMmsal, HO OOBIYHO BBIMOJHSIOT HA 3TUX CpoOKax.

OnHako Ha  CErOAHAIIHUK  J€Hb, CHEHUAIUCT, KOTOPBIM  MPOBOAUT
YIABTPAa3BYKOBYIO  JUArHOCTHKY IUIOJA, JOJDKEH IPOUTH  COOTBETCTBYIOIIUU

ceprudukannoHHbii nuky FMF u BeimonHsaTs 00ciaenoBaHue Mo CTpOro onpeaeIeHHon
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cxeme [30, 89, 218]. CrenyromuM HEMaJIOBAKHBIM MOMEHTOM IOBBIIMICHUS Ka4eCTBa
NpeHaTaIbHOW  JMAarHOCTUKW  SIBJSIIOTCS  PETyJSIpHbIE  ayJuThl U PEBU3UU
apXUBUPOBAHHBIX M300paKCHUH JIJ1s1 KOHTPOJIS Ha crelianuctamu [12, 22]. Eciou npu
paHHEM TIpEHATAIHbHOM CKPUHUHTE KIIOYEeBBIM MOMEHTOM Y3U mmonma sBiseTcs
OTIpeJIeICHHE TOJIIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA, OLIEHKAa HOCOBBIX KOCTEH, a
TaK)Xe JOTIOJHUTEIBHBIX MapKEpOB (IMyJIhCAIMOHHBIA WHIEKC B BEHO3HOM IPOTOKE,
HaJIMYHE PETyPTrUTAIIUU B 00JIaCTH TPUKYCITUIATHHOTO KJIallaHa), TO HAYMHAas CO BTOPOTO
TPUMECTPA OCOOCHHO Ba)KHBIM SIBJISIETCS OIICHKAa MATKUX MapKEepOB aHOMAJMU TII0Ja
[181, 202, 216].

Kak BumHo n3 Tabmunpl 1.2, Bropoe Y3U miona npoBoauTcs B IPOMExXyTKe 18—
24 uenenb. IMEHHO B ATOM mMepUOJE HAUYMHAET Pa3BUBATHCS CEPICUHO-COCYUCTAs
CHUCTEMA, U CTAHOBUTCS BO3MOKHBIM OLICHKA CTPYKTYpPHBIX aHomanui. Y3U mioga Ha
TOM CPOKE HA3bIBAIOT TAKXKE «T€HETUYECKUM YIbTPa3BYKOM», HAMEKasi HA OCOOCHHYIO

YyBCTBHTEIHLHOCTD UCCIICIOBAHMS K TEHETHYCCKUM aHOMaiusMm [22, 217].

1.4. YabTpa3ByKoBble MAPKePbl XPOMOCOMHBIX AHOMAJIHI

HccnenoBarensMu y>ke€ HECKOJIBKO CTOJETHH Haszaa ObUIM ONMHMCAHBI HaU4He
XapakTepHbIX (EHOTUIMMYECKUX TMPU3HAKOB y JIOJCH C aHEYIUIOMJUSMH, B CBSI3U C
KOTOPBIMHM OHM OTJIMYAIOTCS OT MHIWBUIOB C HOPMaJIbHBIM KapuoTUunom. Hekoropsie u3
ATUX MPU3HAKOB CTAHOBITCS OYEBUIHBIMU YK€ BO BHYTPUYTPOOHOM JKU3HHU.

Hanpumep, npubnuzurensno 150 ner Hazan Jlanrnon JlayH AOoCTaTOYHO YETKO
onucas (GEHOTHUI JIFOACH ¢ CHHIPOMOM, BIOCJIEACTBMHM HAa3BaHHBIM €ro mMeHnem [121].
YacTHyHO MMEHHO Ha OCHOBAHMM €ro 3aMETOK ObUIM pa3paboTaHbl YJIbTPa3BYKOBbBIC
Mapkepsl XA. Hanpumep, cnenytomee onucanne: «Koxa... el He XBaraer
AIIACTUYHOCTH, TIPH TOM CO3/1a€TCS BIICUATICHHUE, UYTO €€ 00BEM CIUIIKOM OOJIBIIION JIJIst
TeJla» JIETJI0O B OCHOBY pa3pabOTKH YJIbTPa3BYKOBBIX KPUTEPUEB OIEHKHU TOJIIIUHBI
BOPOTHUKOBOTO MpocTpaHcTBa. OH Takke OMNUcall MaJeHbKUN pa3mep Hoca, 4To,

BIIOCJIEACTBUH, CTAIO OCHOBOH HCCIICA0OBAaHNUA HOCOBBIX kocTen. boiee TOro, OITMCaHHUC
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auia Jlanrnonom J{ayHOM Kak «...MJIOCKOTO U IUPOKOTO, 0€3 BRICTYIICHUI MPUBEIIO
K Pa3BUTHUIO Y3 MapKepoB Uil OLECHKU «YIUIOUIEHUS» JIMIA, TAKUX KaK HU3MEpPEHHUE
(GPOHTO-MaKCUIISIPHOTO YIJIa, WM OIpe/AelieHHe COOTHOIICHUS MpedpoHTaIbHOIO
npoctpanctBa [217]. KoHeyHo ke, pedb HAET O CaMOM PacHpOCTPAHCHHOM
yJIBTPAa3ByKOBOM MapKepe BTOPOTO U TPEThEro TPUMECTpa — FUIOIIIa3us/ania3us KOCTU
Hoca. [To MybTHIIEHTPOBOMY POCCHICKOMY aHaIN3y HanOoJiee YaCTHIMU U3MEHEHHUSIMU
oOHapyXeHHbIMU y T1010B ¢ CJ] mpu ynsTpa3ByKoBOM HccienoBanuu Bo Il Tpumectpe
OEpeMEHHOCTH, SBIISJIUCh BPOXKJIEHHBIE MOPOKH PA3BUTHUS U THUIIOILIA3US/OTCYTCTBUE
M300pakeHMsI HOCOBBIX KocTel — 58,8 n 62,6% cooTBeTcTBeHHO [28].

Hpyras rpynma MapkepoB Oblla pa3paboTaHa Onarogaps MHOTOJIETHUM
HAOJIIOJICHUSIM U BBISBICHUIO 3aKOHOMEPHOCTEH B YJIbTpa3BYKoBOM npaktuke. K takum
MapkepaM HanpuMep OTHOCUTCS «TUIIEPIXOTCHHBIA KUIIEYHUK», KOTOPBIA OBbLI
cinydyaiiHOW Haxojakol Ha Y3W oOcienoBaHuu, a B JalibHEHIIEM ObLI BaJlUIUPOBaH B
IPOCIEKTUBHBIX HccienaoBanusx [144, 205]. Ha ceroassmHuii JeHb, BCe OOJIBIIEC
CHELUAINCTOB NpPEHATAIBHONW JHATHOCTUKHA M3YYalOT PEIOKHAE YJIbTPa3BKyKOBBIE
MapKepbl, KOTOpble MOTYT ObITh B cocTaBe XA. Tak, y’ke HECKOJIBKO JIET BEAYTCS CIIOPHI
0 11€J1eCO00Pa3HOCTH BHEAPEHHUS B MPOTOKOJYJIBTPA3BYKOBOIO MCCIEAOBAHMS IJI0]1a BO
BTOPOM U TPETHEM TPUMECTPAX, OLICHKY HAIMUUS MPaBON aO00EpaHTHOMN MOKITFOYMYHON
aprepun (ITAITA). Ilpu oOuapyxenun IIAITA HeoOXOIMMO MPOBECTH JETaIbHOE
U3YUYEHUE YIbTPA3BYKOBOM aHATOMHUU IJIOJIa W NPU BBISIBIEHUU COYETAHHBIX MOPOKOB
WIN JApyrux osxorpaduyeckux MapkepoB XA — peKOMEHA0BaTh MpeHaTabHOEe
KapUOTUIIUPOBAHUE, MPEANOYTUTEIbHEE C MPUMEHEHUEM MHUKPOMATPUYHOTO aHaIU3a
[35].

Cam @QaxT pa3pabOTKH YIBTPA3BYKOBBIX MapKEpOB CTPYKTYPHBIX aHOMAJIHii
O0aszupyercss Ha TOM, YTO OIpEACIICHHbIE BUJbl AHOMAJUN NPEBAIUPYIOT MPH
aneyrutonausx [118, 121, 228].

[Ipu 0OCyx1IeHNH yIbTPa3BYKOBBIX MapKepoB XA CleIyeT YUeCcTh, UTO Hanbosee
BAKHBIMU SIBJISIIOTCSI MApKepbl TPUCOMUU 21, MOTOMY YTO, BO-NIEPBBIX, B OTIUYHE OT 2
IpYyruX TPUCOMUM, UMEHHO mnpu cuuapome JlayHa (eHOTHNI Ha YIbTPa3BYKOBOM

WCCIIeIOBaHNK HanOoJiee MOX0K Ha (PEHOTHI P HOPMaJIbHOM KapuoTHie miojaa [118,
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228]. CrepoBaTellbHO, WMEHHO CHCTEMATHYECKHH TOIXOA K YIBTPa3BYKOBOMY
CKPUHUHTY TUIOJIA SBJISIETCS] €IMHCTBEHHO MPUEMIIEMBIM METOJIOM JOCTHKEHUSI BBICOKOM
yacTOThl 0OHapyskeHus [21, 45]. Bo-BTophixX, TpucoMus 13 u Tpucomus 18 sBistoTcs
MOTEHIUATBHO JIETATbHBIMHU, YTO O3HAYAET, YTO, HECMOTPS Ha OE3yCIOBHYIO BaKHOCTD
paHHEN AMarHOCTUKH TUX COCTOSHUM, OKOHYATEIbHBIN pe3ysIbTaT OJUHAKOBBIN, JaXKe
€CJIM MPOIYCTUTh CBOEBPEMEHHBIN muarno3 [113, 156]. Tpurutonnus SBiIsSeTCsS APYTUM
THIIOM XPOMOCOMHOW aHOMAJTMH U TaKXKe CONPSHKEHHOM ¢ BBICOKOW cMepTHOCTRIO [132].
Monocomus X Takke CONpsbKEHa ¢ BHICOKOM 4acTOTOW MHBAJIMIHOCTH, HO UHIANBUJIBI,
KOTOPBIE BBDKHUBAIOT JI0 POJIOB, OOBIYHO UMEIOT XOPOIIHii mporuo3 [192].

Ho, HecMOTpst Ha TO, YTO B LIEHTPE BHUMAHHUS MPEHATAIBHOU YJIBTPA3BYKOBOM
JUarHOCTHKU B OCHOBHOM OBbLT M OCTaeTcs CUHIpoM JlayHa, rccieaoBareian oOpalaiu
BHUMaHHE U Ha ocoOeHHOCTH Y3 mpu apyrux Bugax XA [99, 143].

OCHOBHBIE YJIBTPA3BYKOBBIE MAapKEpPhl XPOMOCOMHBIX AHOMAJIUW BO BTOPOM
TPUMECTpPE PE3IOMUPOBaAHBI B Tabuuue 1.3, Npu u3ydeHUH KOTOpPOH cienyeT oOpaTUTh
BHHUMAaHHE, YTO TaKOW TEPMHUH, KaK «KHUCTO3HAsI TUTPOMa» HEKOPPEKTHO HCIOIb30BATh
Ha TICPBOM TPUMECTpe OEpeMEHHOCTH, 3TO Mapkep BToporo Tpumectpa [70]. [pwu
WU3MEPEHUH HOCOBBIX KOCTEH OYeHb Ba)KHA TEXHHUKA 00CIICIOBAHMS, B CBSI3U C UEM MMEET
MECTO ONPEACICHHBIN MPOICHT TUIIEPIMArHOCTUKH M0 3ToMy mpu3Haky [71, 104]. Yro
KacaeTcsi CepJCYHO-COCYIMCTOM CHUCTEMBI, TO KaXdas TMOATPYINa aHOMAalui
cnenuduuHa IS ompeaeiieHHoro Tthuna XA  [72]. Hampumep, aHomanuu
SHIOKAPAUAJIBLHOIO 3ayaTKa B OCHOBHOM BcTpedatrorcas npu T21. Anomanuu
MIEPETOPOJIKH KEITYTO0YKOB MU OTTOKA KPOBU B OCHOBHOM OBIBAIOT MPHU TpUCOMUSX 13 1
18, a KoapKTaIHst A0PThI ABJISIETCS CHCHM(PUUSCKUM IPU3HAKOM JIj1si MoHOCOMUM X [217].

Cy1ecTByIOT XpOMOCOMHBIE aHOMAJIUH, [0 KOTOPBIM pacueT pucka B | Tpumectpe
HE MPOBOJIUTCS, K TAKUM OTHOCUTCS cuHApoM Ju J[KopmKu — aenenus IIMHHOTO Tuieya
onHo kommu 22-ii xpomocombl (CI122ql1.2), sBasiercs BTOpOM MO YaCTOTE
XpOMOCOMHOW  abeppauueir mnocie cuHapoma Jlayna. Ilpu  ymapTpa3zBykoBOM
WCCJICIOBAaHUH TUTOAA BBIPAKEHHBIA TOTUMOPGU3M TPOSBICHUN CHHApOMA EICINUN
(CI) 22qll.2 3arpyassier ero TnpeHaTalbHyl0 amarHoctuky [14]. Hawuboinee

HN3YUYCHHBIMHU B HACTOAIICC BPEMS OXOMApKepaMu ATOM MATOJIOTHH SBJISIFOTCS THIIO- WA
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aryasusi TUMyca Yy IUI0JIa B COYETAHUM C KOHOTPYHKAJIbHBIMM aHOMAIMSIMU Cepila
(terpaga Danno, neEeKThl MEXIKETYIOYKOBOM MEPEeropoaKd, JABOMHOE OTXOXKICHHE
MarucTpaibHBIX COCYJOB OT MPABOIO XKEJyI0uKa, OO apTepraibHbIi cTBOJ) [16].
UYTo noKa3bIBa€T, BOBMOKHOCTh JUArHOCTHUKUA CUHAPOMA TOJIBKO BO BTOPOM TPUMECTPE,
MyTEM BBISIBJICHUS YJITPa3BYKOBBIX MapKEPOB.

OCBEeIOMJICHHOCTh KJIMHUYECKUX CHEIHAINCTOB O MPEHATAIBHBIX MPOSBICHUSIX
nenenuu xpomocoMbl 22qll u mpuMeHEeHHe MNPeIoKEHHOTO AUArHOCTHYECKOIO
QIrOpUTMa JIOJDKHBI 00ECHEUYUTh MAaKCUMAJIbHO paHHEE BBISBICHHE YKa3aHHOM
CUHIPOMAJIbHOM TMAaTOJOTUM Yy IUIOJOB U BCECTOPOHHEE KOHCYJIHTUPOBAHUE C

(GopMHpOBaHKEM PENPOAYKTUBHOTO IPOTHO3a I/ ceMelinoi mapsl [24].
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Tabnuma 1.3 — Haubomnee pacrpocTpaHeHHbIE YIbTPa3ByKOBbIE MapKepbl XPOMOCOMHBIX aHOMAJIUN

VYibpTpa3zByKoBOM DR? XpoMocoMHast
9 Omnwucanune
Mapkep FPR aHOMAJTHS

Illea nnooa
Tonmuna 26,0% N3mepenus npoBoadTcs Mociie IOCTAaHOBKY METOK Ha HapyKHOM Kpae 3aThIJIOYHOW KOCTH U Ha T 71
BOPOTHUKOBOTO 1,0% HapyKHOM Kpae KO 1ioza [67, 212] pHeOMHA
IPOCTpPaHCTBA
Kucro3nas Her Kucro3Hble rUrpoMbl KpYITHbIE, HAITOJHEHHBIE KHUJIKOCThIO, C MHO)KECTBEHHBIMU M X
rurpomMa nannbix® | meperopogkaMu CTPYKTYphI, TOKATH30BaHHBIE HA 3aHEH MOBepXHOCTH Imer mioza [112, 131] OHOCOMIT
Juyo

59,8% | DToT Mapkep OIICHUBAETCS HA CATUTTAIBHOM Cpe3e JIUIA IUI0Aa C TAKUM yBEITMUYEHUEM, YTOOBI

[lM'unonnazust nnu
2,8% roJIoBa IJI0/1a 3aroIHKUIa OOMIBIIYI0 YacTh 3KpaHa [55, 136]

armasus HKH

Tpucomus 21

[lepBas nuHuUA yria NpoBOJUTCS Yyepe3 BEpXHUM Kpail TBepaoro Heba. Bepxyika yria

FMEL 88% pacrioyiaraercsi Ha lepeiHeM Kparo BepxHel uentoctu. Bropas cTopoHa yria npoxoauT uepes T 1
. . . MCOMUS
5% JIMHUIO, KOTOPasi IPOBOJUTCS U3 BEPXYLIKH yIjia yepe3 NepeAHui Kpail IpeHa3abHOM KOXHU P
[161, 212]
Nsmepenue N3mepenue npoBOIUTCS OT NEPETHETO Kpasi caMOil HMKHEH TOUYKHU JIOOOBOI KOCTH 710
TOJILIUHBI KOXKH 60-70% | Hapy>xHOrO Kpast Koxu. sl pacueTa prcka YUUThIBAIOTCS MUHUMAIbHbIC H3MepeHus [159, Tpucomus 21
1014 187]
CootHomenue B
o. | JlaHHOE COOTHONIEHNE PACCUNTHIBAETCS NPH pasjienenu 02 (IMCTaHIMs MEX/Ty KOKEH 1

npedponrramsHoro | 80-100% . . . .

0 MaHIuOYIOMaKCHIIAPHON uHKel) Ha d1 (qUCTaHIMS MEX/Ty KOCTHON YacThiO J10a U KOXKEH) Tpucomust 21
IIPOCTPAHCTBA 5% [80, 241]
(CIIIT) ’

8DR — DetectionRate:uacToTao0HapyKeHHATPU3HAKA.

FPR — False Positive Rate: gacToTa 10’KHOMOI0KXHUTETLHOTO OTBETA.
YHer naHHBIX MeTa-aHATN30B.

UHK — HOCOBBIE KOCTH.

12EMF — Fronto-maxilo-facialangle (¢pporTo-Makcuno-numeBoii yrom).
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[Iponomxenue Tadnuis 1.3

VYibpTpa3zByKoBOM DR XpoMocoMHast
1 Onucanue
MapKep FPR AHOMAJIUS

70-100% | [lanHast KOMOMHAIUS PACCUYUTHIBACTCS KaK CyMMHPOBaHHEM 00€MX MapKepoB, TaK U PacyeTOM

CIII+HK Tpucomus 21
5% cootHoteHus [159]
Pacmenuna ry0Obl o cpeHeil TMHUN TECHO CBA3aHA C BHYTPUUEPEIIHBIMA aHOMAIIUSIMHU, YaIlle C
CTpyKTypHBIC 80-100% | ronompo3aHiedanueit u ¢ APyruMu aHOMATHSAMHU JIUIA, KaK HAIIPUMEP OTCYTCTBHE HOCA WITH Tpucomus 18
aHOMAaJIUU 5% runotenopusM. LlukiaonHocTs, KpaitHss popMa runoTeopusMa, TOKe OTHOCUTCS K 9TOU Tpucomus 13
rpymne aHomanuii [189, 227]
Buympuuepennuvie
mapkepul .
Cnabbiit | OGBIYHO JOKAIN3YIOTCS B 00JaCTH TE€a UM TPEYTOJbHUKOB OOKOBBIX KEIIYyA0YKOB. DTH
Kuctor Tpucomus 18
MapKep | KUCThI aHIXOT'€HHBIC U OOBIYHO MPOCTHIC HAa BUJI, XOTS CIIOXKHBIE 10 cocTaBy [56, 153]
XOPHOHUIHOTO
CILICTEHUs
AnobapHasiroJornp Her Ha ynbTpa3BykoBoM 00ci€1I0BaHUN BU3YaTH3UPYETCS €UHBIHN JKeTy104eK TOJJOBHOTO MO3Ta Tpucomus 13
o33HIIedanus naHHBIX | Oe3 pazmenenus [151, 163] Tpucomus 18
I'pyonaa knemka
u cepoue .
. CnaObIit
BuyTpucepaeunslii BBITTSIIUT Kak CBETIIOE SITHO B IPOCBETE CEPCYHOTO JKenmyaouka miona [83, 143] Tpucomus 21
. Mapkep
9XOTeHHBIN POKyC
(ICEF)
[IneBpanbHbIi Her . . Tpucomus 21
Busyanuzupyercst Kak THIIO9XOT€HHBIN CITOH HUIKOCTH BOKPYT jierkux [235, 236]
BBINIOT JAHHBIX Monocomus X

13DR — DetectionRate: yacTota oOHApYKEHUS TPH3HAKA.
YEPR — False Positive Rate: yacTora JI0’KHOIOI0KUTEILHOTO OTBETA.



[Iponomxenue Tadnuis 1.3

33

Y pTpa3sByKoBOi DR XpoMocoMHast
16 Onucanue
Mapkep FPR aHOMAaJIMs
CmpykmypHule Tpucomus 21
anomanuu cepoya | Wunusu- | CymecTBYIOT HOATPYIITBI aHOMAJIUH, KOTOPbIE 0COOEHHO PacpOCTPAHEHBI IIPU ONpeNieleHHbIx | Tpucomus 13
U KpynHbIX AyallbHO | TMHAax aHeyruionauu [62, 224] Tpucomus 18
cocyoos MonocomusiX
JloGaBouHas .
30.7% Jlyra aopThl BU3yaIM3UPYyETCsl HAa ONEPEYHOM cpe3e TpyJHOH KieTku miojna. OosryHo ARSA
npaBast 0
; JIOKAJIM3UpPYyeTCcs OJMKE K COSAMHEHUIO a0pThl U apTepualibHOro poToka. OHa HampaBiseTcs Tpucomus 21
IMOIKJIFOYNYHAS 1,5%
KOCO clieBa HarpaBo u k3aau [105, 201, 209]
aprepust (ARSA)
Koneunocmu Tpucomus 21,
AHOManuu Her I'unonna3zus cpepHelt GagaHryu msAToro najiblia, KOTopas B UTOre MPUBOIUT K Pa3BUTHIO 5-TO Tpucomus 18
NaJIbLIEB JAaHHBIX | Hajblia Kak 4-To, WM COBMECTHO ¢ HUM (KiauHOoAakTims) [111]. Tpucomus 13
CanpaneBuHas Her OTOT TEPMHUH OTHOCHUTCS K HEOOBIYHO IIMPOKOMY ITPOCTPAHCTBY MEXKAY OOJIBIINM MalbLEM T o1
pUCOMUS
IETb JaHHBIX | HOTHM M BTOPBIM majbiieM [237]
1 . 27,7%-
JIMHA TUICYEBON H
. 30,3% KopoTkuii pocT siBisieTcst 0MHUM U3 (PCHOTHITUYECKUX NPH3HAKOB Tprcomun 21 [55] Tpucomus 21
OepeHHON KOCTH
4,6-6,4
Her Tpucomus 18
VYTonmeHne J0KTA Ota aedopmaius ONMKUChIBACT HIKHE-METUABHYIO JICBUAIIUIO JIOKTEBOTO cycTaBa [216]
JTaHHBIX Tpucomus 13
bprownaa Tpucomus 21
noziocmsp u Bnytpnam-
16,7% Hns Toro, YTOOBI [IOCTABUTH JUATHO3 THIPEIXOTCHHOI'0 KUIIEYHUKA, 9XOI'€HHOCTh IIPOCBETA
nonocmos masa 0 HUOTHUYECKOE
T HITepIXOreHH B 1,1% KUILIEYHHKA J0JKHA OBITH MOX0Ka Ha DXOTE€HHOCTh Kuineynuka [155, 221]
KPOBOTEUCHHE
KHIIIEYHUK

1>DR — DetectionRate :qacToTao6HapyKEeHHATPH3HAKA.
16EPR — False Positive Rate: yacToTa JI03KHOMOI0KUTEILHOIO OTBETA.
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[Iponomxenue Tadnuis 1.3

Y pTpa3sByKoBOi DRY Onucanue XpoMocoMHast
Mapkep FPR!® AHOMAJTHSI
CrangapTHOE U3MEpPEHUE MMOYCUHOU JTIOXaHKU MTPOBOJAMUTCS HA TIONIEPEUYHOM Cpe3e OPIOIITHOM
Jlerkas 13,9% nosiocTy 1ona. JIoxanka uamMepseTcss Ha HauOOJIbIIIEM U3MEPEHHUH B TIEpEIHE-3aTHEM T 71
MTHUETOIKTa3HS 1,7% HanpaiieHud. Hanboliee pacripocTpaHeHHBIH YPOBEHb OTCEUCHHS ISl BTOPOTO TPUMECTPA — PHCOMHA
4 mm [149]
JlyonenanbHas Her Ha Y3U Busyanusupyercs pacmvpeHHas npokcuManbHas yactb JIIK u pacimpenssiit T 71
aTpe3us JAHHBIX | JKEJIYJ0K (MPU3HAK «IBOMHOTO My3bIpsh»)Ha (hoHe MHOroBoaus [136] PHCOMIA
Her Owmdanonene sBnsercs AeQeKToM OPIOIIHON CTEHKH MOKPBITHI MEMOpPaHOii, KOTOPbIl OOBIYHO Tprcomus 21
Owmdanouene JIOKQJIM3YETCs Ha YPOBHE MOIKPEIUICHHS ITyTIOYHOT0 KaHAaTUKA. ECIH 1eYeHp UM 4acTh TICUYeHU
JMAHHBIX Tpucomus 18

B MeIIoYKe oM(asonene — pucK aHeymionanu ke [145]

Mapkeput ene
mena naooa

N Her Tpucomus 18
J106aBOYHBII Hanuuue 2 cocyoB B myno4yHoM KaHatuke [63]
JTAaHHBIX Tpucomus 13
COCYZ B IIyIIOYHOM
KaHATHUKE
Her B cepenune BTOpOro TpuMecTpa MHOTOBOIME BCTPEUACTCS TOCTATOYHO peako. OaHako, pu ee

MHorosoaue AHHBIX HaJIM4YUU, OCOOEHHO €CJIH 101 OTHOCUTENbHO MAJICHbKUI U MPU HAJIMYUH JIPYTUX (PaKTOPOB, Tpucomus 21
PHCK aHeyIUIouIuH yBennurBaercs [99]

Her N HMaHIpAYECKa
Kuctsl mianeHTst MHOeCTBeHHbIC KUCThI IUTALICHTHI CBSI3aHbI ¢ aHeymionaueii [238] Juannp
JAHHBIX SATPUILIOH THSI
— kopotkue yim [123];
WuauBu- | — yBenmueHue pa3mepoB cisternamagna [82]; Tpucomus 21
Jlpyrue MapKepsbl . o _
nyanbHO | — yBenuuenue mosoctu septipellucidi [39]; Tpucomus 18

— gopma uepena wiona (Opaxunedans, «KIyOHUUHBIH Yepemny) [154, 169]

DR — DetectionRate: yacTota oOHApyXEHNUS TPH3HAKA.
18 FPR — False Positive Rate: yacToTa J10XKHOMOI0KUTEILHOIO OTBETA.
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Kak BuHO 13 Tabnuub! 1.3 10 HACTOSIIEro MOMEHTA B HAYYHOU JIMTEpaType ObLIO
pa3paboTaHO U BAJIMIU3UPOBAHO MHOXKECTBO Y3 MapkepoB XA musa |l tpumectpa
O0epeMeHHOCTH. B 3aBrcuMoOcCTH OT KBanu(uUKaluu U onbiTa Bpada Y 3]l, skcnepra 1o
monymo FMF, B exenHEeBHON NpaKTHKE HCCIEIOBaHUS IUIOJA OH OLIEHUBAET OT
HeoOxoauMoro MuauMmyMa mapkepos (TBII, nmuna koneunocreit, HK u T.1.) 10 oueHb
IIMPOKOIO CHEKTPa, MIPUHATHIX HA MEKIYHAPOAHOM YpoBHE. OTHAKO KIIMHUYECKHUMA OIIBIT
U PETYJIIpHBIE ayIUThI IOKA3bIBAIOT, YTO TOJIBKO BEICOKOKBAIN()ULIMPOBAHHBIE IKCIIEPTHI
V31, paboTatomue B KaOMHETaX aHTEHATAIbHOM OXpaHbl IJ10/1a 3 YPOBHS, OLEHUBAIOT
no 80-90% wmsArkux MapkepoB. B aKTMBHO pa3BUBAIOUIEHCS TMPEHATAIBHOU
CUHJIPOMOJIOTMM BENYyIIEe MECTO CEroJHs OTBOJAUTCSA 0O€30MacHOMY, TOCTYIHOMY H
BBICOKOMH(OPMATUBHOMY  YJbTPAa3BYKOBOMY  METOAYy  HpU  HOATBEPKIACHUU
IPEHATaIbHOIO JMarHo3a pa3jMyHbIMU METOJaMU: JIaOOpaTOpPHBIMHU, JYUYEBBIMH,
NIaTOJIOT0AaHATOMHYECKUM HCCIICIOBAHUEM, aHAIIM30M (PEHOTHIIA ¥ poociIoBHOM [11].

Takum 0o0pa3oM, B T€UEHHUE MOCIEIHUX YETHIPEX NECATUIIETHI yJIbTPa3ByKOBOE
UCCJIEIOBAHNE YBEPEHHO OCTAaeTCd Ha JUAMPYIOIIUX MO3ULMUAX B CUCTEME
IIPEHATAIbHOTO CKpUHUHTA. [Ipy crucTeMaTnyecKoM BBITOJIHEHUU reHeTndeckoro ¥Y3U
IUI0/1A, @ TAKXKE NPHU OLEHKE MITKUX MAPKEPOB B KOMIUIEKCE BO3MOKHO B 3HAUUTEIILHON
CTENIEHU TMOBBICUTh YAaCTOTy OOHapykeHuss XA ¢ MHUHUMaJIbHOM YacTOTOMN

JIOJKHOOTPHULATCIIbHBIX PE3YJILTATOB.

HepocraTky cymecTBOBAaBIIMX MPOrPaMM MPEHATAJIbHOIO0 CKPMHHMHIA

U MEPCNIEKTUBLI PAa3BUTUA HbIHel el

Jns MHOrMX ceMed Ha JTane IUIAHUPOBAHUS JE€Ted HAJIWYKUE NPEHATAIBHOIO
CKpMHHUHIAa W MPEHATAIbHOM JIMATHOCTUKA WIPAECT PEMIAIOLLYI0 POJb PACIIAPAS HX
BO3MOXKHOCTH IPHHUMATH PEIICHHE OTHOCHTEIILHO HMCXOA0B OcepemenHoctH [195, 223,
224].

K coxanenuro, oOIecTBOM, a HWHOrJa Jake MEIUIMHCKAM COOOIIECTBOM
OmMK1OOYHO BOCIPUHUMAETCS POJIb MPEHATAIBHOTO CKPUHHUHTA, CBOJA €Tr0 TOJIBKO K
mwranupoanuio TOPFA (termination of pregnancy for fetalanomaly — memumnusackoro

npepbiBaHKis OEPEeMEHHOCTH IO MpUYKMHE aHomanuu mroaa) [122, 191]. Oanako mpu
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HEKOTOPBIX T€HETHMUYECKUX PACCTPOMCTBAX, COBMECTHUMBIX C JKU3HBIO, MPEHATAIBHBIN
CKPUHUHT M yTOYHSIONIAsl JUArHOCTHKAa Jal0T IIAHC TUIAHUPOBATh TEUYCHHE
OepeMeHHOCTH, poI0B 1 HeoHaTtanbHoro nepuoaa [200]. Bosaee Toro, uMeHHO Oarogaps
COBEPIICHCTBOBAHUIO MPEHATANIBHON JUArHOCTUKH BO3HUKIIA M YCIEIIHO Pa3BUBACTCSA
Takas 00J1acTh MEAMIIMHBI — Kak ()eTanbHas MeAMIMHA ¥ (eraibHas xupyprus [152,
159]. Hampumep, Ha3HaueHWE JIeKCaMeTa3OHa B MPEHATAIBHOM IMEPUONE IUI0JaM
KEHCKOTO poOJa C BPOXKICHHON THUIEpIUIa3uel HAINOYECYHUKOB TMPUBOAUT K
NpE0TBPAICHUIO Pa3BUTHS T'eHUTaIM 00euX 1oJioB [94].

JlJis MHOTHX Tap, OMacaroIMXCsl TeHETHUYECKOr0 PUCKa JJISi CBOEro MOTOMCTBA,
CKPUHUHT WIH JUATHOCTUKA MOTYT MIOMOYb CHU3UTh HEKOTOPYIO CTETIEHb TPEBOKHOCTHU
U CTpaxa INpUd HOPMalbHbIX pesynapTatax [181]. U, Hao0OpoT, HCCIeIOBaHMS
MOKA3bIBAIOT, UYTO MPH BBIABIECHUU XA WU TOPOKOB Pa3BUTHS TUIOAA OOJBITUHCTBO Map
OTMEYAlOT, YTO JJsi 3MOLMOHAJIBHOTO BOCCTAHOBJIEHHS B IIOCIEPOJOBOM IIEpUOJIE
0Ka3aJ0Ch OYEHb BaXHBIM BO3MOKHOCTh KOHTPOJIMPOBATHh TaKHE PEIICHUS, KaK HCXOJ
OCpEeMEHHOCTH WM TJ€ pPOXKaTh, KAaKOW IUIaH POJOBCIIOMOXKECHUS, KaKOW IIJIaH
MOCJIEPOOBOIO JIeUeHUs U T.4. [19].

Yro kacaerca TOPFA, HecMOTpst Ha TO, YTO BO MHOTUX CTpaHax CTaJl PyTHHHON
MPAKTUKOW U TOCTIE KOMOMHUPOBAHHOTO MPEHATAIBLHOTO CKPUHUHTA PEAU3yeTCsl He
TOJIbKO MEIUIIMHCKUM TIEPCOHAIOM, HO TaK)XKe€ BCIIOMOTATEIHHBIM MIEPCOHATIOM WJIH TPU
MOMOIIM TEJIEKOMMYHUKATUBHBIX CPENCTB (TeleMEAWIIMHA), HO €CTh CTpaHbl, Kak,
Harpumep, MainbTra, B KOTOPBIX Ha 3aKOHOJIATEILHOM YPOBHE 3aMpenieH0 MEAUIIMTHCKOE
TEPMHUHUPOBAHHE OEPEMEHHOCTH, COOTBETCTBEHHO HE MPOBOAMTCS TpPEHATATbHBIN
ckpunuHr [61, 103, 227] .

HamHoro crnoxhHee BONPOC PETyIUPYETCs BO BTOPOM U TPETHEM TPUMECTpE
o6epemenHocTu. C OTHOM CTOPOHBI, B CBSI3H CO CPOKOM OEPEMEHHOCTH HAMHOTO BBIIIE
4aCTOTa OCJIOKHEHUI CO CTOPOHBI MAaTEPH, C APYTOM CTOPOHBI, TaKE B CTPAHAX C AKTUBHO
JNIEUCTBYIOIIEH MPOTPAMMOM TPEHATAIBHOIO CKPUHUHIA €CTh 3aKOHOJATEJIbHBIC
orpanuydeHus cpokos nposeaenus: TOPFA [103, 158].

B Poccum cam mpomecc HMCKYCCTBEHHOTO IMpephIBaHHs  OepeMEHHOCTH

pernamentupyetcs denepanbHbiM 3akoHOM PD ot 21.11.2011 Ne 323-d3 «O06 ocHoBax
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30pOBBs rpakaaH B Poccuiickoit denepanmm» (ct. 56) [48], B cOOTBETCTBHY ¢ KOTOPHIM,
HCKYCCTBEHHOE IpephIBaHNE OEPEMEHHOCTHU OCYIIECTBIIAIOT O JKEJIAHUIO YKEHIIIMHBI TPU
ee MH(GOPMHUPOBAHHOM JOOPOBOJBLHOM corjacuu Ao 12-il Hemenu OEpEeMEHHOCTH, MO
COLIMAJbHBIM TOKa3aHUsIM — 10 22-i Heaenu OepeMEHHOCTH, MPU METUITMHCKUX
MOKa3aHUsIX — HE3aBUCHUMO OT cpoka 6epemeHHocTU. [locTanoBnenueM [IpaButenbcTBa
P® o1 06.02.2012 Ne 98 OpuIn onpeieNIeHbl COLMAIbHbIE MOKa3aHUs K HCKYCCTBEHHOMY
npepbiBaHuI0 OepemMeHHOCTH. B cooTBeTcTBUU € npukazoM oT 27.12.2011 Ne 1661-u1 «O
BHeceHnn u3MeHeHuit B npukaz M3 u CP P® ot 03.12.2007 Ne 736 «O0 yTBep>KIeHUU
NEepeYHs] MEIMUMHCKUX MOKa3aHWi [l UICKYCCTBEHHOTO NPEPhIBaHUsI OEPEMEHHOCTI,
ONPEENIEH IEPEYEHb MEIWIMHCKUX NOKA3aHWM I HMCKYCCTBEHHOI'O ITPEPBIBAHUS
oepemenHoctu [27].

B cBs3u ¢ tem, uto IIpukazom M3 Poccun ot 27.12.2011 Ne 1687-n xpurepuem
poXXaeHus: ObUI YCTAHOBJIEH CPOK OEpeMEHHOCTH 22 HeAenu, s CHIKEHUS
HEOHATAJIBHOM CMEpPTHOCTH M  3a00JIEBA€MOCTH KpailHE Ba)XHbIM CTaHOBSITCS
CKPUHHMHIOBBIE MEPONPUATUS BTOPOrO TPUMECTPA, KOTOpPbIE 00Jaar0T OOJbIIeH
qyBCTBUTEIBHOCTHIO IO CPABHEHUIO C MEPBBIM U IIOMOTYT BBISIBUTE XA, IPONYIIEHHbIE
Ha TEpPBOM CKpUHHUHIre (Tpylma CpeAHEro W HHU3KOI0 pHUCKA), HO TaKXKe SBISIOTCS
MOCJIETHUM PYOeX oM, KOTJa COBMECTHBIC ICHCTBUS Bpaued W POAMUTENICH CMOTYT
NPUBECTH K KOHCTPYKTHBHOMY PELICHHIO MTpooiiemsl [27, 32]

OTHOCHUTENIBHO CKPUHUHIA BTOPOrO TPUMECTPA €CTh ONPEECICHHbIE OIIMOOYHbIE
KOHLENIMNA. BO-nepBBIX, MHOTHE CUYUTAIOT, YTO T'€HETHUYECKUH YJIbTpPa3ByK BTOPOTO
TPUMECTPAa WMMEET CMBICI, TOJBKO eclii apriori BBICOKMI pUCK MO XA B CBS3H C
MaTepUHCKUMH (DaKTOpaMu WU C mpeasiaynum ckpuauarom [109, 174]. Tlpu stom
ClIelyeT UMETh B BUJLY, UTO OOJIBIIMHCTBO KEHILMH, Y KOTOPHIX BBIABISAIOT XA 11072 HE
OTHOCATCA K TPYIIIEe pUCKa HU MO BO3pacCTHOMY (DaKTOpy, HU MO HAJUMYHMIO B aHAMHE3E
napyrux ciydaeB XA turona [149, 161]. ®akropsl MaTepuHcKoi chiBopoTkr ¢ DR 5% u
YaCTOTOM JIOXKHOTMOJOKUTEIBHBIX OTBETOB TOKE HE MOMOTAET Pa3rpaHUYUTh T'PYIIIIbI
pucka [219]. CnenoBaTebHO, OCHOBHBIM CKPHHHHIOBBIM HHCTPYMEHTOM BO BTOPOM
TpUMeECTpe OEPEeMEHHOCTH MJisi pa3TPaHUYCHHs TMOMYJSIUA B TPYIIBl BBICOKOTO H

HHU3KOI'0 pPUCKa CTAHOBUTCA FCHETUYCCKUU YJIbTPA3BYK.
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Bropoii muzuHTepnperanueii poau Y3UW BTOporo tpumectpa sBIsSETCA, 4TO Y3
MapKephl CIyXaT TOJBKO JUIsl YBEJIHMUCHHUS pucka aHeymonauit [217]. CiaemoBartesbHo,
oOpalaroT BHUMaHKEe TOJBKO Ha MojoxuTesbHble LR (cooTHOIEeHne puckoB). B To ke
BpeMsi, HEOOXOJUMO YUYHUTHIBATh POJIb OTpHULATEeIbHBIX LR B cHmkeHHM pucka. 1o
O3HAYaeT, 4YTO €cClM JeTajibHoe, TaprerupoBaHHoe Y3W Bo BTOpOM TpuMecTpe
OepeMEHHOCTH HE BBIABIAECT HM OJIHOTO MSATKOTO Mapkepa XA TMocie TIIAaTeIbHOTO
MOMCKA KaXXJIOTO U3 HUX, TO HAIPUMEP PUCK TPUCOMUH 21 yMEHBIIIaeTCs MOYTH B
8-xpatHoMm oOBeme [61].

OT0 siBICHUE OOBSICHIETCS ABYMSI OCHOBHBIMH MPUYHMHAMH. BOo-TIepBBIX, KaXKIbIN
MapKep YBEJIMYUBAET PUCK IO OTAEIBHOCTH, [MO3TOMY OOUIMM PUCK YBEIMUYMBAETCS C
KQK/IBIM JIOTIOJTHUTEIBHBIM MapPKEPOM, YMHOXAsl allPUOPH PUCK Ha MOJIOKUTENbHBIN LR,
CBSI3aHHBIH C TOMOJHUTEIBHBIM MapKkepoM. Bo-BTOPBIX, U 3T0, BO3MOXKHO, O0Jiee BasKHO,
aHEYIUIOUHBIE IJIO/bI B 1IEJIOM ¢ OOJblIEH BEPOSITHOCTHIO OyAyT UMETh 00Jiee OJJHOrO
Mapkepa, 4eM dyIuionaHbie ioabl [179]. Takum oOpa3oM, HaIUYHE MHOMXKCECTBCHHBIX
MapKepOB MOBBIIIAET PUCK BBIIIE TOTO YPOBHS, KOTOPBII KaX bl MapKep BHOCUT CBOUM
WHIUBU Ty AIbHBIM BKJIa10M. BONBITMHCTBO V3 MapKepoB, BHISIBJICHHBIE 10 OTAETBHOCTH,
HE YBEJIMUYMBAIOT PUCK aHEYTUIONINU. DTO MPOUCXOIUT MO ABYM MpuurHaM. OTCyTCTBHUE
JIPYTUX MapKEpOB CHUXACT PHUCK HHAMBHAYyaJbHO 4Yepe3 WX oTpunareinsHbie LR,
KOTOpBIE MPOTUBOJACHCTBYIOT MPUCYTCTBUIO MONOXKHUTENbHOMY LR penkux mapkepos.
Bo-BTOpBIX, Kak OTMEYajoch BBIIIEC, OTCYTCTBHE JOMOJHUTEIBHBIX MapKEpOB dYallle
BCTPEUAETCS Yy IUIOA0B, KOTOPbIE SBJISIOTCS SYIUIOMAHBIMU, a HE aHEYIUIOUAHBIMU, YTO
caMo 1o cebe umeeT oTpuraTeabHoe 3HaueHue LR.

Cnenyer OTMETUTb, UYTO B OMYyOJMKOBAHHOM JUTepaType HaOII0AAI0TCS
3HAYUTENIbHBIE BapHalnu B oueHke 3G dekrusnoctr Y3U Broporo tpumectpa [202, 215].
DTOMY €CTh MHOTO OOBSCHEHHH, HO TOJBKO JBa M3 HUX MOIIAIOTCS KOppeKiuu. Bo-
NEPBBIX, BO BTOPOM TPUMECTPE OTCYTCTBYeT CTaHAApTU3alUs M MEXaHU3MbI
KOHTPOJISI/TIOBBIIICHUST KauecTBa Y3 CKPUHHUHTA, TaKhe Kak 00si3aTeNbHAas MOATOTOBKA
Bpaueil U ux peryysapHbii ayaut [178]. OTcyTcTByeT Takxke cranaapTu3anus Y3 mojei
0030pa 1 Oy CTUMBIE TPAHUIIBI YBEIIHMUCHHS TIOJICH 3peHuUs BO BTopoM Tpumectpe [217].

BO-BTOpLIX, CyI€CTBYET BBICOKasd CTCICHb BAPUATUBHOCTH MCXKAY OTACIbHBIMU
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HCCIIEIOBATEIIMA B OTHOILICHUM TOrO, KAaKHME MAapKepbl OHM BKJIIOYAIOT B CBOU
reHetndeckue Y3W u B Kakoil CTENEHM OLICHUBAIOTCS MaTE€pUHCKHE (DAKTOPHI, KaK,
Harnpumep, OMOXUMHUYECKUE Mapkepbl. M HakoHell, moka3atenu BbiiBisiemoct (DR),
OCHOBAHHbIE Ha pe3ynbTaTax Y3U, cynecTBEHHO pa3inyaroTCs B 3aBUCUMOCTH OT THIIA
aneymionanu. Hampumep, nokasarenu IT0poAoBoro obHapy>keHus: Tpucomuu 13 u 18
IIpH TIOMOIIHM TpeHaTanbHOro Y3W 3HaunTeNnbHO BbINIE, YeM npu Tpucomun 21 [106,
193].

Takum oOpa3zoM, HECMOTPS Ha BaXKHYIO POJIb, KOTOPYIO UTPAIOT MSATKUE MapKepbl
BO BTOPOM TpUMECTpe OEPEMEHHOCTH, Ba)KHO YMETh TPAKTOBATh 3TH MapKepbl, 0COOCHHO
UX MOJIOKUTEIbHBIE U OTPULIATEIIbHBIE COOTHOIICHUSI BEPOSITHOCTEH M HA OCHOBAHUU
OIHOTO M30JMPOBAaHHOIO MapKepa HE [ieJlaTb CKOPONOCTH)KHBbIE BBIBOABL. Beap
MTOBBIIEHNE PUCKA MO XA 4YpeBaTo B MEPBYIO OYEPEIb MHBA3UBHOM THATHOCTHUKOM, CO
BCEMU BBITEKAIOIIUMHU MOCIIECICTBUSMH.

[TpubausuTensao 19 nmet Hazan R.A. Filly Hanncan pegakImoHHYIO CTaThiO JIJIs
xypHana «Journal of Ultrasound in Medicine» mnon Ha3BaHMeM «AKyIIepcKas
coHorpadus: Jydmuii crnoco0 Hamyrath OepeMeHHyro xeHIuHy» [117]. Ctatbs Oblia
MIOCBSIIIEHA OCBELIEHUIO POJIM «MSTKUX MapKepoB» sl cuHapoMa [layHa. B ckopom
BPEMEHHU CTaThsl oOpena TaKyr MOIMYJISPHOCTh, YTO Pa30Iliach Ha IIUTATHI IO MHOTHM
caiitam aiisi OepeMeHHbIX x)eHmuH [141]. Yepes 18 ser, Bo3Bpamasich K TOW ke TeMe, B
penakuuoHHOW ctaThe «lloueMy MBI 1O CUX MOp MyraeM OEpEMEHHBIX >KEHIIHUH?»
R.A. Filly eme pa3 Bo3BpammaeTcss K HELEICCOOOPa3HOCTH YBEIMYCHUS PACUCTHOTO
pUCKAa KEHIIWH W3 TPYyINNbl HU3KOTO PHUCKA, TOJIBKO HAa OCHOBAaHUM OIHOIO
M30JIMPOBAHHOTO MATKOTO Mapkepa. ABTop numer: «B snoxy, Korja HeMHBa3UBHbIC
MpEHATAIBHBIE TECThl, TAKHE Kak omnpeaeieHne BHeknerouHoro JIHK mmoma B
MaTEpUHCKOM KPOBM BKIIIOUEHBI B oduuuaibHble pexkomeHaaunu Ponna deranbHOl
MenuuyHbl, W30JMPOBAHHBIM MSATKUHA MApKEp H3MEHHUT PHUCK JKEHIIMHBI B CTOJb
HE3HAYUTEIBHON CTENEHU, YTO KPOME JIUIITHEN TPEBOKHOCTH HUYETO CYIIECTBEHHOIO HE
N00aBHT K TUTAHY BeJeHHs OepeMeHHO#» [175].

Kmuanyeckne uccnemoBanusa no Bamupanuu HUIIT, BxmroueHHple B MeTa-

ananusbl 2014-2017 r1r., CBUACTENBCTBYIOT O TOM, YTO YacTOTa OOHAPYXKEHUS s
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tpucomuii 21, 18 u 13 cocrasusier 99,7; 98,2 u 99% CcOOTBETCTBEHHO NIPU CyMMapHOM
YacTOTE JIOKHOIOJIOKUTEIBHBIX pe3yibratoB 0,13% [63]. Bce xe, Hu omuH u3
CYILIECTBYIOIIUX JOCTYIMHBIX METOJO0B OOCIEAOBAHUS B MpPEHATAIBHOM JUATHOCTHKE, B
TOM yucJie onpenenenne BHekierounon JAHK miona, He sBiseTcs nananeen.

B cB$13U C BBIILIEU3I0KEHHBIM CTAHOBUTCSA OYEBUIHBIM, YTO B T€UEHUE MMOCIETHUX
HECKOJIbKUX JIECATHIICTUH OBLIN JOCTUTHYTHI 3HAYUTENBHBIC PE3YJIbTAThI IO YIYUIICHUIO
NPEeHaTaIbHOTO CKPUHUHTA U MpeHaTadbHON nuarHoctuku. OnHako Ha QoHe pacTyuieit
4acTOThl XA € OHOM CTOPOHBI, U C YTPO30il HEBBIHAIIMBAHUS OEPEMEHHOCTHU B CBSI3U C
OOJBIION YacTOTOW BBIIOJIHEHHBIX HWHBAa3UBHBIX MPOLEAYpP C APYrod CTOPOHBI,
HeoOXouMa pa3padoTKa HOBOHM yJIydIIEHHONW MOJENHU MPEeHATaJIbHONW TUArHOCTHKU XA
wiofga € YETKUM aJrOpUTMOM OOCJIE€OBaHMS BO BTOPOM U TPEThEM TPUMECTpPE
OEpEMEHHOCTU. YIbTPa3ByYKOBOW KOMIIOHEHT BCE €II€ OCTaeTCsl KJIIOYEBBIM
UCCJIEOBAHUEM B CTPYKTyp€ IPEHATAJIbHOIO CKPUHWHIA, OJHAKO HYXIACTCS B
ONTUMM3ALMU U CTaHAAPTU3AIMN KaK B IUIAHE TEXHUKU BBITIOJIHEHHS], TAK U B 4aCTOTE

oOcnenoBaHui, 0COOEHHO BO BTOPOM TPUMECTPE OEPEMEHHOCTH.
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I'/TABA 2. MATEPHUAJIBI U METO/IbI UCCJIEJOBAHUA

2.1. MartepuaJbl HCCJIEIOBAHMS

Kannnueckass xapakrepucTuka OepeMeHHbIX. B oCHOBY  JaHHOTO
JUCCEPTAIMOHHOTO  MCCJIEAOBAaHUSA TMOJIOKEH aHallu3 PE3yJbTaTOB IPOBEIICHUS
yJIBTPA3BYKOBOTO OOCJEAOBAaHMS IUIOAOB BO BTOPOM U TPEThEM TPHUMECTpPaAX
OEpEeMEHHOCTH y JKEHIIWH, MPOIIEAIINX MPEHATAIbHBIA CKPUHUHT TIEPBOTO TPUMECTPA B
Pecniyonuke Tatapctan 3a nepuon ¢ 2012 mo 2019 r. bepemenHble, mOCTaBJICHHbIC Ha
yuet B 2019 rony, HaxoAUIUCh TIO]T HAOJIIOIEHUEM IO POJIOB U PETUCTPALIMH UCXOJIOB /10
uronst 2020 ropa.

3a yka3aHHbBIN MEPUO]I B )KEHCKUX KOHCYIbTalusax Peciyonuku Tarapcran Ha yyeT
Optn  moctaBiieHbl 402 513 OepeMeHHBIC KEHIIUHBI, M3 KOTOPHIX Ha CpOKe
o6epemennoctu 10 14 venens — 371 860. JlanHbIe OepEeMEHHBIX, COCTOSIINX HA YUYETE B
Pecniy6muke Tatapcran 3a mepuoa 2012-2019 rr. o600mensr Ha pucynke 2.1. Ilpu
aHajgu3e JuUarpaMMbl CTAHOBHUTCS BUJHBIM, YTO C OJHOM CTOPOHBI YMEHBIIAETCS
abcomoTHOE KonmdecTBO 6epeMeHHbIX (¢ 54 20082012 1. 1o 41 570 8 2019 1.), ¢ npyroit
CTOPOHBI, PACTET KOJIWYECTBO KEHITUH, 00CIECIOBAHHBIX B paMKaX KOMOMHUPOBAHHOTO
ckpunuHra (¢ 30 469 8 2012 r. 1o 36 407 B 2019 r.).

Bcero 3a mepuon 20122019 rr. B pamkax KOMOMHUPOBAHHOTO MPEHATATHHOTO
CKpUHMHTA ObUTH oOcnenoBanbl 320 242 GepemMeHHbIe, 4TO cocTaBmwio 86,12% oT Bcex
OepeMEHHBIX, COCTOSIIMX Ha yueTe Ha cpoke OepeMeHHocTH 110 14 Hemenb. Kparkas
XapaKTEPUCTHKA OEPEMEHHBIX JKCHIIUH, y9aCTBOBABIINX B MTPEHATATHHOM CKPUHUHTE B
Pecniyomuke Tarapcran 2012-2019 rr. npuBenena B Tabmuue 2.1, mpu U3y4yeHUU
KOTOPOM  CTAaHOBUTCA  OYEBUJIHOW  TOJIOKUTENIbHAS ~ TEHACHUHUS  YMEHbBIICHUS
aOCOJIOTHOTO ~ KOJHMYECTBAa  JKCHIWH,  OTKA3aBIIUXCS  OT  MPEHATAIHHOTO

KOM6I/IHI/IpOBaHHOFO CKpHUHHHIA.
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60000
50000 _/_\
40000 \__/\
30000
20000

10000

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

B3ATO XEHLWMH Ha y4eT no
6epemeHHOCTM B Y KEHCKOWM 54200 | 53706 | 55283 | 55412 | 51988 | 45672 | 44682 | 41570
KOHCY/NbTaLMM BCEro

M3 HuX Ha cpoKe ao 14
Heaenb

50462 | 48919 | 49460 | 51393 | 47654 | 43104 | 41552 | 39316

YMCNO KEHLMH, NpOoLUeaLInX
obcnegoBaHue no
npeHaTanbHOM (A0pPOA0BOIA)

ONarHOCTMKe HapyLIeHWi 30469 | 43075 | 43759 | 45720 | 42686 | 39975 | 38151 | 36407
pa3BUTMA HA 3KCNEPTHOM
ypoBHe B cpoKe 11-14
Heaenb

Pucynok 2.1 — JlanHble OepeMEHHBIX JKEHILMH, B3AThIX Ha y4eT B PecryOnrke
Tarapcran 3a 2012-2019 rr.

Tabmuua 2.1 — KonuyecTBeHHass XapaKTepuUCTHKa OEpeMEHHBIX, YYaCTBOBABIIMX B
KOMOMHHPOBAaHHOM IMpEHAaTaIbHOM CKpUHUHTE B PecniyOnuke TaTapcTtan

bepemenHbie Ywuco KeHIIKUH, Ywucno KeHIuH,
I'on Ha CpOKe J0 MPOLIEANINX 00CIeIOBAaHNE | HE MPOIISAIINUX 00CIeIOBAaHUE
14-11 nenenn Ha cpoke 11-14 Henenn Ha cpoke 11-14 nenenp
2012 50462 30469 19993
2013 48919 43075 10631
2014 49460 43759 11524
2015 51393 45720 9692
2016 47654 42686 9302
2017 43104 39975 5697
2018 41552 38151 6531
2019 39316 36407 5163
Bcero 371860 320242 78533
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N3 320 242 xeHIMH, TpOoIe X KOMOMHUPOBAHHBIA MPEHATAIbHBIA CKPUHHUHT,
pacyeTHO BbIcOKUi puck (>1:100) O6bu1 o6HapyxkeH y 7099 (2,2%).

Bcem OepeMeHHBIM TpyMIibl BHICOKOTO pUCKa OblJIa PEKOMEHAOBaHA UHBA3UBHAs
nuarHoctuka (tabmuna 2.2). M3 tabmuiel BugHO, yTo HaunHast ¢ 2012 r. abCcomoTHOE
KOJIMYECTBO OEpPEMEHHBIX T'PYIIIbI BHICOKOTO PHUCKA PAacTeT, HApAIy C yMEHBIICHHUEM
00IIero KoIn4YecTBa OepeMeHHBIX. UNCII0 0TKa3aBIIMXCS OT MHBA3UBHOTO 00OCIIEIOBAHUS

OTHOCUTENBHO cTadbmibHO ¢ 2013 rona.

Tabmuna 2.2 — JlanHeie oOcneqoBaHusi OEPEMEHHBIX TPYIIMbl BBICOKOTO PHCKa
XPOMOCOMHOM MaTOJIOTUH Y 1013

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

Yucio 6epeMeHHbBIX TPYIIIbI
BBICOKOTO pHCKa 10 XA 'y
TJ10/1a, HAITPaBJICHHBIX Ha 551 977 953 828 | 889 | 932 932 | 1037 7099
NpeHATALHYI0 HHBA3UBHYIO
JIMarHOCTHKY

Hlmeno OTKasaBIUIMXCS OT 63 | 124 | 148 | 102 | 111 | 122 | 106 | 117 | 893
HNHBA3UBHOI'O O6CHC)IOB3HI/IH

K
OJIMYECTBO MPOBCACHHBIX 489 853 805 799 711 731 625 751 5764
HWHBAa3HWBHBIX IPOLEAYP

broncus BopcuH XopuoHa 452 | 576 | 543 | 563 | 515 | 475 | 375 | 525 4024

IInanenTonenTe’ 23 102 117 89 127 165 183 94 900
AMHHOIIEHTE3 - - - - - - - 105 105
Kopnronenres 14 175 | 145 | 147 69 61 67 27 705

Ywucio BRIIBICHHEBIX XA,
CpEeIy YrcyIa MPOIEAINX 106 | 151 | 159 | 197 | 188 | 180 | 179 | 169 1329

HWHBAa3WBHYIO JUArHOCTUKY

Cunnpom JlayHa 55 79 86 108 98 96 102 89 713
Cunapom DaBapca 16 23 30 36 19 29 23 24 200
Cungpowm [latay 6 9 12 11 18 18 13 6 93

Cutiapom Hleperenckoro- | o | 91 | 45 | 94 | 17 | 15 | 16 | 13 | 120

Tepuepa
Cunapom Knaitadensrepa 3 3 6 5 10 3 2 4 36
Hpyrue XA 7 26 10 23 26 19 23 33 167

Yuciao BPOXKACHHBIX

aHOMAJIUH Pa3BUTHUS, 153 383 | 454 | 747 | 470 | 396 | 417 | 416 3436

BBISIBJICHHBIX B | TPUMECTPC

Ha HKCIIEPTHOM YPOBHE
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Homunupyromeit UITJ| sasiercst 6uoricusi BopcuH XxopuoHa (69,8%; 4024 u3
5764). Menbliie Bcero ObUIO BBIMOJIHEHO aMHUOIIEHTE3a, TaK KAaK JIAHHYIO MPOUEAYPY
Hayaju BBIIOJHATh TOJIbKO HauuHadg ¢ 2019 rona.

Jomunupyrommmu XA okazanuch Tpucomuu 21, 18 u 13 (75,7%; 1006 u3 1329).

Ha oOmeit xoropre OepeMEHHBIX ObUIM aHAJIU3UPOBAHBl TaKUE KPUTEPUU
3¢ (HEeKTUBHOCTH paHHErO0 KOMOMHHMPOBAHHOTO IMPEHATAJbHOTO CKPUHUHTA, KaK OXBaT
oepemennbix ckpuHUHTOM (OBC), YyBCTBHTENBHOCTH, CHEIUPUYHOCTH, YACTOTA
JIOYKHOTIOJNIOKUTENBHBIX U JIO)KHOOTPULATENBHBIX PE3yJibTaTOB, aHAJIU3 IPOLIEHTHOU
JIONI JKEHIIMH cTapiie 35 JeT, 4acToTa WHBAa3MBHBIX IPOLEAYp, aHaIN3 (PaKkTOpOB,
UTPAIOLINX POJIb B CPOPMUPOBAHUU TPYIIIIEI BHICOKOTO PUCKA U T.1.

Kputepun s3¢ppexTuBHOCTH KOMOMHUPOBAHHOTO MPEHATAIILHOTO CKpUHUHTA B PT
paccMaTpuBalIiCh Ha oOuieil koropte OepeMeHHbIX. [lpu pazpaboTke anroputma
JUArHOCTUKU CHUHApoMa JlayHa BO BTOPOM U TPEThEM TpPUMECTpEe OEpPEeMEHHOCTH
JIOTIOJIHUTEIBHO  PACCUMUTHIBAINCH  JIaHHBIE OEpEeMEHHBIX, Yy KOTOPBIX  OBLI
JMarHOCTUPOBaH cUHApoM JlayHa y 11012 B TOCTHATaIbHOM NEPUOJIE.

C 2012 mo 2019 r. BxarounTeNbHO CUHAPOM JlayHa OblT nuarHocTUpoBan y 791
IUTOZIOB, TIPU O3TOM, Kak BHUJHO W3 JMarpaMmbl Ha pPHUCYHKe 2.2, TOJaBIISIOIICE
oonpmmHCTBO  (713;  90,1%) OBUIO  BBIABIEHO 1O  pe3yjbTaTaM  pPaHHEro
KOMOMHHPOBAHHOTO MTPEHATATLHOTO CKPUHUHTA.

[Tpubnusutensuo y 10% 6epemennsbix (y kaxaoit 10-it), C/l y mnoaa ObL1 BBISIBIIEH
BO BTOPOM M TPEThEM TPHUMECTpPE OEPEMEHHOCTH M MOCTHATAJIbHO, YTO CTHUMYJIHPYET
MCCIIEN0BATENEH UCKATh HOBBIE ITYTH YJIyUIIEHUS IPEHATAIBHOW AUAarHoCcTUKU. CpeaHuii
BO3pacT OEPEeMEHHBIX, Y KOTOPbIX ObuT quarHoctupoBad C/l y mmoma cocraBun 28,8+3,8
net, muH.—Makc.: 23-30 mer. Kak m B o0Omeli koropte OEpEMEHHBIX >KEHIUH, Y
OepemMeHHBIX ¢ cuHApoMoM JlayHa y Tuioga OBUTM HCCIEAOBAaHBI T€ K€ KPUTEPUHU
abdextuBHOCTH: oOxBar OepemeHHBIX CKpuHUHTOM (OBC), YyBCTBHTEIBHOCTD,
CHenM(PUIHOCTh,  YACTOTA  JIOKHOIIOJIOKHUTEIBHBIX W JIOXKHOOTPHUIATEILHBIX
PE3yNBTATOB, aHAIN3 TIPOIEHTHON MOJIM KEHIIMH cTapiie 35 JIeT, 4aCTOTa NHBAa3UBHBIX
npoLeaAyp, aHaIu3 (PakTOpOB, UTPAIOUINX POJb B CHOPMUPOBAHUU TPYIIIBI BHICOKOTO

pucKa.
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H Mo pe3ynbTaTam KOMOUHD BP0 NpeHaTa/IbHOro CKPUHMHTA

M 14-22 Hepenb
M [Mocne 22 Hepenb

MocTHaTanbHO

Pucynok 2.2 — Ctpykrypa BbIABJICHHS CUHIpoMa JlayHa y 110/1a 3a nepuo
2012-2019 rr. B Pecnny6nuke Tatapctan (B abc. unciax u %)

C uesnbro noBeIIEHUs 3(PPEKTUBHOCTH TUATHOCTUKU cUHJIpoMa JlayHa y miona B
NpeHaTaJIbHOM IepUo/ie, ObUT MPOBEACH MOLIATOBBIMA TUIATEbHBIA €XErOHbIN aHaIn3
pe3ysbTaToOB KOMOMHUPOBAHHOTO CKPUHUHIA, PE3YyJbTaThl KOTOPOrO MPOCHEKTHUBHO
BHEJIPSUIMCH B pa0OTY NPEHATAILHON TMAarHOCTUKH, & OKOHYATENbHBIN TUarHOCTHYECKUI
anroput™ ysxe aericrsoBai ¢ 2015 roga. MHbIMH clTOBaMH, B UTOTE€ aHAJIN3a PE3YJIHTATOB
npeHaTalibHOro ckpuHuHra 2012 roga, ObLI yJIy4YIlIEeH MPOTOKOJ OOCIEIOBaHUS BO
BTOPOM M TPETbEM TpUMeECTpe OepeMeHHOocTH yxe ¢ cepeaunbl 2013 roma, u Tak
eXeroHo, BIWIOTh 10 2015 roga. B cBsizu ¢ stum, mns ynoOcTBa aHaiau3a JaHHBIX,
OepeMeHHble, 00CIeI0BaHHbIE B paMKaXxX MPEHATaIbHOrO CKPUHUHTA, ObUIM pa3/ieJeHbI
Ha 2 TpyIIIbL:

OcnoBuass tpynma — 198321 OepeMeHHBIX, KOTOPHIM OBLIM TPOBEICHBI
YJIBTPa3BYKOBBIC UCCIIEIOBAHUA B PAMKax paHHEro MpeHaTaJbHOrO CKpuHUHTa ¢ 2015—
2019 rr. ¥ HaxXOIUITUCH TI0]T HAOTIOJICHUEM 10 MOMEHTA pooB (Bo3pact: 33,3+6,2;
MUH.—Makc.: 22—46).

['pynma ucropuueckoro koHTposis — 114 822 OepeMeHHBIX, KOTOPHIM OBLIH

IMPOBCACHBI YJIbTPa3BYKOBLIC HCCICOA0BaHUA B paMKax KOM6I/IHI/Ip0BaHHOFO
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npeHaraibHoro ckpuHuHra ¢ 2012-2014 rr. u HaxOgWIKCh MOJA HAOMIOACHUEM 0
MOMEHTa poJoB (Bo3pact: 31,7+5,6; mun.—Mmaxc.: 21-42).

OcHOBHAasl M1 KOHTPOJIbHASI TPYIITa ObUIM COMOCTABUMBI 110 BO3PACTHOMY MPU3HAKY
(p>0,05).

Ha nmpumepe 0CHOBHOM M KOHTPOJIBHOM IpyMibl ObUTA COMOCTABIIEHBI KPUTEPHUH
3¢ (HEKTUBHOCTH TIPEHATATHHOW NMATHOCTHKU, B YACTHOCTU — YacToTa BhIABICHUS CJ]
MOCTHATAIBHO, a TAK)KE YyBCTBUTEIBLHOCTD, CIICITU(PUIHOCTD, MIAHC UMETh AHOMAJTbHBIN
KapHUOTHII ITPU MOJI0KUTEITBHOM PE3YJIbTATE TECTA U KOJUTMYECTBO KEHIIUH, MPOIIEAIINX
ckpuHUHT Ha 100 pe3ynbTaToB.

2012 rog B JMaHHOM HCCIIEIOBAaHMHM HE CIy4aliHO ObUT OTOOpaH B KauyecTBE
OTIPABHOM TOYKU, TOTOMY YTO UMEHHO ¢ 3TOro roja B Pecry6nuke Tarapctan Hauanoch
MPOBEJICHUE LIEHTPAIM30BAHHOTO KOMOMHUPOBAHHOTO MPEHATAIIBHOTO CKPUHHHTA.

Takum oOpazom, B mpoMexyTok 2012-2019 rr. B Pecriybnuke TaTapctan B pamkax
MPEHATaIbHOTO CKpUHUHTA ObLI0 00cienoBaHo 320 242 GepeMEHHBIX KCHIIUH U ObUIH

BBISBJIEHBI 1329 XpOMOCOMHBIX aHOMAJIUH y MI0JA.

2.2. MeToabl MccjIeI0BAHUSA

2.2.1. Meroauka npoBeeHUs yJIbTPA3BYKOBOI'0 MCCJICI0BAHUS

B | TpuMecTpe B pamMKkax NpeHATAIbLHOI0 CKPUHUHTA

C uenbto noBeIeHUs: 3QPEKTUBHOCTH TPEHATATIBLHON JUArHOCTUKH BPOXKIECHHBIX
MMOPOKOB M XpPOMOCOMHBIX aHOMaJINI, MUHUCTEPCTBO 3/IpaBOOXPAHEHUS U COLMATIBHOTO
paseutuss P® npu mnoanepxkke IlpaBurenbctBa PO npuHsiio pewmieHwe o
pedopMHpOBaHUU CHCTEMBI MAacCOBOTO TMPEHATaJbLHOIO O0OCJIeIOBaHUS KEHIUH
(HaIMOHAIBHBIH MPOEKT «31m0poBhey, 2010 1.) [21].

HoBas cucrema npeHataibHOM JUArHOCTUKY OCHOBBIBAJIACh HA MEXKTYHAPOIHBIX

PEKOMEHIALUSX, B TOM uncie GoHaa MeauiuHbl mioga [181].



47

[Ipuka3el W TOCTAaHOBJIEHHS, PETYJHUPYIOLIME CHUCTEMY IPEHATAJIbHOIO
ob0cnenoBanus B Poccuu u PecniyOnuku TaTtapcran npetepriesn cepbe3Hble N3MEHEHHUS]
HauuHadg ¢ 2010 roxa, Tak nmpukazoM MuHHCTEPCTBA 3APABOOXPAHEHUS U COLUATIBHOTO
pa3sutus Poccuiickoit @eaepaunn ot 07.06.2010 Ne 425 o peanuzauuu MeponpuUsTUH,
HaIpaBJICHHBIX Ha MPOBEACHUE MpEeHATAIbHON (JOPOJOBOM) TUArHOCTUKHU HapyLIECHUN
pa3BUTUSl peOCHKAa B YUPEXKICHHUSAX TOCYIapCTBEHHOW M MYHHIIMIIAIBLHOW CHCTEM
3/IpaBOOXPAHEHUs, B I'OCYIAPCTBEHHYIO CUCTEMY 3ApPaBOOXPAaHEHHMs BOLIET MACCOBBIN
KOMOMHHUPOBAHHBINA CKPUHUHT.

Cornacno npuka3zy ot 28.12.2014 Ne 457 «O coBepIeHCTBOBaHWH MPEHATATBHON
JUArHOCTUKH B MPO(PUIAKTHKE HACIEACTBEHHBIX U BPOKICHHBIX 3a00JI€BaHUN y JIeTei»
IpU YCTaHOBJIEHUU Yy OEpPEMEHHOH >KEHIIMHBI BBICOKOTO puUCKa Mo XA y miojaa
(uaauBuayansHbI puck 1/100 u Beimie) B I TpumecTpe GepeMEHHOCTH Bpad akyliep-
TMHEKOJIOI HAMpaBJIIET €€ B MEIWKO-TEHETUYECKYI0 KOHCYJIbTAlUI0 (11 MEIUKO-
T€HETUYECKOT0 KOHCYJIbTUPOBAHUS U YCTAHOBIICHUA (ITOATBEPKIACHUS) PEHATAILHOTO
JIMarHo3a U peuieHus Borpoca 0 HEOOXO0AUMOCTH UCIIOJIb30BAHNS NHBA3UBHBIX METO/IOB
o0cie10BaHusl.

CnenyromuM npukazoM MwunuctepctBa 3apaBooxpaneHus PT ot 04.04.2018
No 722 «O coBeplilleHCTBOBAHUM MPOBEACHUS MPEHATAIIBHOW NMATHOCTUKU HAPYIIECHUS
pa3BuTus pebeHka B PT», ObulM perjaMeHTUPOBAHBI HOBBIE CPOKHM U TMOPSAOK
npoBeneHus: ckpuHUHTOBBIX Y3U (Ha cpokax 11-14 nenmens, 18-21 nemens u 30-34
HEJICIIN).

N yxe B 2021 romy, cormacHo npukasy ot 20.10.2021 Ne 1130-u «OG6
YTBEPKACHUU TMOPSIJIKA OKAa3aHHUsI MEIULMHCKON MOMOIIM MO NpOoQUII0 aKyIIepCTBO U
THHEKOJIOTHS», Ha TIEPBOM JTare mpu cpoke OepemenHocT 11-14 nenennr 6epemeHHas
YKEHIIMHA HAMpaBIsETCA B MEXXpalOHHBIN KaOMHET aHTeHATAIbHON OXpaHbl MIoAa MpU
MEJUITMHCKON OpTraHu3allii aKyIIepCcKoro mpoduiis BTOPOU UM TPEThEH TPYMIBI TS
MPOBEICHUS YIbTPAa3BYKOBOI'O MCCIIEIOBAHUS BpayaMu-ClIEUAINCTaMu, MPOIIECIITUMU
NOBBIIICHUE KBAIM(HUKAMK MO MpPOBeAeHUI0 CKpuHUHTOBOro Y3W GepemenHbix B I
TpUMecTpe (AMarHOCTUKE HApYIIEHUI pa3BUTHS IJI0Ja), U 3a00pa 00pa3loB KPOBU IS

OMnpeCACICHNUA MAaTCPUHCKHUX CBIBOPOTOYHBLIX MApKEPOB (CB}IBaHHOI‘O C 6epeMeHHOCTBIO
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wiazmeHHoro nporenHa A (PAPP-A) u cBoOoaHoit 6eTa-cyObe AMHULIBI XOPHOHUYECKOTO
roHajorponuHa (cB. B-ex. XI'Y). Ha Bropom srtame npu cpoke 6epemenHoctu 19-21
Henenss OepeMeHHble ¢ HM3KkUM puckoM XA w/mnu [IPII, a Takke He mpoleniire
CKPUHHHTOBOE 00CieoBaHue mpu cpoke OepemeHHocTu 11-14 Henenp, HaPaBIAIOTCS
B KAOMHET aHTE€HATaJIbHOU OXpaHbl 1012 TPU MEAUITMHCKON OpraHu3alii akyepCcKoro
npouis BTOPOH WM TpeThell rpynimbl (YpOBHs), OEpeMEHHbIE ¢ BBICOKUM PHCKOM — B
KaOuHET (OTAENCHNE) aHTEHATAIbHOM OXpaHbl IUI0/1a MIPU MEIUIIMHCKON OpraHu3anuu
aKymiepckoro npouisi TpeTbeil rpymnmbl (YPOBHS) WM MEIUKO-TEHETUYECKUN LEHTP
(KOHCYJIBTALIMIO), C LEIbI0 poBeieHus Y 3M u nporpaMMHOro nepepacyera pucka JJis
UCKIIIOUCHUS YIBTPa3BYKOBBIX MapkepoB XA, mo3aHo wmanudectupyrommx [IPII.
Pesynbratel Y3U odopmitsitorest 1o hopme mpoTokosia CKpUHUHTOBOTO Y3 skeHIuH B
cpoke 6epemenHocT 19-21 Hemens.

C 2012 r. B Pecny6nuke TatapcTan ObUT HaYaT NEHTPAIU30BAHHBIN MPEHATATBHBIH
CKpUHUHT. PedepeHCHbIM LEHTPOM SBISE€TCA ILEHTP MNPEHATAaIbHON JUArHOCTUKH
BPOXKJICHHBIX TOPOKOB PAa3BUTHS IJI01A ITPU MEAUKO-TEHETUUECKOM KOHCyabTanuu PKb
M3 PT.

AJNTOPUTM MpEHATAIbHOTO CKPUHUHI OO0CJIENOBaHMUS OEPEMEHHBIX B IEPBOM
TpUMECTpe OEPEMEHHOCTH MPUBEIEH HA PUCYHKE 2.3.

Kak BHUIHO W3 anropuTma, NpeHaTalbHBI CKPUHUHI COCTOMT M3 HECKOJIBKHX
KOMITOHEHTOB, 32 YTO U HOCUT Ha3BaHUE «KOMOMHHUPOBAHHBII», HO BCE K€ B KOMILJIEKCE
JUArHOCTUYECKUX MEPONPHUATHI OCHOBHYIO PpOJIb UI'PA€T HMEHHO YJIbTPAa3ByKOBOE
oOciefoBaHle, pealu3yeMoe BpadoM-dKcriepToM. Bpau-skcnepr — ocobas rpymna
CHEIUAINCTOB TPEHATAIBHONW JIUArHOCTUKH, MOATOTOBIICHHBIX B CcyObekTax PD s
peanu3anuyu KOMOMHUPOBAHHOTO MPEHATATLHOTO CKPUHUHTA.

B 2012 r., k Hayamy peanu3ally MpOrpaMMbl IO KOMOMHHUPOBAHHOMY
npeHaTalbHOMY CKpuHHMHTY, B PT mpuctynuino k pabotre 12 Bpauelt SKCHEpTOB,
paboTtaromux B 6 mepuHaTadbHbIX IeHTpax. K 2019 r. konMuecTBO Bpadeil AKCIEPTOB
BBIPOCJIO A0 21 mpy TaKOM K€ KOJIMYECTBE MEPUHATAIBHBIX HEHTPOB. EoKETOAHBIN ayIUT

YCIIELIHO MPOXOAsT oT 75—85% Bpaueil.



49

HNanueie Y3 w OuwoxuMuueckux oOOCIEOBaHWUN BBOASITCS B  MOIYJIb

CICIMAJILHOrO MporpaMMHoro obecneuenus Astraia (AstraiaSoftwareGmbh), koropsrit

BBICUMTHIBaeT puck XA y mioaa. Kak BuaHO Ha pucyHke 2.3, OepeMEeHHbIE T'PYIIIIbI

BBICOKOTO pucka Hampasistorcss Ha WIIJl, GepeMeHHble Tpynmbl HU3KOTO PHCKa Ha

ckpuHuHr |l Tpumectpa B kabuHeTsl Y3U >KEHCKUX KOHCYJbTallui, a OepeMEHHBIE

TPYIIBI CPETHETO PUCKA aKTUBHO BBI3BIBAIOTCS Ha JIOTIOJHUTEIbHBIE 00CIEI0BAHNS.

UccnepoBaHue PAPP-A
u cB. B-XTY (11-13*® Hepenb
bepemeHHOCTH)

KnnHunyeckue aaHHble:
BO3pPacCT matepwn, aHaMHes3,
KONM4eCcTBO Naoaos

Y3 namepenune KTP, TBI1, HK,
KPOBOTOKa B BEHO3HOM MPOTOKE U
B 06.1aCTU TPUKYCNNAANbHOTO
KnanaHa, YCC nnoga

BbIcoKuii puck (>1:100)

CpegHuin puck
(1:100-1:1000)

Hu3Kuit pmck (< 1:1000)

KoHcynbTauma Ha npegmet
WHBA3WBHOM ANArHOCTUKM

IV aTan npeHaTanbHOro
obcnepoBaHnal

Il aTan npeHaTanbHOro
obcnepoBaHnal

AMHMOLEHTE3 Bbuoncua sopcuH

XOPWUOHa

1. ckpuHUHT BO Il TpMmecTpe,

| 2. Ha6ﬂIO,D,EHMe adKylwlepa-rmHeKo/iora

AHOMaNbHbIN
KapuoTun

HopmanbHbIl

KapuoTtun

KOHCVﬂbTMpOBaHMe cemMmbMn OTHOCUTENBHO
NPOJZIOHIMPOBaHUA 6epeMeHHOCTM

Pucynox 2.3 — AnTOpuTM KOMOMHHPOBAHHOTO MPEHATAIHHOTO CKPUHHMHTA Ha
cpoke 6epemennocty 11-13"°nenens

HpI/IMe‘{aHI/IC -1 I[CTaJ'II/I OTHOCHUTCIIBHO 3TAIlOB MPCHATAJILHOT' O O6CJ'ICI[OB3.HI/I}I MMPUBCJACHBI Ha

pHUCyHKe 2.4.
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B pesynbrare mepepacuera pucka B TpyIIe CpeAHEro pucka no XA mioja
O0epemeHHbIe HTHGOPMUPYIOTCS 0 Bo3MokHOCTH TipoBeaenus NI/ ¢ nanpueimmm Y3U
BTOPOTO TpUMECTpa B  CHEUUATW3UPOBAHHOM IEHTPAIBHOM  IEPUHATAJIBHOM

JIMarHOCTUYECKOM yupexaeHuu (3 ypoBeHb) (pUCYyHOK 2.4).

e ObcnenoBaHMe: KOMOUMHUPOBAHHbIM MPEHaTaNbHbIA CKPUHUHT NEPBOTo
TpMmecTpa

e Cpoku: 11-14 Hepenb

e LleHTpbl: KabMHeTbl aHTeHaTa/IbHOM OXpaHbl N10Aa (2 ypoBeHb)

J
~N
e O6cnenoBaHme: CKPUHUHIOBOE YIbTPA3BYKOBOE UCC/IEA0BaHME
e Cpoku: 19-21 Hepenb
* LleHTpbl: KabnHeTbl aHTEHATaIbHOM OXpPaHbl Nao4a (2 ypoBeHb) )

e ObcnepoBaHme: YNbTpa3ByKOBOE UCC/ied0BaHWeE MA040B, B rpynne
BbICOKOrO M CPeAHEro pucka

e Cpoku: 30-34 Hepenu
e LleHTpbl: KabMHeTbl aHTeHaTa/IbHOM OXpaHbl NaoAa (2, 3 ypoBeHb)

~

e Ob6cnepoBaHue: IKCNepTHOE yAbTPA3BYyKOBOE 0bcnenoBaHne

e Cpoku: Jltobble cpoku bepemeHHOCTN NpU NOAO3PEHMN Ha
BPOXKAEHHbIE NOPOKN PA3BUTUA U XPOMOCOMHbIE aHOMaINK y Naoaa

¢ LleHTpbl: TAY3 «PecnybanKaHCKana KAnHMYecKasa 6oabHMUa
MuHUCTepCTBA 34paBoOXpaHeHna PecnybamKku TaTapcTan» (3 ypoBeHb)

Pucynox 2.4 — Mapupytuzauuss OepeMEHHBIX Ha JTane MpeHaTaIbHOro
o0ciieroBaHus

Cnengyer OTMETHTh, YTO B TIPYIE CPEIHEr0 PHUCKA, K KOTOPOMl OTHOCATCS
OepeMeHHBIE ¢ pacueTHBIM pUCKOM B poMexyTke 1:101-1:1000, crparerus o Be1eHUIO
OepeMEHHBIX ONpeaeNsIeTcs WHANBUAYAIbHO, C Y4€TOM BCETrO0 KOMILJIEKCAa KIMHHUKO-
NaTOJIOTMYECKUX JaHHbIX. BO BTOPOM U TpeTheM TpUMECTpe OEpPEeMEHHOCTU Y
OepeMEHHBIX JaHHOW TPYMIbl NPOBOAWINCH IUTaHOBble Y3W u, mpu BBISIBICHUU
sxorpapuyeckux MapképoB XA U TOPOKOB pa3BUTHUS, NPOBOAUIOCH MEIUKO-
F€HETUYECKOE  KOHCYJbTUPOBAHHE HA  MPEIMET  YTOUYHAKOUIEH  HMHBAa3UBHOU

nuarHoctuku — kopaouenresa (1V stan, pucynok 2.4).
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Kak Obimo ykazano panee (pucyHok 2.4), yabTpa3ByKOBOE OOCJIEIOBaHUE B
KaueCTBE MPEHATAIHLHOTO JUATHOCTUYECKOTO TECTa MPOBOJUTCS B TPEXKPATHOM 00BbEME
y EHILWH I'PYNIbl HU3KOTr0 prcka no XA Iioga, ¥ 4Yalle y *KEHIIUH IPYNIbl CPEAHETO
Y BBICOKOTI'O pUCKa (IpU COXpaHEHUU OEPEMEHHOCTH).

VY pTpa3ByKOBbIE UCCIENOBAHUS IPOBOAWINCH Ha annapaTax dKCIEPTHOTO Kilacca
Samsung Medison. MWccnenoBanusi peanu3oBaimch 21  BpauaMu  IKCHEpPTaMH,
00aIaloIMMHU MK TyHapoIHbIMU cepTudukatamu FMF.

B nepBom Tpumectpe 6epemennoctu ¥Y3U npoBoautcs Ha cpoke 11-14 Henens.
Ha stom cpoke Y3U siBnsieTcs 4acTbi0 KOMOMHUPOBAHHOTO PEHATAIIBHOIO CKPUHUHTA,
U pe3yJIbTaThl UCCIEAOBAHUS TPAKTYIOTCS B KOMIUIEKCE C JaHHBIMH OMOXHMHUYECKOTO
CKpUHMHIA W C KIMHMYECKMMHU JaHHBIMU ManueHta. Y3 B mepBoM TpuMecTpe
IIPOBOJUTCS B CHEUMATU3UPOBAHHBIX LEHTpaX MpeHaTaIbHONW AUArHOCTUKH (KaOWHETHI
aHTEHaTAJIbHOW oxpaHbl Moaa ¢ 2020 roga) MHO HAMpPaBICHUIO W3 JKEHCKOU
koHcynbTanmu  ([Ipunoxenue Ne 1). Bce  ynbTpa3ByKOBbIE — HCCIEIOBaHUS
coorBercTBoBanu npuHnunam ALARA (As Low As Reasonably Achievable) u mo
CTPOr0 PErJIAMEHTUPOBAHHOMY ITPOTOKOJY, AETAIA KOTOPOIO MPUBEIECHBI HIXKE.

1. Onpenenenue recTalluOHHOTO cpoka Ha ocHoBaHuU KTP (komunko-TeMeHHOTo
pasmepa). JlaHHBIH TyHKT HEOOXOJIUM HE TOJIBKO IS OINpPEACICHUS IpeIoaraeMou
JaThl POAOB, a TakXKe Il aJeKBaTHOW HMHTEPIIPETAlMU JAHHBIX KOMOMHHMPOBAHHOTO
OMOXMMHUYECKOTO U YIbTPa3ByKoBoro ckpununra. Ipu usmepennu KTP mioa Haxogutcs
B HEUTpaNbHOM MOJOXKEHUH, PACCTOSTHUE OT M0A00pOIKa IO TPYIMHBI COCTaBIsIo 2—4
MM, CNHMHKA HAampaBlieHa K3aJd, IJIMHHAs OCh MuioAa Oblia MapajielbHa IUIOCKOCTH
cKaHupoBaHus. M3mMepeHue OCyLIECTBISIETCS MEXIy ABYMs HauOosiee OTAAICHHBIMU
TOYKaMU: KOITYMKA U TEMEHHON KOCTH IUIOAA.

2. Nzmepenne TBII (TonmmHbl BOPOTHUKOBOTO MPOCTPAHCTBA) OCYIIECTBISETCS
OpHU yBEJIWYEHUH, YTOObI HA SKpaHE OTOOpPa)KaluCh TOJIOBA U YaCTh TPYJHOU KIETKH.
N300paxkeHre B CTPOTO CpEAHECArMTAIbHOM Cpe3e, MpU KOTOPOM OJHOBPEMEHHO
BU3YAJIM3UPYIOTCS KOCTh HOCA, KOXka U KOHYMK Hoca. CielyeT oOpaTuTh BHUMAHUE, YTO
CKYJIbI U COCYJIUCTBIE CIVIETEHUSI OOKOBBIX KEIYAOYKOB HE JOJKHBI IPUCYTCTBOBATH B

9TOM CpE€3€, HO I[I/ISHHC(baHOH 141 IIf:TBCpTI:II\/’I KCIIyAOUCK  OOJDKHBI  YCTKO
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BU3YaJIM3UpOBaThCsA. B o6mactu camoi MUPOKON 4acTh BOPOTHHUKOBOTO MPOCTPAHCTBA
Ha TpaHULE Mepexofa TMIEPIXOr€HHOM YacTH Ha THIO3XOT€HHYIO YCTaHABIMBAIOTCS
METKHU U U3MEPSETCA PACCTOSHUE MEXKAY HUMMU.

3. Onenka HOCOBOM KOocTH. /{7151 ocymiecTBIeHHs JaHHOTO dTarna mpoduib mioaa
TaKXe€ BBIBOJUTCA B CPEIHE-CATUTTAIBHYIO IUIOCKOCTh M yBenumuyeHuu. HopmanbHas
HOCOBasi KOCThb OIpENENseTCs, KaK TUIEPIXOHEHHAas JIMHEWHAas CTPYKTYypa,
COIIOCTaBHUMAasi C 9XOT€HHOCTBIO BEPXHEHN YENIOCTH. | UITOIIIa3us WiK aruiasus KOCTU HOCa
YCTaHABJIMBAETCS, €CIIU AXOT€HHOCTh KOCTU HOCA HUKE DXOIN€HHOCTH BEPXHEU YEIIOCTH
WJIM HOCOBAsl KOCTh HE BU3AYJIM3UPYETCH.

Bce mnonyuyeHHble JaHHBIE apXMBUPYIOTCS B NaMiITH Y3 anmapara i
BHYTpEHHEro ayauta. l3mepeHus (QUKCHMpOBaIMCh B CIELMAIBLHOM HaIlpaBICHUU
(ITpunoxxenune Ne 1), B oTaenbHOM mipoTokosie Y3U (ukcupoBaich aHATOMUYECKHUE
0COOEHHOCTH OpPIaHoB ILJI0J]1a (Yepen, MO3T, MPO(PIIb, BEpXHUE U HUKHUE KOHEUYHOCTH,

MOJIOKEHUE CeP/Ila, JKEITy0K, MOYEBOM ITy3bIPh).

2.2.2. MeToauka npoBeieHUs yJIbTPA3BYKOBOI0 MCCJIEI0BAHNS

BO |l u |1l TpumecTpax GepemeHHOCTH

VY apTpa3zByKOBOE HCCIEJOBAHUE BO BTOPOM U TPETHEM TPUMECTpax OEPEMEHHOCTH
MPOBOJIUTCS TAaK)Ke B KAOMHETAaX aHTEHATAIBHOM OXpaHbl mozAa (2,3 ypoBEHb).

[Ipy ckaHMpOBaHMU IIOAA BO BTOPOM U TPETHEM TpPUMECTpax OepeMEHHOCTH,
MPOBOJUTCS OLIEHKAa aHATOMUYECKHX CTPYKTYp IJIOJA CHUCTEMAaTHYE€CKH M MO3TAIHO.
Hcnonp3yemble JaTUMKKU: KOHBEKCHBIH /3 J]-KOHBEKCHBIM, BHYTPUIIOJIOCTHOM.

1. ®eromeTpuss — OLEHKAa pa3MEPOB IUIOAA, BKIIOYAIOIIAs HW3MEPEHUE
OUMapueTanbHOr0 M J0OHO3aTHIJIOYHOTO Pa3MEpOB, C OMNpeesieHneM IedaaniecKkoro
MHJIEKCa, OKPYKHOCTH T'OJIOBBI U ’KMBOTA, JJIMHBI Oelipa U Ijieda, CONOCTaBICHUE €ro ¢
HOPMATUBHBIMH MPOIEHTHIIBHBIMU MOKa3aTeNsIMU. Tak, BBISIBICHUE 3aMEJICHUS] pOCTa
wiofa WIA YKOpPOUYEHHE TpyOdaThIX KOCTEW, SABISETCS OJHUM M3 CaMBIX YacThIX

MapKepOB XPOMOCOMHOM aHOMAJIMHU y TUIOAA.
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2. AHaroMus J0/1a.

Heiipoconorpaguss — JaeranbHOE HW3y4E€HHE CTPYKTYp TOJOBHOIO Mo3ra B
CarUTAJIbHOW, AKCHAJIBHOW M KOPOHAPHOM IUIOCKOCTSX, KyJa BXOAMT OLIEHKA IIOJIOCTH
NPO3pavyHON MEPErOPOAKH, CHIIBBHUEBOM OOpO37bl, COCYAUCTBIX CILIETEHUM, 3PUTEIIBHBIX
OyrpoB, U3MEPEHUE LIUPUHBI 33JHUX POrOB OOKOBBIX KEITYJOUKOB M3MEpPEHHE, OLEHKA
3a/IHEN YeperHOi IMKU: MO3KEUKa, YePBsI MOIKEUKA, 4 JKEIy10uKa, O0IBIION [IUCTEPHBI.

Ox0KC — u3ydeHue CTpykTyp cepAla U COCy10B IUI0/a, BKIIOYAET OCh, TO3ULIUIO,
pasMmepsl cepAua B COOTBETCTBMM C IPYAHOM KJIETKOW B IIONEPEYHOM CEUYECHUU, B
IBYXMepHOM, aymuiekcHoM u LI/IK pexxnmax, mpoBoauTcs OLEHKa
4-KkaMepHOTO cpesa, BKJIFOYAIOIIY IO COOTHOILIEHHE Kamep cepaua,
aTPUOBEHTPUKYJIAPHBIX KIIAIIAHOB, CPE3a Yepe3 TPU COCya U TPaxero, cpesa 4epes3 ayry
aOpTBHI, JIEBOTO U ITPABOI'0 BBIHOCSIIMX TPAKTOB, C IETAIBHOW OLIEHKOM X0J1a U JUaMeTpa
MarvucTpajabHbIX apTEepUH, JIETOYHOTO U A0PTaJIbHOI'O KJIAIAHOB, BIIAJEHUE JIETOYHBIX U
noJibix BeH. [lokazaTenu conocTaBiIsiiuCh C HOpMAaTUBAMU, pa3pabOTaHHbIE HHCTUTYTOM
KOpOHapHOU U cocyauctor xupypruu uM. A.H. bakynesa.

Jpyrue oprasHbl IpyJIHOW KIETKH: B IIOIIEPEYHOM M CaruTajJbHOM CEYCHUU
OLICHMBAIOTCA JIETKUE, UX Pa3MEPbI U IXOT€HHOCTh U PACIIOIOKEHUE, TUMYC, Tuadparma.

BprourHas nosocts U nepeaHsist OprolHas CTEHKa: B MONEPEYHOM M CaruTajlbHOM
Cpe3ax OLEHHUBAIUCH IOJOKEHUE W Pa3MEPBI JKEIyAKA, IEUYECHH, CEJIE3CHKHU, IOYEK,
MOYEBOIO Iy3bIps, IXOT€HHOCTh KHIIEYHMKA, HAJIW4YUEe paclMpeHus |2-mepcTHou
KUILIKU U IPYTUX OTAEIOB KUIICYHUKA, U1 UCKIIOUECHMS BBICOKOW U HU3KOM KUILIEYHOU
OOCTPYKIIMH, OLIEHUBAJIIOCH MECTO MPUKPEIJICHUE MYMOBUHBI K NEpenHel OpromHou
CTEHKE, JJI1 HCKIIOUYEeHHUs JAePEeKTOB NepenHed OpIOMIHOM CTEHKU M Halu4us
oMdasorese u racTpoITru3Hca.

CkeneTHasg cucreMa W NO3BOHOYHHK: B TMOMNEPEYHOM M CArMTaJIbHOM Cpe3ax
OLIEHUBAJIMCh 3XOT€HHOCTD U I[EJIOCTHOCTH MO3BOHOYHOT'O CTOJI0a, 9XOT€HHOCTh Yeperna,
TpyOUaThIX W MOJBIX KOCTEH, C LENbI0 UCKIIOYUThH MAaTOJOTUYECKUE HCKPUBJICHUS U
YKOPOUYEHUE TMO3BOHOYHUKA W KOHEYHOCTEH, OJUTO/MONMIAKTHIMM KHUCTEH W CTOIl,

PENYKIHOHHBIX TOPOKOB.
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3. ®eHOoTHUI — OLIEHKA MHIUBUAYAJIbHBIX BHEIIHUX MPU3HAKOB y TU10]1a. SBasieTcs
Ba)KHBIM 3TArloM, TaK Kak, 0COOCHHOCTH Pa3BUTHSI 3aBUCST OT T€HOTHUIIA IJI0AA U MOXKET
HaIpsMYI0 WM KOCBEHHO YKa3blBaTh HA HAJIMYHME XPOMOCOMHOM aHOManuu. JIMio B
MONEPEYHOM U CArUTaIbHOM CPE3ax — OLEHUBAIOTCS I'yObl, TJIa3HULIBL, HOC, HO3/IPH, YIIIH,
npoduiib, C aKIEHTOM Ha HIDKHIOW YeNIOCTh, JUISl HCKIIOYEHHS MHMKPOTHATHHU.
OrnenuBaercs popma u pa3Mep depera/ToIOBKH, ISl HCKITIOYCHUS aHOMAIBHBIX (hopM,
TaKMX Kak, Opaxumedanuueckas, monmxoredarndeckas, «KIyOHHKOOOpazHasy,
TpuroHouedainueckas, Mukpo/mMakpouedanuu. ComnocTaBIsIOTCS  COOTHOLIEHHUE
JUTMHHBIX TPyOuaThiX KOcTe K TynoBuIly. OlEHMBAETCS CTPOCHHUE CTOIbI, KUCTU U
KOKI0M (pasmaHru, sl UCKITFOYEHHS] MSITKUX 9X0-MapKepOB, TAKMX KakK, CaHJaJIeBUIHAS
IEJIb CTOIBI, KIIMHOJAKTUIIUS, OpaxuaaKTUIIHSL.

4. 3akmouyuTeNbHBIM HEMAJIOBAXKHBIM 3TAIlOM SIBJSIETCS OLIEHKA IJIALEHTHI, €€
pacCIONOKEHUS, TOJIIIUHBI, CTPYKTYPbI AJIsI TECTAIMOHHOIO CPOKA; KOJIUYECTBO BOJM, C
U3MEPEHUEM MAaKCHUMAJIbHOTO BEPTUKAIBHOIO CBOOOAHOTO KapMaHa OKOJIOIJIOIHON
KUJIKOCTH (HOpMa 2—8 €M), C IEJbI0 HCKIIOYUTH MaJIo/MHOTOBOIHWE, OMPEICIIUThH
KOJIMYECTBO COCYJIOB MyMOBUHBI, 1JI UCKIIFOYEHUS €IUHCTBEHHON apTepUH MYyIOBUHBI.
[Ipu BeIsIBIEHNH YJIBTPa3BYKOBBIX MapkepoB XA wim BIIP HazHauanace KOHCynbTanus
I€HETUKA, C LEJIbI0 IPEHTAIBHOTO MEIUKO-TEHETUYECKOTO KOHCYIbTUPOBAHUS CEMbBU, U
HEOOXOAMMOCTA KOHCUJIMYMa, C HPHUCYTCTBHUEM BCEX CMEXHBIX CHEHUATUCTOB, O
LEJeCO00Pa3HOCTH MPOBEAEHUS WHBA3WBHBIX METOJOB OOCIENOBaHMS IUIOJA U

ompeIeNICHUs IPOTrHO3a OEPEMEHHOCTH.

2.2.3. /Ipyrue MeToabl JUATHOCTUKU XPOMOCOMHBIX AHOMAJIMH Y IJIOA

Cnoco0 BbISIBJICHHS XPOMOCOMHBIX AHOMAJIUH Y 1042 OepeMeHHBbIX IPyIIbI
HHM3KOI'0 PUCKa MO pPe3yJbTaTaM KOMOMHUPOBAHHOIO NMPEHATAJBLHOI0 CKPUHUHIA

BO II u III TpumecTpax OepemeHHOCTH



55

Ha MoMeHT peanu3anuy JaHHOTO PETPOCHEKTHBHOIO aHAlM3a BO BTOPOM H
TpeTbeM TpumecTpe OepemeHHocTH, ¢ 2015 1. ObUIO MPUHATO pelieHue pa3zpadboTaTh
JWAarHOCTUYECKUN  aJIrOPpUTM HAa  OCHOBAHMM  KPUTEPHUEB, BBIABICHHBIX W
BaJIUIM3UpoBaHHbIX B iepuo 2012—2014 rr. B pamkax HacTosIIEro ucciieaoanus. Jis
pa3paboTKu TaHHOW MOJIENH, B MEPBYIO OYEpe/lb, BOZHUKIA HEOOXOAMMOCTh BbIOOpa U
BaJIMAN3UPOBAHUS JUATHOCTUYECKUX MApKEPOB.

Crioco0 BBISBICHHUS XPOMOCOMHBIX aHOMAIUW y TUIOAOB OEPEMEHHBIX TPYIIIBI
HU3KOIO pHCKa MO pe3yJbTaTaM KOMOWHUPOBAHHOTO MPEHATAIIbHOTO CKPUHMHIA BO
BTOPOM U  TpPETh€M  TpHUMECTpe  OEpEeMEHHOCTH,  BKJIOYaJdl  MPOBEJACHUE
KOMOMHHMPOBAHHOI'O IPEHATAJIbHOIO CKPUHUHTA Ha cpoke 11-14 Henens OepeMeHHOCTH,
U Ki1acCU(UKAIMIO HA TPYMIIBI PUCKA MO XPOMOCOMHBIM aHOMAJHUSIM, OTIUYAIOUTUIICS
TEM, YTO M3 IPYIIIbl HU3KOTO PUCKA BBIACISAIOT TPYMIy CPEIHErO pUcKa OEpEMEHHBIX, Y
KOTOPBIX PUCK Pa3BUTUS XPOMOCOMHBIX aHOMAJIUN HaxoauTtcs B mpomexytke 1:100—
1:987, B aTOM rpynme TpoBOASIT ayAUT MPOTOKOJIOB KOMOMHHUPOBAHHOIO CKPHUHUHTIA,
OLIEHKY apXuBa COXPAaHEHHBIX M300pakKeHUH U OHUOXMMHUYECKHUX MapKepoB,
aHanu3upyroT 4 mapkepa: B-XI'U> 1,7 MoM; PAPP-A < 0.59 MoM; B-XT'4/PAPP-A>2;
B-XI'Y u PAPP-A<0,5 MOM, u npu OTCYTCTBMU YHNOMSIHYTBIX MapKepOB, U TOYHOM
COOJIIO/ICHUN KPUTEPUEB YJIbTPA3BYKOBOM IMArHOCTUKH, PUCK XA CUUTAIOT HU3KHUM,
MapuipyTH3alus 0€peMeHHOW B TaKUX CIIy4asiX COOTBETCTBYET I'PYNIE HU3KOIO PHUCKA.
Cnoco0 oTiMyaercs TeM, YTO MPU HATUYUU XOTS Obl OAHOTO U3 YIIOMSHYTHIX MapKepOB,
WM TP HETOYHOM coOto/iennu kputepueB Y 3U, npousBoasr nepepacuer pucka XA ¢
Y4E€TOM HM3MEpPEHUH JBYX AOMOJHUTENbHBIX YJIbTPa3BYKOBBIX MapKEPOB: OIEHKHU
KpPOBOTOKA 4Yepe3 TPUKYCHUIAJIbHBIN KJallaH U KPOBOTOKA B BEHO3HOM IIPOTOKE, U
€CJIM IPU 3TOM PUCK OKa3bIBAETCSI BBICOKUM, TO IIPU CPOKe OEpeMEeHHOCTH 110 14 Henenb
OepeMEHHOM TMOKa3aHa WHBa3MBHAs IpeHaTaldbHas AUArHOCTUKA — OWOICHS BOPCUH
XOpHOHA, €CJIM PUCK OTIPEEISAIOT KaK CpeHui, To OepeMeHHy0 Ha cpokax 19-21 nenens
o0cneayroT kBanuduiupoBanubie 3xkcnepTsl B LITIJ], v mpu BbIsiBIeHHH MapkepoB XA BO

BTOPOM TPUMECTPEC IIOKA3aHa MHBA3HMBHAA IMPCHATAJIIbHAA JUATHOCTHKA — aMHHUOLICHTC3.
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2.3. UuBa3uBHbIE METOAbI JTUAIHOCTUKHA XPOMOCOMHBIX aHOMAJIMH IJI01a

B ornauume oOT mnpesIymuxX METOAOB, TOJbKO WHBA3WBHBIE METOABI [0
HACTOSIIIET0 BPEMEHU CUUTAIOTCSI BEpUPULIUPYIONIEH TUarHOCTUUECKOM, CIIOCOOHBIMU C
BBICOKOW JI0JIE BEPOSITHOCTU OMNPECTUTh WM UCKIIOYUTH XPOMOCOMHYIO aHOMAJIHIO
10/1a.

bepemennsble, mpu pacuyeTHOM BbICOKOM pucke XA moaa (>1:100) no pe3ynbraty
MPEHATAIbHOTO CKPUHUHTA, & TAKXXE MPH BBISBICHUU 3XOrpaduyecKux MapKepoB XA
WM aHOMAaJWW pa3BUTHS IUIOAA, IOCIE MEAUKO-TEHETHUYECKOTO KOHCYJIbTUPOBAHUS
HANpaBJIAIOTCS HAa MHBa3WBHYIO TUArHOCTUKY. B kadectBe ocHoBHOU UIIJ] B Mennko-
reHetrueckoit koncynpranuu PKb M3 PT Beinosnusercs 6uoricus BopcuH xopuona ¢ 10—
14 wenenm Oepemennoctd. C 2019 r. Bo |l Tpumectpe OEpeMEHHOCTH, MOMHUMO
KOpJOIIEHTE3a, Hayald BBHIMOJHATH aMHHUOIeHTe3 (¢ 16-i Hexenu OEpPEMEHHOCTH).
CerogHsi aMHHOLIEHTE3 SIBJIIETCSI CaMbIM PACHPOCTPAHEHHBIM B MHPE HWHBA3UBHBIM
METO/IOM, KOTOPBIM COYETaeT MPOCTOTY W HU3KHHU ypoBeHb ocioxHeHuir — 0,2—2,0%.
AwmHMoneHTe3 mpoBoAuTcs Bo Il TpumecTpe OepeMEHHOCTH TOJ YIbTPa3BYKOBHIM
KOHTpoJsieM il ostydeHus: 10—15 M OKONOIUIOAHBIX BOJI ¢ KJIETKaMH IUIOJA B LIEJIAX
KapUOTUIIMPOBAHUSI WJIM BBISBICHUSI BPOXKJACHHBIX M HACIEACTBEHHBIX 3a00JIeBaHMUMA
[InaneHTOLEeHTE3 B HACTOSIIIEE BPEMS BBITIOJIHSAETCS PEJIKO, B OCHOBHOM 110 15-i1 HEpenn
OEpEeMEHHOCTH.

Marepuan mocie NpOBEACHHUS TMPOIEAYPbl aMHHUOIEHTE3a OTMHPABISETCS B
IIUTOTEHETUYECKYI0 Taboparopuro. Yepes 5—14 nueit metogom FISH (dbmroopectientHas
ruOpuan3anms iN Situ) BBIMOJHSAIOCH KapUOTHUIIUPOBaHUE Iutonaa. J[is oOHapykeHus
MUKPOJICJICUMOHHBIX ~ CUHAPOMOB B  COBPEMEHHOW MPAaKTUYECKOM  MEIUIIUHE
MPUMEHSIIOTCSL  4Yallle XPOMOCOMHBIA MHUKPOMATPUYHBIA aHAIW3, CpaBHUTEJbHAs
reHomHass rubOpuamzauusa (aCGH), TexHonoruss MaccoBOro  MapauieabHOro
cexkBeHupoBanus (MPS, massive parallel sequencing).

[Ipy BBISBICHUM AaHOMAJBHOIO KAapuUOTHNA IUIOAA MPOBOJUIOCH MEIUKO-

IFCHCTHUYCCKOC KOHCYJIbTUPOBAHUC CEMbHU U HpCHaTaHLHBIﬁ KOHCHUJINYM.
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2.4. IIpoBeeHre HEMHBA3UBHOI'O MPEHATAJIBHOIO TECTA

B nacrosee Bpems B Poccurickoin denepaniii HEMHBA3WBHBIN ITPEHATAIIbHBIA TECT
(HUIIT) He BK/IIOYEH B MEpeueHb CKPUHUHTOBBIX TECTOB, OIUIAYEHHBIX T'OCYIApCTBOM.
OnHaKo, OCHOBBIBASICh Ha MEXIYHAPOJHBIX PEKOMEHIAUMSIX U PYKOBOJCTBYSCh
BHYTPEHHUM QJITOPUTMOM ISl BEIEHUSI OEPEMEHHBIX TPYIIbI CPETHEr0 PUCKA B MEIUKO-
renetnueckoM LeHtpe PKb M3 PT OepemeHHbIM peKOMEHIYETCsl IPOMTH JAAHHBIA TECT
iatHo. HekoTopeie OepeMeHHbIe TPYIIBI HU3KOIO PUCKa MO0 COOCTBEHHOW WHMIIMATHBE
takxe penmn npoiitu HUIIT. Tlpu otkaze OepeMeHHOM OT WHBa3UBHOIO METOJIA
oOcnieoBanus, bepeMeHHON pekomenyercs npoiitu HAIIT.

JlaHHBIN METOJI MPOBOJIUTCS HAUMHAs ¢ 9-i Henenu OepeMEHHOCTH, PaHblIe, YeEM
BCE IIpEHaTajbHblE CKPUHUHIOBbIE TecThl. [IpoBoaurtcs myTtem 3abopa oOpasna
nepupepruieckoil KpoBu OepeMeHHOU »keHIMHbI (B mpooupky ¢ DJTA). Metomom
MacCOBOTO [TapaJIEIbHOTO ITOJIHOT€HOMHOI'O0 CEKBEHUPOBaHus poBoauTcs aHanu3 JJHK
Y TOJCUUTHIBAIOTCA Komuu. [Ipym moBelmeHun npexnctaBiieHHOCTH kormid 21, 18, 13
XPOMOCOM, WJIHA MOBBIIIEHUU KOJUYECTBA XPOMOCOM, IIPH ITOMOIIMU TECTA ONPENEISAIOT

BEpOSATHOCTh XA. AHalIu3 B CPEIHEM pEeAIN3yeTCs B TeUeHUe 14 qHe.

2.5. MeToabl cOopa ¥ CTATUCTHYECKOM 00pA0OTKHU JAHHBIX

JIns 1OCTUKEHUSI TOCTaBICHHOW IEIM U B COOTBETCTBUU C IOCTABJICHHBIMHU
3a/lauaM = OBUIO  CIPOEKTUPOBAHO  OOCEPBAIMOHHOE  AIHUJAEMHOJIOTHYECKOE
HCCIIeIOBaHUE, C TPUMEHEHUEM METOI0B IIPOCTIEKTUBHBIX KOTOPTHBIX UCCIEOBAHUM Ha
OT/ICJIbHBIX ATarax.

B kadecTBe MHTEpecyrollell Hac TOMYyJSIIMA B JAHHOM HCCJIEAOBAaHUU ObLIU
oToOpanbl OepemeHHBbIe KeHIMHBI PT, KOTOphIe cOCTOSIM Ha yd4eTe B JKEHCKHUX
KOHCYJIbTAIMSIX HA CpOKe OepeMeHHOCTH 10 14 Henenb. bepeMennbpie HAOMIOIATUCH IO

Hncxoa0B 6epeMeHHOCTI/I, IIpu  3TOM PCrUCTPUPOBAIMCE JAaHHBIC IIPCHATAJIbHBIX
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CKPUHHMHTOBBIX 00cienoBaHuid. B manHOW momynsuuu oueHuBaigach 3¢(HEeKTUBHOCTH
MpPEHaTAIbHOTO CKPUHUHTA, YYBCTBUTEIIBHOCTH, CHEIU(UYHOCTb, OXBaT WU JPYyrUe
KpuTepuu 3PGHEeKTUBHOCTH CKPUHUHTOBBIX MEPOIPUSITHIA.

COop BceX JaHHBIX OCYHICCTBISUICS 10 pa3pa0OTaHHOW aHKETe, II0CIe
MUCbMEHHOTO MH()OPMUPOBAHHOTO COTJIacusi OEpEMEHHBIX, BCE JIaHHbIE ObUIM BHECEHBI
B JJICKTPOHHYIO 0a3y HaHHBIX. BbbUM 3aperucTpupoBaHbl AeMorpaduyueckue TaHHbIC
(®UO, Bo3pact, Bec, poCcT), aHAMHECTUYECKHE JIaHHbIC (KOJIUYECTBO OEPEMEHHOCTEH,
poOJIOB U abOpPTOB B aHaMHE3€, OCOOCHHOCTH TEUYEHMS MpPEAbIAYLINX OEepeMEHHOCTEM,
BJIUSIHUE MOTEHIIMAIBHO TepaToreHHbIX (hakTopoB, Hanuue XA u BIIP B nuuHOM M
CEMEIHOM aHaMHe3€), KIMHUYECKUE JaHHble (OCOOEHHOCTHU TeueHUs OEpEeMEHHOCTH,
CpPOK OEpeMEHHOCTH, KOJMYECTBO IJIOJOB, HAJIMYUE SKCTPAreHUTAIbHOM MATOJIOTHH,
HaJIM4KMe TMHEKOJIOTMYECKOW MaTOJ0ruu, UCX0l OEPEMEHHOCTH B MIEPHUO]] HAOIIOACHHMS)
Y JIaHHbIE CKPUHUHT 00CIIeI0BaHUH.

[Ipy  mapaMeTpuyecKkoM  pacupenesieHMd  JaHHbIX  ObUT  NPUMEHEH
napametpuueckuii Tect ANOVA. Tlpu HenmapameTpuyeckoM pachpeiesieHuu JaHHBIX
MbI OOBIYHO TPUMEHsUTA TecT MaHH-YuTHU (B yacTHOCTH TecT Kpyckan-¥Yomuc s
2-x rpynm). Kputndeckum 3Hauenuem sBisuiocsk p=0,05.

CrarucTuyeckyro o0pabOTKy JaHHBIX MPOBOJUIIN C MOMOIIBIO CTATUCTHYSCKHUX

naketoB SPSS 16.0 (Hukaro, CIIIA) u Epilnfo 7.3.1 (AtnanTa, CIIIA).
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I'JTABA 3. PE3YJIBTATBI HCCJIEAOBAHUA

3.1. Onenka 3)(peKTUBHOCTH KOMOMHMPOBAHHOIO NPEHATAJIbHOI0 CKPMHUHTA

JIist MOCTHKEHUST TIOCTABJICHHOW IIEJIM B paMKaxX JaHHOTO HUCCIEIOBAHUS ObLI
npoBefieH aHanu3 3PEGEKTUBHOCTH KOMOMHHPOBAHHOTO TNMPEHATATLHOTO CKPUHHUHTA C
MomeHTa ero Havyana — 2012 r. no konna 2019 roxa. Beero 3a nepuog 2012-2019 rr. B
paMKax IpeHaTaIbHOro KOMOMHUPOBAaHHOTO CKpUHUHTA B PecryOnuke Tartapcran Oblin
oocnenosanbl 320 242 GepemenHble Ha cpoke 6epemennoctu 11-13*° menens (KTP 45—
84 Mm).

[lepBbrii mapameTp 3(pPEKTUBHOCTH CKPUHHUHIA, KOTOPBIA OBUT pacCUHMTaH, 3TO

oxBaT OepeMeHHbIX cKPUHUHIOM (OBC) B % (dbopmyna 3.1):

KosnnuectBo 6GepemeHHbIX Ha cpoke 11-13"° nemens,
HPOIIENIIMX KOMOMHUPOBAHHBIN TPEHATAILHbBIA CKPUHUHT

OBC (%) = x 100

KonmdecTBo 6epeMeHHBIX Ha cpoke 11-13"° nenens,
COCTOSIBIIMX Ha YYeTe B )KEHCKUX KOoHcynbTanusax PT

3a mepuoxa 2012-2019 rr. B Pecniyonuke TaTapcTaH B JKEHCKUX KOHCYJIbTAIIASAX
cocrosinu Ha yuete 402 513 6epeMeHHble, U3 KOTOPBIX ¢ BepuduuupoBaHHbiM KTP 45—
84 mMm — 371 860 6epemennbix. C mpuMenenreM GopmMyibl 3.1 BBIXOAUT, YTO 3a JAHHBIHI
nepuos B PT OBC coctasun 86,12%, 4To mpeBbIaeT HEOOXOAMMBIN MEXKTYHAPOIHbII
muHumyM 80% [21, 35].

Exeromnbiii oxBaT 6epeMeHHBIX KOMOMHUPOBAHHBIM NIPEHATAIEHBIM CKPUHUHTOM

MPUBEIECH HAa pUCyHKe 3.1.
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Pucynox 3.1 — OxBaT OepeMEHHbIX KOMOMHUPOBAHHBIM IpPEHATAIbHBIM
ckpuHuHroMm 3a nepuop 2012—2019 rr. B Pecny6auke Tatapcran (B %)

[Ipy m3yueHnun nuarpaMmbl BUAHO, YTO 3a uckiatoueHuem 2012 r., mokaszaTenun
oXBaTa CKPUHHUHTOBOTO HaceJIeHUsI MPEBBIIIAIOT CPEIHECTATUCTUUECKUE
MeXIyHapoaHbie (kpacHast yuuus) [27, 240] u poccuiickue (3eneHast nunus) [19, 22]
nokasarenu. B teuenne nmociaeaaux 3-x jgeT ObC cradbunsHO BoImre 90%.

B cBsi3u ¢ TeM, 4TO BO3pacT OepeMEHHBIX SBIISIETCS OCHOBOW pacyeTa 0a3ajibHOro
pucka o XA, a TakKe UTpaeT 3HAYUTEIbHYIO POJib B PacUeTe MHAMBHUIYaJIbHOIO PUCKA,
TO HWKE MPEJCTaBJICH aHaIu3 OepeMEHHBIX MO Bo3pacTy 3a nepuopa 2012-2019 rr. 3a
yKa3aHHBIM Tiepuoj; Obutn uccienoBanbl 40 448 OepeMeHHBIX cTapiie 35 JeT, 4To
coctaBmiio 12,6% ot Bcex oOcnenoBaHHbIX. [Ipu n3ydyenun (pucyHok 3.2) BUIHO, YTO
MPOIIEHT OEPEMEHHBIX cTapiie 35 JIeT OTHOCUTEIHHO CTA0UJIEH C JIETKUM MOBBIIIICHUEM
3a ToclieqHue Heckosibko JyieT. C OJHOM CTOpPOHBI, 3TO OTpakaeT OOIIEMHUPOBHIE
TEHJICHIIMM B CMEIICHUU PEMPOIYKTHUBHOIO BO3pacTa OEpeMEHHBIX B 0oJiee cTapIive
BO3PACTHBIC KaTETOPUH, YTO, B CBOIO OUEpE/lb, BIUSIET TaKKe HA 4acToTy XA, ¢ Ipyrou
ctoponbl, B PT nmaHHbBINi moOka3aTenb 3HAYUTENBHO OJIArOMPUATHEE, Y€M B JIPYTUX

cyobekTax P® [21, 179].
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Pucynok 3.2 — Jlons OepeMeHHBIX cTapiie 35 JeT Cpeld BCEeX MPOILICIIIUX
KOMOMHHUPOBAHHBIN MpeHaTanbHbld cKpuHUHT (%) 3a nepron 2012-2019 rr. B PT

[To pe3ynpTataM paHHEro NpeHATAJIbHOrO CKpuHUHrA 3a nepuona 2012-2019 rr.
7099 GepeMEeHHBIX KEHILWH ObLTM OTHECEHBI K TPYIINE BHICOKOTO PUCKA, YTO COCTABHUIIO
2,2% (7099/320242) ot Bcex oOcnenoBaHHbIX. JlaHHBIM IIOKa3aTeldb HEMHOIO
MPEBBIIAET aHAJIOTUYHBIE MEXAYHAPOAHBIE MMOKA3aTENN MO PAaHHEMY MPEHATAJIbHOMY
ckpuauHry [138, 179]. TIporieHTHOE COOTHOIICHHWE OCPEMEHHBIX TPYIIIBI BBICOKOTO
pUCKa K O0IIeMy KOJIMYECTBY OE€peMEHHBIX, yYacCTBOBABIIMX B CKPUHHUHIE IO rojlaM
NPUBEJICHO HAa pHUCYHKE 3.3, OTKyJa 3aMeTHa TEHJECHLMS K TMIEpPAUarHOCTUKE MpHU
(GbopMHUpOBaHUY TPYIIIBI BBICOKOT'O PUCKA. DTO, B CBOIO 0YEPE/b, OTPUIATEIBHO BIMUSIET
Ha NoKa3aTesb cnenupUIHOCTH CKPUHUHTA.

WHBa3uBHbBIE MPOLEAYPhl ObLIN MPOBEAEHBI 5764 OEepeMEHHBIM, YTO COCTAaBUIIO
86,6% OT Bcex OEpeMEHHBIX TPYMIIBI BRHICOKOTO pricka (pucyHok 3.3). [IporienTHas moss
OepeMEHHbIX, KOMY Oblla TpOBE/ICHa WHBAa3WMBHAs YTOYHSIOIIAs JIMarHOCTHKA TIO
OTHOIIEHUI0O K OEpEeMEHHBIM TPYIIIbI BBICOKOTO pucka 3a mepuon 2012-2019 rr.
npuBesieHa Ha pucyHke 3.4. [Ipu u3zydyenuu pucynka 3.4 BugHo, uto kpome 2014 rona,
MPOLIEHT OEPEMEHHBIX TPYIIbl BBICOKOTO PUCKA, COTJIACHUBILIMXCS HAa HWHBA3UBHOE
oOcnenoBanne Bceraa ObuT Bhie 85%, uTo comoctaBuM ¢ gaHHbIMU JI.A. XKyuenko,

IT.A. T'onomy6osa, E.H. Aunpeesoii u ap. mo Poccun [22].
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Pucynox 3.4 — Jlons OGepeMeHHBIX, KOTOPbIM Oblja BBINOJIHEHA WHBAa3WBHAS
npeHaTtanbHas auarHoctuka (UI1/]) cpenn OepeMeHHBIX TpyIIbl BHICOKOTO PHCKa 3a
nepuon 2012-2019 rr. B PT (B %)

B pesynbpraTe mpoBEeNEeHHBIX WHBA3WBHBIX Mporenyp 3a 2012-2019 rr. 6wuio

BbIABJIIEHO 1329 XA.
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B CvHgpom [JayHa

B CuHgpom daBapaca

B CuHgpom MaTay

CnHapom Lepelesckoro-TepHepa

B  CuHpgpom KnariHdenbTepa

B [Ipyrve XpOMOCOMHbI€ aHOMaIMn

Pucynok 3.5 — CrpykTypa XpOMOCOMHBIX AHOMAJIMH, BBISIBICHHBIX B IEPBOM
TpUMECTpe OEpEeMEHHOCTH, MOATBEPKJICHHAas WHBA3WBHOW JUArHocTUkol 3a 2012-—

2019 rr. B PT (B %)

Kaxk BugHO Ha prucyHke 3.5, 60JbIIIE MOJIOBHHBI XPOMOCOMHBIX aHoMaiuit (54%) —
cuHIpoM JlayHa, 9TO COOTBETCTBYET MEKAYHAPOIHBIM TaHHBIM [55]. B cBsi3u ¢ yacToToii
pacnpoCTpaHEHHOCTH, OOJIbIIEH YacTbl0 OCHOBHBIE JAMArHOCTHUYECKHUE MEpONPHUSATHUS
OBLIIM HaMpPaBJICHbI HAa BBISIBJIEHUE 3TOI0 CUHAPOMA y TUIOAA.

N3 0a30BbIX JMAarHOCTUYECKUX XapaKTEPUCTUK MPEHATATIbHOTO CKPUHHUHIA

YYBCTBUTEJBHOCTh paccuuThiBajiack 1o ¢Gopmyrne 3.2, a cneuuuyHoCcTh — 1O
dopmyne 3.3 [27].
bepemennsie ¢ XA mona u3 rpynimsl

BBICOKOT'O pHCKa
UyBcTBUTETBHOCTH (%) = %100

Bce 6epemennrle ¢ XA miona

BepemenHbIe ¢ HOpMAIBHBIM KaPHOTHUIIOM Y TUTOIA
U3 TPYIITBI HU3KOTO PHCKA
Crneuuduunocts (%) = %100
Bce 6epeMenHbIe ¢ HOpMaTbHBIM
KapHOTHIIOM Yy TIOA
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Ecnu GepeMeHHbIe TpyIIbl BBICOKOTO pucKa MO XA MJI0Ja ONPEAEsAIOTCs 0
pe3ysbTataM KOMOMHHUPOBAHHOI'O IPEHATalIbHOIO CKpUHHUHra (pucyHok 3.6 A-b), to
KOJIMYECTBO BCEX OEPEMEHHBIX C XPOMOCOMHOM aHOMaJIMEN TUI0AA ONPEEIsIETCs TyTeEM
CYMMHPOBaHHs OepeMEHHBIX ¢ XA y IUI0/a, ONPEIEIECHHBIM 110 PE3yJIbTaTaM PAHHETO
KOMOMHHMPOBAaHHOI'O IMPEHATAJIbHOTO CKpuHUHIa, mnoarBepxaeHHble WIIJ  (wm
IUTOT€HETUYECKUM UCCIIEIOBAHUEM) U PE3YJIbTATOB «JIOKHOOTPULIATEIBHBIX» OTBETOB.
JIo’)KHOOTpULIATENBHBIMU CUUTAIOTCA BCE Ciaydad XA y IUIOJI0B, KOTOPbIE M3HAYAIBHO
ObUIM pacrpesesieHbl B TPYMIY «HU3KOTO U CPEIHEro pUCKa», OJHAKO, BO BTOPOM U
TPETHEM TPUMECTPE WM MPHU PoJiax ObLT BISIBIECH XA.

Uro kacaerca ¢opMyiibl 3.3, TO KOJIUYECTBO BCEX OEPEMEHHBIX ¢ HOPMAJIbHBIM
KapUOTHUIIOM IIJIOJIa ONIPEAEISAETCS IIyTEM CYMMUPOBAaHUSI OEPEMEHHBIX TPYIIIBI HU3KOTO
pUCKa U C HOPMAJIBHBIM KapUOTHUIIOM IUIOAA U «JIOKHOIIOJOKHUTEIBHBIX» PE3YJIbTATOB
KOMOMHMPOBAHHOIO ckpuHUHra. K nocnenneit rpynmne oTHOCITCST OepeMeHHbIE TPYIIIIbI
BBICOKOTO PHUCKa, Y KOTOphIX 1o pesynbTatam WIIJ] Obul BBISIBIEH HOPMAaJIbHBIN
KapuoTuIl mioza. /laHHsle 6epeMeHHbIX, HEOOXOAUMBIE ISl pacyeTa YyBCTBUTEIbHOCTH
U CHEeUM(PUUHOCTH CKPUHUHTA IpUBEIEHBI B Tabiuue 3.1.

C yuerom panHbix Tabmuubl 3.1 u dopmyn 3.3 u 3.4 ObUIM paccUUTaHbI
YyBCTBUTEIBHOCTh U CIEU(PUUHOCTH KOMOMHUPOBAHHOTO MTPEHATAILHOTO CKPUHUHTA B
PecniyOnuke Tarapcran 3a mepuoa 2012-2013 rr. JlaHHble pacy€ToB MpE/ICTABICHBI
COOTBETCTBEHHO Ha JuarpaMmax Ha pucyHkax 3.7 u 3.8.

N3 pucynka 3.7 BUIHO, YTO YyBCTBUTEILHOCTh CKPUHUHTA T10 BBISBICHUIO XA 3a

nepuoa 2012-2019 rr. ocraBajgach OTHOCUTEIBHO CTAaOWJIBHOM, C HaWIy4IlIUM

nokazaresneM B 2016 . (86,2%).
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Y3W B |-M TpuUMecTpe (B T.4. MapKepbl XPOMOCOMHOW NAaTONOrUK NNoaa):
AnsBuHa BagnmosHa AbyceBa ‘

Koa FMF onepatopa: 102867

Cpok 6epemexHocTu (CB): 13 Hep. + 3 aHe# no KTP

NaP no Y3W: 01.09.2013

Haxopxu: ofbi4Has MaTounan GepemeHHocTs - CepaedHas AEATENbHOCTb NNOAA ONpefenseTca
YCC nnoga 152 ya./MuH fat—

Konuunko-TemeHHoi pamep (KTP) 80,0 mm |

TowwHa BopoTHHKOBOTO NpocTpaHcTea (TBM) 2,40 MM

Koce Hoca: onpepenseTcs; [lonnnepomeTpus TPUKYCNMAANLHCTO kNanawa: Hopma; [lonnnepoMeTpus BEHO3HOTO NPOTOKA: HOpMa;

BHOXMMUA MaTePUHCKON ChIBOPOTKY:

NpoBa 000045641 ; obopynosanue: BRAHMS Kryptor.
CeobogHan Geta-cyGuegunuua Xry: 52,00 ME/n / 1,598 MoM

PAPP-A: 5710 ME/n / 1,964 MoM

Oxupaemsiit puck Tpucomuu 21, 18, 13:

Bospacr matepu: 28,0 net(roaa).

Tpucéhuq 21 Tpucomus 18 ';I'pncom'm 13
Basosblit puck: 1. 795 1:2084 1: 6497
WHauBMAyaneHLIA pUCK 1. 15893 1: 41687 1: 129932

(6a3oBbin+Y3U+BX):

ana apaqeﬁ_)m: VHAMBMOYanbHbIA PUCK OT 1:'101 1 Gonee(1:102, 1:103,...) éwwrae‘r(:ﬂ HU3KAM.

A — IIpumep pacuera HU3KOro pucka rno XA roga

Y3U B |-M TpumecTpe (B T.4. MapKepbl XpOMOCOMHOM NaToNOrUHU nnoaa):
Anb6una BagumosHa Abycesa

Kon FMF onepartopa: 102867

Cpok 6epemenHocT (CE): 13 Hep, + 0 axeit no KTP

MNAP no ¥3K: 11.03.2013

Haxogku: 0bblyHas MaTouHas GepemeHHOCTs -  CepaedHan AERTENbHOCTL NNOAA OnpeaenseTcs
YCC nnoga 164 ya./MuH e

Konuuko-TemenHoit pasmep (KTP) 67,0 Mm !

ToluKHa BOPOTHUKOBOTO NpocTpancTaa (TBM) 1,20 MM

KocTh Hoca: oTcyTcTBMe / rMmonnasus; [onnnepoMETPUS TOMKYCMAANLHOTO KNanaHa: HOpMa;  [onnnepoMeTpUA BEHOSHOMD
npoToKa: HopMa,

Buoxumua MatTepuHCKOM CLIBOPOTKM:

MpoBa 000057272 ; oBopyaosame: BRAHMS Kryptor.
CeobBogHas Beta-cyGbeannuua XMd: 3,20 ME/n ! 0,089 Mol

PAPP-A; 0,387 ME/n / 0,094 MoM

Oxunpaembint puck Tpucomuu 21, 18, 13:

Boapact matepu: 27,0 net(roaa).

Tpncgmuﬁ 21 Tpucomus 18 Tpucomun 13
Ba3osbiit puck: 1:810 1:2007 1. 6288
| WHanBMayaneHLIi pHCk 1: 632 1: 13 1: 90

' (6asoBbIi+Y3U+EX):

B — Ilpumep pacyera BRICOKOTO prcKa 1o cuuapoMy DnBapica (1:13) u cunapomy Ilaray (1:90)

Pucynok 3.6 — Ilpumepbr pacuera pucka XA y IUoJa MPU HMOMOLIU
nporpaMmbl  «AcCTpaiis» 1O pe3ysbTaTaM KOMOMHMPOBAHHOTO TPEHATAIBHOIO
CKpUHHUHTa
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Tabmuna 3.1 — Pe3ynbpratel KOMOMHUPOBAHHOTO IpeHaTajdbHOro ckpuHuHra B PT 3a
20122019 rr., HeoOxoauMbIe AJig pacueTa 3P PEeKTUBHOCTH CKPUHUHTA
(B a0c. unciax)

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

KonmuecTBo
OCpeMEHHBIX, | 3159 | 43075 | 43759 | 45720 | 42686 | 39975 | 38151 | 36407 | 320242
Y4aCTBOBABIIUX B

CKPUHUHIE

KonmuecTBo
OcpeMeHHbIX B 551 | 977 | 953 | 828 | 889 | 932 | 932 | 1037 | 7099

TPYIIIE BBICOKOTO
pucka

KonmuectBo
BBISIBIICHHBIX
XAlno
pesynsTatam UJI?

106 151 159 197 188 180 179 169 1329

JloxuOOTpHIIA-
TEJIbHBIE 22 40 33 49 30 43 42 37 296

pe3yJIbTaThI

HpHMeanI/ICZ XA]' — XpOMOCOMHBLIC AHOMAJINH; I/IHZ — MHBa3HMBHAasg JUArHOCTHUKA.

Sn
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86,0

84,0

82,0

80,0
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74,0
2012 2013 2014 2015 2016 2017 2018 2019

Pucynox 3.7 — UyBCTBUTENHHOCTh KOMOWHHUPOBAHHOTO MPEHATAIHHOTO
ckpuHuHra 3a nepuog 2012-2019 rr. B PT (B %)
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Pucynoxk 3.8 — CnenupuyHOCT KOMOMHUPOBAHHOT'O MPEHATAIBHOTO CKPUHUHTA B
BBISIBJICHUU XPOMOCOMHBIX aHOMalu# toja 3a nepuoa 2012-2019 rr. 8 PT (B %)

Uro kacaercs cnenuduyHoctu (pucyHok 3.8), To, 3a uckiodenuem 2019 1.,
noKasaTesu Bcerna Obutd Bhie 98% (4acToTa JT0KHOIOIOKUTEIBHBIX PE3YIhTAaTOB B
npeaenax aonyctuMmbix 2—3%). Jlyumume nokazarenu crneruduunoctu (98,9%) Obuin
3apeructpupoBanbl B 2012 T.

YyBCTBUTEIBHOCTh KOMOMHUPOBAHHOTO MPEHATATLHOTO CKPUHUHTA B BHISIBJICHUU
XA y mnona 3a nepuog 2012-2019 rr. cocraBmia 81,8%, a crnenudpuyanocts — 98,3%.
Jlanee ObuT mpoBeneH aHamu3 (PaKTOPOB KOMOMHHUPOBAHHOTO CKPUHHMHTA, MO KOTOPHIM
OepemMeHHBIe Tomnain B rpynmmy pucka (pucyHok 3.9). Kak Bunno Ha pucynke 3.9 A, 3a
nepuos 2012—2019 rr. ocHOBHAsI 4YacCTh TPYIIIBI BEICOKOTO PUCKa OblIa chopMupoBaHa
Oylarogapsi KOMOMHUPOBAHHOMY MPUMEHEHHUI0 Y3U U ceponornyeckux MCCieI0BaHuH,
npu 3ToM, Ha |l Mecte Mo 3HAUMMOCTU HaxoAdATcs Y3 HCCIIeOBaHUs, KaK OTAEJIbHbBIN
daktop popmupoBanus rpymisl pucka. Ha pucynke 3.9 b BugHO, 4TO 32 JaHHBIN IEPHO/T
KOMOWHUPOBAHHBIM CKPUHHHT TIOMOT B paclpeleicHUUd OCEpEeMEHHBIX B TPYIITY
BBICOKOTO pucka B 62% cnydaes, a Y3 — B 25% ciydaeB. HpiMu cioBamu, B 87%
BBICOKMU puUCK T0 XA mioga ObT ompenesieH Ojarogaps COYETAHHOMY WIIH
U30JUPOBAHHOMY TpuMeHeHuto Y3M, dro eme pa3 mnoayepkuBaer €€ poyib B

peHaTAIbHOM AUarHoCTUKe XA.
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B [lo coyeTaHHbIM mapkepam (Y3, PAPP-A, XT4)
B [lo MaTepPMHCKMM CbIBOPOTOYHbIM MapKkepam (PAPP-A, XI'Y)

B [lo pe3ynbtatam Y31

A. Pacnipenienienne ¢pakTopoB prcka, OepeMEHHBIX TPYIIIBI BHICOKOTO PUCKA
(B abc.umncnax)

B [lo pe3ynbtatam Y31

B [lo maTepUHCKUM
CbIBOPOTOYHbIM MapKepam
(PAPP-A, XI'Y)

B [1o coyeTaHHbIM MapKepam
(Y3U, PAPP-A, XY)

B. Ctpykrypa hakropa/komOuHanmy GpakTopoB (OpMHPOBAHHUS TPYIITEI BELICOKOTO PUCKA
3a epuoj 2012-2019rr.(B %)

Pucynok 3.9 — ®akTopsl, BIUSIONIME HA PACTIPEICIICHUE B TPYIITIE BHICOKOTO PUCKA
XA y nnoaa 3a nepuoa 2012-2019 rr. B PT

Takum oOpazom, aHamu3 dSPEGEKTUBHOCTH PAHHETO KOMOWHHUPOBAHHOTO
ckpunuHra B Pecnybnuke TatapcTaH mokasal, 4To 3a YKa3aHHBIM MEPHUO/] MTOKa3aTeln
CKpUHUHTA COOTBETCTBYIOT OOIIEPOCCHICKUM U MEXAYHAPOIHBIM HopMaM. [Ipu aTowm,
KaK J0 BBEJCHHUS KOMOMHUPOBAHHOTO CKpuHMHTa B 2012 1., Tak W TOCJIE 3TOrO,
yJIBTPa3BYKOBOE UCCIIEIOBAHUE OCTAETCS TOM OCHOBOM, BOKPYT KOTOPOM CTPOUTCS IJIaH

JUAarHoOCTHYCCKUX MGpOHpH}ITﬂﬁ.
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3.2. Anaam3 3¢ peKTHBHOCTH KOMOMHHUPOBAHHOIO NPEHATAJIbHOI0 CKPMHUHIA

1o BbIsiBJIeHUI0 cuHapoma Jlayna y muioaa B PT 3a mepuoa 2012-2019 rr.

bnaronmapsi oco6oif pacnpocTpaHEHHOCTH W CBOEOOpa3HOW CHUHAPOMAIBLHOU
KapTHHE, C OJIHON CTOPOHBI 3aTPYAHSIONICH BhISIBICHHE B aHTEHAaTaIbHOM Tepuoje (0e3
BIIP), ¢ napyroil CTOpOHBI — CONPOBOXKIAIOIICHCS BBICOKOW IEepHUHATAILHOU
CMEpPTHOCThIO M 3abosieBaeMocThi0 [55] mMeHHO Ha cuHApoM JlayHa HarpaBIICHBI
OCHOBHBIE JUATHOCTUYECKUE MEPOIIPUATHA B PEHATATILHOM MEPUOJE.

B cBsi3u ¢ 3TUM, 3 (PEKTUBHOCTH TUATHOCTUYECKUX MEPOTIPUITHI B TEUEHHE BCETO
nepuojia OEpeMEHHOCTH W METOAbl UX YJYUIICHHS B JAHHOM HCCIEHOBAaHUU ObLIN
m3yuenol Ha npumepe CJI. JIunamuka BbeisaBineHnuss CJI 3a mepuom 2012-2019 rr.
npeacTaBiieHa Ha pucyHke 3.10.

120

108

100

80

60

40

20

2012 2013 2014 2015 2016 2017 2018 2019

Pucynok 3.10 —/IluHamMuka BbIsIBIICHUS cHHApoMa JlayHa y IUIOJOB B MEPBOM
TpumecTpe OepemenHocTH 3a nepuof 2012—2019 rr. B PecniyOnuke TaTapcran
(B abc. yucnax)

Jis  ompeneneHus MoOKaszaTelael  UyBCTBUTEIBHOCTH M CHEUU(DUYHOCTH

KOM6I/IHI/IpOBaHHOFO I[Ip€HaTaIbHOI'0 CKPHHHUHIA IIO C]_I Yy 1miaoaa ObLIH paCcCUUTAHbI

MMOKa3aTCJIN JIOKHOOTPUIATCIIbHBIX U UCTUHHO ITOJIOKUTCIIBHBIX PC3YJIbTATOB, 4 TAKIKC
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JIOKHOITOJIOKUTCIIBHBIX U HCTUHHO OTPULATCIIbHBIX, BBIYUCIICHUSA KOTOPBIX 62131/IPYIOTC$I
Ha JaHHBIX Ta6J'II/IHI>I 32, IIpU aHaAJIN3C KOTOpOﬁ BUJHO, YTO a0COJIFOTHOE KOJIMYECTBO
JIOJKHOOTPHUIATCIIBHBIX PE3YJIbTATOB IIO0 CI[ Yy mioaa OTHOCHUTCIIBHO cTaOuIBLHOE H

cocTaBJsieT B cpeaHeM 10 ciydaes B TOJI.

Tabmuma 3.2 — TlokasaTtenn KOMOMHHPOBAHHOTO TMPEHATANBHOTO CKPUHUHTA
nuarHoctuku cuuapoma Jlayna y mioga B PT 3a 2012-2019 rr., HeoOXoauMBbIe IS
pacuera nokaszaresnei 3ppekTuBHOCTH (B a0C. YucIax)

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

KonnyectBo
OepeMeHibIx, 30469 | 43075 | 43759 | 45720 | 42686 | 39975 | 38151 | 36407 | 320242
y4aCTBOBABIIHX B

CKPUHHUHIC

Kommnuectso
OepeMeHHBIX B rpymiie | 427 977 953 828 889 853 932 | 1037 | 7099
BBICOKOTO PHCKa

Kommnuectso
BbIsIBIICHHBIX CJ] 110 55 79 86 108 98 96 102 89 713
pesymbratam ]I

Jlos)xHOOTpHIIATENB-

HBIE PE3YJIbTATHI 110 13 11 9 8 8 11 9 9 78

CH
14-22 unenenn 1 3 2 6 6 7 5 5 35
[Tocne 22 Henennb 1 0 0 0 0 1 1 1 4
[TocTHaTanbHO 11 8 7 2 2 3 3 3 39

[pumeuanue: CJI* — cuanpom Jlayna; MJ1> — uHBa3suBHAs IHACHOCTHKA.

C wucnonb3oBanuem dopmyn 3.2 u 3.3 paccudTaHa YYyBCTBUTEIBLHOCTh U
cnenuuIHOCTh MpeHatansHoro ckpuHunra no CJ[ y mioaa 3a nepuon 2012-2019 rr.
(pucynok 3.11 u pucyHok 3.12 cOOTBETCTBEHHO).

Kak BunHo Ha pucyske 3.11, kpuBas cnerupuyHOCTH B OOIIMX YepTax MOBTOPSET
TEHJEHUWHU BBISBICHUS BCEX XA, a TaKKe XapaKTEPU3yeTCs TOMYCTUMbIM MHTEPBAIOM

2—3% JT0KHOTIOJIOKUTETBHBIX PE3yJIbTaTOB.
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Pucynok 3.11 — CnenpipuyHOCTH KOMOMHUPOBAHHOTO IPEHATAIBHOIO CKPUHUHTA
0 BBISIBIICHHIO cuHIpoMa JlayHa y miona 3a nepuon 20122019 rr.

B PT (B %)

Uto KkacaeTcss YyBCTBUTEIBHOCTH (pucCyHOK 3.12), TO JaHHBIM TOKa3aTelb
OTHOCHUTEJIbHO cTabuieH W, HauuHas ¢ 2015 r. crabunsHo Bbiie 90%. C npyrou
CTOpOHBI, B cpenHemM 10% yacToTa J0KHOOTPUUATENIBHBIX PE3yJIbTATOB IIOKA YTO
BBICOKass M HEOOXOJUMO MPEANPUHUMATh MEPhI MO MPEHATATHLHON W aHTEHATAILHON
JIMarHOCTUKE ITUX CITy4aeB.

3a nepuon 2012—2019 rr. 4yBCTBUTENBHOCTh NpEeHATAIBHOTO CKprHUHTA 10 CJ]
moaa cocraBuia 89,7%, cnenuduanocts — 98,1%.

Haumenbiiasg uyBcTtBUTENBbHOCTH (80,9%) y mpeHaTanbHOro CKpPUHUHIA I10
BeisiBieHUI0 CJ[ Habmromamace B 2012 1., B ¢Bsi3u ¢ 3tiM B 2013 1. OBUIO MPHUHSTO
pelIeHuEe PETPOCIIEKTUBHO aHAJIM3UPOBAThH BCE JIOKHOOTPUIIATENbHBIC pe3ynabTaTsl 2012

T. C UEJIbIO YIYYIIEHUsI pAHHEN TUArHOCTUKH.
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Pucynok 3.12 — YyBCTBUTENBHOCTh KOMOMHHPOBAHHOTO IPEHATAIBHOTO
CKPHMHMHIA M0 BBIABIEHUIO cMHApoMa JlayHa y mona 3a nepuoxa 2012-2019 rr. B PT

(B %)

B Ttabmuue 3.3 0000mieHbl AaHHble 13 OepeMEHHBIX, MOMAaBIIMX B TPYIITY
JI0°KHOOTPHULATENIbHBIX PE3YIbTATOB MO cuHApoMy [layHa B 2012 romy.

CpenHuii BO3pacT 3TUX OepeMeHHBIX cocTaBml 32,6+5,8 et (MuH.—Makc.: 21-40),
U3 HUX B Bo3pacte 35 ser u 6omnee — 7 xenmun (53,8%). bazoserit puck CJI y miona,
0OyCJIOBJIEHHBII BO3pAaCTOM, COOTBETCTBEHHO KosieOancsi (MuH.—Makc.) 1:70-1:1071, u3
KOTOpbIX Y 12 6epeMennbix (92,3%) on Obu1 Boile 1:1000. Cpok OepeMEHHOCTH y BCEX
OepeMEHHBIX  COOTBETCTBOBAJ  HEOOXOJUMOMY  KPHUTEPHUIO  JJs  BBINOJHEHUS
KOMOMHUPOBAHHOTO MPEHATAILHOTO CKPUHUHTIA, T.€. HAXOJIUJICs B MpoMexyTke 11-13
Henenb 7 quei. Taxke KTP miomoB, KOTOpsIi cocTaBui B cpeiaeM 62,5+ 9,2 Mmm (MUH.—

Makc.: 47-78,3) coOOTBETCTBOBAJ HEOOX0IUMOMY MHTEpBaAITY 45—81 MM.
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Tabnuma 3.3 — JlanHble OepeMEeHHBIX U3 TPYIIIHI «JI0)KHOOTPHUIATEILHBIX)» PE3YyIbTaTOB MO cUHIpoMy [layHa y mimona 3a 2012 rog,
B PT

Ko,ui)- Bos- Cpox KTP TBII KpoBoTok BXTY | PAPP-A | bazoseiii | Mua. puck | Uua. puck | MuA. puck | Bpems u meron Ucxon
BEIA acT OepeMeHHOCTH P HK gepes TK (abc./ | (abe./ | puck mo mo T21 mo T18 mo T13 IUAaTHOCTHKH | OepeMEeHHOCTH
womep | P (sen.+ ) p MoM) | MoM) |T21 (1:N)| (L:N) (1:N) (1:N)
OTka3s oT
Nl | 35 | B3mentdma | 763 | 230 | O™ o ammx | 208 | 288 252 211 13004 13064 | MlTPHMCCTD, | A,
H0TCS (1,54) | (0,53) KOpJIOLIEHTES
poBI
Ne2
Loz 49 | 1,8 |Her manmbix 1181 | 9,39 3870 17013 53719
o . + H 1 1
HNJ'I_ iﬂ 33 11 wen. +4 nus 47 19 Onpesens- Her ma"HBIX (1.16) | (1,39) 376 1611 17013 45587 TToctHATaNBHO Ponmer
Ne2 FOTCS
Ne3 38 11 Hen.+ 6 nHel 53 0,76 Onpenerns- Her ma"HBIX 87.7 3,13 128 1975 5907,00 18619,00 | ITocTHaTampHO Ponmer
FOTCS (1,93) | (1,13)
Ned4 31 13 wen. +1 mens | 69,00 | 2,30 Onpenens- Her ma"HBIX 553 2,53 559 369 27984,00 | 47410,00 | ITocrHaTansHO Poner
10TCA (1,44) (0,5)
Ne5 21 12 men. + 5 gueit | 63,00 | 1,60 Onpenens- Her naHHBIX 82,6 151 1071 351 52106,00 | 98072,00 | ITocTHaTaIbHO Ponel
0TCS (2,13) (0,4)
Ne6 35 12 wen. +4 mua | 61,00 | 2,00 Onpenens- Her ma"HBIX 56,5 2,93 238 1152 11441,00 | 35936,00 | I[TocTHaTtambHO Poner
10TCS (1,61) | (1,01)
Ne7 40 12 men. + 5 nueit | 64,00 | 1,30 Onpenens- Her naHHBIX 37,5 1,88 70 959 3408,00 9765,00 | ITocTHAaTaIBHO Ponel
FOTCS (1,13) (6,0)
Neg 39 12 men. + 6 mueit | 65,00 | 1,90 Onpenens- Her ma"HBIX 45,4 3,19 88 1494 4334,00 13589,00 | ITocTHaTtampHO Poner
10TCS (1,29) | (0,78)
Ne9 24 12 wen. + 0 gueit | 54,10 | 1,50 Onpenens- Het nanHbIX 191,7 2,52 962 646 44731,00 | 140913,00 | ITocTHaTanbHO Ponpl
FOTCS 3,73) | (0,71)
Nel0 | 38 | 13mem + 0 meii | 67,00 | 1,50 | OTPFE |y, | 4240 | 089 127 842 630500 | 8642,00 | IlocTHaTanbHO Poxsi
oTes 1,73) | (0,41)
Noll | 35 |12men +6meii | 647 | 206 | O™ | Her nammmx | 2040 | 235 400 1:582 1:15786 | 1:14453 | Il tpumecrp | |PCPRIBAHHC,
FOTCS (1.0) (0,48) Il TpumecTp
. Omnpenens- 49,9 29 . . IIpepriBanue,
Nel2 28 14 uen. 82 1,10 rores Het manHBIX 1.07) | (053) 779 877 1:41195 1:40631 lITpumectp Il Tpumectp
Nel3 | 27 nHeit 783 | 21 | O™y x| 28 | 97 837 14622 | 1:43582 | 1:135030 | ' ™PuMecTP | Ilpepesanne,
FOTCS (1.8) (1.2) KOPJIOLICHTE3 Il TpumecTp
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[Ipu nanpHeiimem ananuse TaOMUIEI 3.3 ClIeIyeT OTMETHTh, YTO y OEpEeMEHHON
Ne 2 ponunucek 61M3HENBI, Y OJHOTO U3 KOTOPHIX ObUT cuHapoM [layHa, a y BTOporo —
HOPMAaJIbHBIN KapuoTul. To ecTh B uTOore poawauch 14 miuonoB y 13 6epeMeHHbIX U3
TPYIIIbI JIOKHOOTPHUIATENBHBIX pe3yJIbTaToB. HO Tak Kak y 0JTHOTO 1j10/1a He 0bu1o XA,
MBI MCKJIFOUHWJIA €r0 JAHHbIE U3 JAJBHEUIINX PacyeTOB, a IPU aHAINU3E YUYUTHIBAIUCH
TOJBKO JaHHbIe Tioaa No 1.

NHauBryanbHbIA pUCK MO ApyruM XA 1uiofa, Takux Kak, Hanpumep, T13 u T18,
y Bcex OepemMeHHBIX ObuT oueHb Hu3kuii (MmeHee 1:5000). [Ipu ananuze nHANBUAYATTbHOTO
pucka mo cuHapomy JlayHa Obula BBISIBIIEHA CIEAYIOIIAs 3aKOHOMEPHOCTh: y 4
o6epemennbix (30,8%) MHAMBUAYATBHBIN pUCK JoKanu3oBajics B uHrepBaie 1:101-1:
500, y 3 6epemennbix (23,1%) — B unteppaiie 1:501-1:1000, y 4 6epemennsix (30,8%) —
B untepBaiue 1:1001-1:2000, u Bcero y 2 OepeMEHHBIX PUCK ObLI HHKE COOTHOLIEHUS
1:2001. upiMu cnoBamu, TIpU BBEICHUM aTOpPUTMa HAOJIOJEHUS 3a OCpeMEHHBIMU
rpymmbl cpeanero pucka (1:101-1:1000) yxxe B 2012 roay, BO3MOXHO YJajioch Obl
BOBpEMS JUArHOCTUPOBaTh cuHIApoM JlayHa y 7 mionoB (53,9%) U3 rpymmbl cpeaHero
pHCKa.

CnegyromMm  ObUTM  aHAMM3WpPOBaHbl  (akTopbl  (OMOXUMHUYECKHE U

yJIBTPa3BYKOBBIE), CITOCOOCTBYIOMIME (DOPMUPOBAHUIO TPYMIBI pUcKa (Tabnuia 3.4).

Tabnuua 3.4 — Pe3ynpTaThl onpeAesieHus OUMOXMMHYECKUX MapKEpOB y OEpEeMEHHBIX
IPYIIIBI JOKHOOTPULATENBHBIX pe3ynbTaToB 32 2012 1. B PT

KomnuectBo KomnuectBo
OEpEMEHHBIX C TAKUM PAPP-A OEpEMEHHBIX C
B-XTY (MoM)
pe3yIbTaTOM (MoM) TaKUM PE3YJIbTATOM
(abc. yncnax) (abc. yncnax)
o 1,0 0 0,2-0,49 2
1,1-2,0 11 0,5-0,79 6
2,1-3,0 2 0,8-1,19 2
3,1-9,2 1 1,2 u BuIIIE 3

HpI/I TPAKTOBKC PC3YJIbTATOB CJICAYET YUYWUThIBATHL, 4YTO, HECMOTpPA Ha TO, YTO

uneanbHONU HOpMOH Kak 11t B-XT'H (MoM), tak u myist PAPP-A (MoM) sBisietcst 1, To B
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ciaydae ¢ B-XI'U na Boicokmii puck CJ] mmoma ykas3piBarOT 3HaueHus Oonbire 2,1, a B
ciyuyae ¢ PAPP-A — menbie 0,49. U3 tabmauiibl 3.3 BUAHO, 4TO BCEro y 3 OepeMEHHBIX
(23,1%) Obumu 3HaumnTenbHble HapymeHus B-XI'Y, u Bcero y 2 6epemenHbix (15,4%)
ypoBau PAPP-A menbie 0,49.

[1pu ananu3e Takxe ObLI BHISBICH TATOTHOMOHUYHBIN (DaKTOp, KAaK COOTHO-IIIEHUE
pesyabratoB B-XI'U u PAPP-A 6Gomee 2:1 [60]. Paccmorpum nmaHHBINH Mapkep Ha
npumepe O6epemenHor Ne 12 (tabmuna 3.2). Kak Bunno u3 tabmuipl, B-XI'Y (MoM) y
JTaHHOU OepemeHHOM mpakTtuuecku uaeaneH — 1,07, a PAPPA (MoM) — 0,53 (He Hmke
0,50), Ho cootHomienue B-XI'Y (MoM)/ PAPPA (MoM) =1,07:0,53 =2:1. 910 03Hauaer,
4TO Jake NPU «UICAIbHBIX» pe3ysibTaTaX OMOXMMHUYECKUX MapkepoB, puck no CJ[ y
U102 MOKET OBITh CPEAHHUM U BbIIIE CpeHero. Y 6epeMenHoM Ne 12 orcyTcTBoBanu Y3
Mapkepbl XA 110712 B TeUEHUE Bce OepeMeHHOCTH, peOeHOK poauics B cpok u ¢ C/I.
To ecTh €IUHCTBEHHBIM MapKepOM, Ha KOTOPBIA CTOMJIO 3a0JIarOBpEMEHHO OOpaTHUTh
BHUMaHHE, OBUIO PACXOXKACHHE B pE3yJbTaTaX OHMOXMMHUYECKHX MApPKEPOB IMpHU
KOMOMHMPOBAaHHOM CKPUHUHI€ TEpBOrO TpHUMecTpa. Takoe pacxoxaeHue ObLIo
orMedeHO y 8 O6epeMmeHHBIX (61,5%), mpu 3TOM y ABYX M3 HHMX cooTHomeHue B-XI'Y
(MoM)/ PAPPA (MoM) coctaBuno 2:1, y aByx — 3:1, y aByx— 4:1 u y onHo#
oepemennoi Ne 9 — 5:1,

Crneayrommm maroM Mbl pelviig NPOaHAIU3UPOBATh YIIbTPA3BYKOBBIE MAPKEPHI Y
OEepEMEHHBIX IPYIIIbI JIOKHOOTPUIATENbHBIX pe3yJbTaToB 1o CJI.

HK 6b11a onpenenena y 12 6epemennbix. [Ipy n3yueHun mpoToKOIOB CKPUHUHTA
| TpumecTpa Mbl He HalIM JaHHbIX u3MepeHus y twuioga Ne 1 Gepemennoit Ne 2.
[IpumeuaTesbHO, HO IPH OTCYTCTBUU JAHHOTO ITyHKTA B pacuere AcTpaiis, y 3TOro mioja
puck CJ1 B utore Boimen Huxke (1:3870), yem y mmoma Ne 2 (1:1611), Ho uMeHHO y mmoaa
Ne' 1 nocrHartaneHo Obl1  auarHoctupoBan CJI. DToT mnpuMep IEMOHCTPUPYET
HEOOXOMMOCTh COOIIOACHHS MPOTOKoIa Y3 o0cienoBanus mioaa, AJii MaKCUMaJIbHO
TOYHOIO pacuera pucka XA mioga. ¥ Bcex 12 6epemMeHHbIX, y KoTopbiX u3mepunu TBII,
OH okazajyicsi Hmke 95% nepueHTtuns (cpeanee 3Hauenue: 1,78+0,34; mun.—maxc.: 0,76—
2,30). KpoBoTOK Ha TpUKyCHHIaJIbHOM KJIariaHe ObLI OMpeAesieH TOJIbKO y OepeMeHHOM

No 10 u oka3zasicst B HOpMe.
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[Ipu peTpOCTIEKTUBHOM U3YYSHUH MPOTOKOJIOB ¥ apXHUBUPOBAHHBIX N300PaKCHHMA
ObLJIO BBIABICHO, 4TO B 5 ciuywasx (38,5%) wuccnegoBaHue OBUIO MPOBEACHO C
HapyueHueM nportokona FMF, a uMmeHHo, B 2 cioydasx CTpOTO CAarWTTaldbHBIA Cpe3
npodris 1102 He coOITI01alCs TOKHBIM 00pa3om, B 1 ciryuae TBII Obuta usmepena He
B CaMOM IIMPOKOM MECTEe, B 2 cCly4yasXx — HOCOBas KOCTb ObUIa OTMEUYEHa, Kak
«OTIPEACITIACTCS TIPH TUTTOTUIA3UH.

Taxum 00pazoM, aHAITN3 JTOKHOOTPHUIIATETHHBIX PE3YILTATOB MO CUHApoMY JlayHa
y miona B 2012 romy mokaszai, 4To MpPU COONIOACHUHM IMPOTOKOJA YJIbTPa3BYKOBOTO
uccinenoBanust mioga mo wmoxyimo FMF, a Ttaxke npu Oosnee BHUMATEIHHOU
UHTEPIpETAUd JaHHBIX OMOXMMHUYECKOTO CKPUHUHTA M BBIJCJICHUS OepeMEHHBIX
TPpYNIbl CPETHEro pHucka yaanock Obl BbisiBUTH CJ| y miona B mpeHaTaabHOM H
aHTEHATAIPHOM IEPHOJIC TPAKTUYECKH B TMIOJIOBHHE CITyJacB.

JIist 3TOr0 Ha MOMEHT pealih3allii JAHHOTO PETPOCIEKTHUBHOTO aHajiu3a BO
BTOPOM M TpeTheM Tpumectpe 2013 roga ObUIO NPUHATO peElIeHHE pa3padoTaTh
JUArHOCTUYECKUM  aJTOPUTM HAa  OCHOBAaHWUM  KPHUTEPUEB,  BBISBIEHHBIX U

BAJIMAU3UPOBAHHLBIX B paMKaX HACTOAMICTO UCCIICIOBAHUA].

3.3. luarHocTu4ecKkre KPUTEPUH BbIICJICHUA IPYIINbI 0epeMEeHHBbIX ¢

JIOKHOOTPUIATEILHBIMH pe3yJibTaTaMu 1o cuHapomy Jlayna y nioaa

Kak Oputo ormeueHo pasnee (rnaBa 1.2), KOHTHMHIEHTHas NpeHaTaIbHAs
JIMAarHOCTHKA, BKIIOYA€T KOMOMHUPOBAHHBIA MpPEHATaJbHBIM CKPUHUHT [EPBOTO
TPUMECTPA B COYETAHHHU C YJIBTPA3BYKOBBIM HCCIIEIOBAHHEM BO BTOPOM M TPETHEM
TpuMecTpe (TpaJuLUMOHHAS MOJENb) C JOMNOJHUTENIbHBIMU OOCIEIOBAaHUSIMU TMpU
HEOOXOJIMMOCTH B OMNPEACICHHBIX Tpynmnax OepeMeHHbIX (contingent) co cTOpoHEI
BBICOKOKBAJIN()ULIUPOBAHHBIX IKCIIEPTOB.

Jlig pa3paboTKK JaHHON MOJIENH, B NIEPBYIO OYEPENb, BO3HUKIA HEOOXOAUMOCTh

BbI60pa " BAIIMAN3HUPOBAHUS THATHOCTUICCKUX MAPKCPOB.
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[To pesymbTaTaM aHamu3a JOKHOOTPUIIATEIBHBIX PE3YNHTATOB IO CHHIAPOMY
Hayny y muioza, yxke ¢ 2014 r. 6pU10 NPUHATO PEIICHKUE BBI3BIBATH B pe(epeHCHbIN LIEHTP
no PecnyOnuke TarapctaH Ha ayJUT — JOMOJHUTENIBHOE OOCIEOBAaHUE CO CTOPOHBI
KBATH(UITUPOBAHHBIX KCIIEPTOB BCEX OCPEMEHHBIX, Y KOTOPBIX €CTh MHHUMYM 2 W3
HUKCYKA3aHHBIX KPUTEPUEB MO pe3ysibTaTaM KOMOWHHUPOBAHHOTO MPEHATaILHOTO
CKpUHUWHTA!

1. Beicokuii ypoBeHb XU MoM — 6onee 1.7MoM;

2. uuskuii ypoBenb PAPP-AMoM — menee 0,5 MoM;

3. cootHomenue BXIY MoM/ PAPP-AMoM — Goxnee 2:1;

4. BXI'Y MoM u PAPP-AMoM — menee 0.5 MoM.

B 2015 roay, i yTOuHEHHs YpOBHEW orcedeHus («Cut—off») mms kakmoro us
yKa3aHHBIX MMPU3HAKOB, OBLTO MPOBEICHO MCCIICTIOBAHKE TI0 THITY «CITy9ali—KOHTPOJIbY, T/IC
JUI KaXXJI0TO TAaTOJIOTUYECKOTO «Cydash MOJOMPAECTCS CBOM «KOHTPOJBY U3 HOPMBIL
NubiMu crtoBamMu, 11 33 CIy4aeB JIOKHOOTPULIATENIBHBIX PE3YJITATOB 0 CUHIpoMy JlayHa
y mwioga 3a nepuop 2012-2014 rr. 6bumn oTtoOpanbl 33 KOHTpOJIA U3 OepeMEHHBIX, Y
KOTOPBIX POAUJICS TUIOJT C HOPMAIbHBIM KapruOTUIIOM. KOHTPOJIM COOTBETCTBOBAIM HOPME
KaK 10 AeMorpapuuecKuM mapameTpam — BO3pacT, pOCT, BEC, TaK U IO aKyIIIEPCKUM — CPOK
OEpeMEHHOCTH, TOJl POXKAeHUsT peOeHka, U T.J. CpaBHUTENIbHAS XapaKTEPUCTHKA 00EUxX
TPyl TpuBeAcHAa B Tabmmie 3.5, OTKyAa BUAHO, YTO pPa3HUIIA HEIOCTOBEPHA MEXTY

OCHOBHBIMH MapaMeTPaMH, 0 KOTOPHIM MMOAOUPATICS] KOHTPOJIb.

Tabmuua 3.5 — CpaBHUTENbHAS XapaKTEPUCTHKA OEpEMEHHBIX C CHMHApOMOM JlayHa y
10712 ¥ OEpPEMEHHBIX ¢ HOpMAJIbHBIM KapuoTUnoM mioaa (N=66; 2012-2014 rr.)

0] r
XapakTepucTruka CHO?Siz;)yHHa pyHI(T;:;);I)T PO Y
31,7+5,6 31,6+5,8

Bospacr (1eT, MuH.—Makc.) (21-42) (20-42) 0,88
NUMT (Ha MOMEHT MCCJIEIOBaHMS, 27,6+£2,55 27+3,22 0.43
CpeHee., MUH.—MaKc. ) (22-34) (20-32) ’
Cpok 6

pO)K CPEMCHHOCTH (HeieH, 12 Hen. Spueit + 4 nusg 12 wen. 4 mqust = 4mgua | 0,15
JTHU
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[Tponomxenue TadauIb 3.5

XapareprcTika OcHoBHas rpyrina ['pynma koHTpoOIIS 5
(N=33) (N=33)
4 6epeMEeHHBIX
MHuorormnoaHas 6epeMeHHOCTh 5 6epemeHHBIX (5,6%) 1,0
(4,5%)
"o mpoBecHHS TPEHATATBHOTO
ckpuHuHTa (a0C., %)
2012 13 (39,4%) 11 (33,3%) 0.78
2013 11(33,3%) 10 (30,3%) ’
2014 9 (27,3%) 12 (36,4%)

Crnenyrommm maroM ObUT IPOBEJIEH aHAJIN3 YyBCTBUTEIBHOCTH BbIIIEYKa3aHHbIX
4-X KpUTEpHUEB: UHAUBUAYAIBHBIN PUCK MO cuHapoMy [layna y mioaa, ypoBuu BXIY
(MoM), ypoBau PAPP-A (MoM) cootnomenue BXI'Y (MoM)/ PAPP-A (MoM), nns
ornpeaeneHus «Cut—off» 3naveHuii.

Juarnoctudeckue xapakrepuctuku ypoBHei BXIU (MoM), PAPP-A (MoM),
cootHoteHust BXIY (MoM)/ PAPP-A (MoM) u ypoBas pucka o T21 (1:N) npuBenenst
Ha pucyHke 3.13 A-I', oTKyJga BUAHO, YTO KpHBasl 3aBUCUMOCTHU YYBCTBHTEIBHOCTU OT
JIO’KHOIIOJIO’KUTENILHBIX PE3YJIbTATOB (CHHUM LIBETOM) BBIIIE OMCCEKTPHUCHI 3€JIEHOTO 1BETA
(JTuHusT HyJEeBOM KiaccuUKaIMM), Ha BCEX AMarpaMMax. JTO O3HAYaeT, YTO JAHHBIHA
MapKep MOXKET ObITh HCIIOJIL30BaH B KAYECTBE JUArHOCTHUECKOTO TECTA.

[Tnomane mon kpuBoi (anri. areaunderthecurve-AUC) manpsimyio oTpaskaer
JMAarHOCTUYECKYIO0 CUJTy TecTa. Yem BbIIIE KpUBasi, TEM JIy4lle TECT B KayeCTBE
JMAarHOCTUYECKOTO MHCTPYMeHTa. TodKa mepecedeHns] KpacHOM OMCCEKTPUCHI C CHHEHN
KPHUBOU U SIBJISICTCSI YPOBHEM OTCEUCHUS WK 3HaUYEeHUEM «CUt—0ff», koTopsiii 0003HadaeT
YPOBEHb MapKepa, COOTBETCTBYIONTUN ONTUMAIHLHON KOMOWHAIIMY 9yBCTBUTEIILHOCTH U
crienuPpUIHOCTH U1 TAaHHOTO TECTa.

JlanHbie uyBcTBUTENbHOCTH, crnienupuanoctTy 1 AUC mpu 3aganHOoM «Cut—0ff»
Bcex 4-x MapkepoB 0000mieHsl B Tabnuue 3.6, OTKyJa BHJHO, YTO HaWIy4IIUMU
JIMarHOCTUYECKUMU XapaKTepucTukamu obmnanaer cootHomenue BXIY (MoM)/ PAPP-
A (MoM), a camoii BEICOKOM 9yBCTBUTEIIBHOCTHIO 00J1a1a€T pacueTHRIN pruck g0 1:987.

HaubGonbime#t cienuduyunoctrio o6aagaet PXI'Y (MoM)> 1,7.
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Pucynoxk 3.13 — ROC-kpuBble KJIaCCUPUITUPYIOMUX MAPKEPOB ISl KEHIIMH

TPYIIbI CPETHETO U HU3KOTO PUCKA

Tabnuna 3.6 — JluarHocTuyeckre XapakTepUCTUKU JIJIsl KIIaCCUDUITMPYIOMIUX MapKEPOB
JUTs1 O€pEMEHHBIX TPYII CPETHETO U HU3KOTO PUCKA

Mapxepsr Cut—off YyBcTBUTENHHOCTE | CHIEIM(PUIHOCTD
0 0
BXTY (MoM) 1,7 (68.6-82,7%) 56,2% 96,8%

i 0 0
PAPP-A (MoM) 0,59 (61,8-77,9%) 78,7% 60,6%
BXTY (MoM)/ 0 0
PAPP-A (MoM) 2 (72,9-86,3%) 17:5% 06,3%
Puck o

0 0
”E“]}’-)I/II\(IJ)OMI/II/I 21 987 56.3-73.1% 79,8% 55,1%
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Taxum oOpazom, aHau3 1o Tuiry noctpoeHusi ROC-KpUBBIX MPOIEMOHCTPUPOBAT,
yTo Bce 4 kimaccubunupyromux mapkepa: PXI'U (MoM), PAPP-A (MoM), BXTY
(MoM)/ PAPP-A (MoM) u pacueTHbIN pUCK 1O TpucoMuu 21 001a1at0T JOCTAaTOUHBIMU
JTUArHOCTUYECKUMH XapaKTEPUCTHKAMU JIJII 0TOOpa OEPEMEHHBIX U3 TPYIIIBI CPETHETO U

HHU3KOI'0 pUCKaA, C OCJIbIO ITIOCJICAYIOIICTO Ha6JII-OIleHI/IH BO BTOPOM U TPCTHEM TPHUMCCTPC.

3.3.1. Pazpa0oTka AMarHoCTHYECKOro aJIropuTMa

Ha ocrnoBanuu npoBenennoro ROC-ananu3a nannbix 3a 2012-2014 rr. u BeIOOpa
«cut—off» 3HaueHwmid A KIACCHQUIMPYIONIMX MapKepoB Ha 0aze MeauKo-
TEHETUYECKOro LeHTpa nepuHaranbHoil auarHoctuku PKB M3 PT, mbl pa3zpaboranu
CJIIEIYIOIIUI JUATHOCTUYECKUN AITOPUTM JUISl JKEHINWMH T'PYIIBl HU3KOTO U CPEIHEro
pucka (pucyHok 3.14). Ilpu Hamuuuu KiIacCU(PUUUPYIOIIUX MPU3HAKOB MPOBOJIUTCS
TUIATENbHBIA ayAUT MPOTOKOJIOB MCCIENOBAaHUSA OEPEMEHHBIX, IS CBOEBPEMEHHOIO
BBISIBJICHUSI HAapyIIEHWH BO BpeMs OOCIeIOBaHMs, KOTOpPbIE€ MOIJIM TPUBECTH K
MTOHVYKEHHIO N3HAYAJIBHO BBICOKOTO MHAMBHUAYAIBHOTO prucka mo C/I.

Pa3zpaboTanHbIi QJIITOPUTM IIOMOTaeT CBOEBPEMEHHO BBIYHCIINTH
JIO)KHOOTpULAaTenpHple pe3yibTaTel o CJZI y 1uiona, OQHAKO, I OKOHYATEJIbHOMN
JMAarHOCTUKU Heo0XxoauMa pa3paboTKa CTpaTernd JUHAMUYECKOrO HaONIOACHHS 3a

TUMU OEPEMEHHBIMU BO BTOPOM U TPEThEM TPUMECTPE OEPEMEHHOCTH.
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Pucynox  3.14 —  JIluarHOCTMYECKUM  aarOpuT™M IS BBISABJICHUS
JIO’KHOOTPULIATENBHBIX Pe3yJbTaTOB cHHJpoMa JlayHa y miojJa BO BTOPOM U TPEThEM
TPUMECTPE OEPEMEHHOCTH

3.4. Bb16op MeT010B HAOIIOIEHUS 32 IL10/I0M

BO BTOPOM M TPeTheM TpUMecTpPax 0epeMeHHOCTH

Jis  pa3paboOTKK CTpAaTEerMuecKkoro IUIaHa HaOMIoAeHus 3a OepeMEeHHBIMHU,
BBISIBJICHHBIMU TI0 pPe3yJibTaTaM pa3padOTaHHOro aaroputMma (pucyHok 3.14) B nmepByro
ouepenb BO3HUKIA HEOOXOJUMOCTH BBIOOpAa MOHHUTOpPWHTA: OHOXMMHYECKUH,

YJABTPa3BYKOBOM WJIM COYETAHUE ITUX IBYX METOIOB.
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3.4.1. Ananu3 3 PeKTUBHOCTH OMOXMMHUYECKHX MapKepoOB

Jns  ananu3a 3(PQGEKTUBHOCTH MOBTOPHBIX OMNPEACICHUN OMOXMMUYECKHUX
MapKepoB ObLIO MPUHSITO PElICHUE MOBTOPHO aHATU3UPOBATh JaHHbIe Mapkepsl B LII1]]
PKBb M3 PT 3a nepuon ¢ centsi0pst 2013 1. o cents10pb 2014 r. Kputepusimu BKIIOUEHUS
B JIaHHOE€ HMCCJIeIOBaHME ObLIN: pacueTHbIN cpeauuid puck (1:101-1:1000) mo TpucoMun
21 y nnoma, cpok Gepemennoctu 11-13* menmens, mudopmupoBaHHOE cornmacue Ha
ydacTue B UCCIICOBAHUU.

B pesynbTaTe ObUTH HCCIIeIOBaHBI IJaHHBIE 5 OepeMeHHbIX (Tabmuna 3.7).

Tabnuna 3.7 — Pe3ynbrarsl MOBTOPHOTO OMpeETIeHUS OMOXMMHYECKUX MapKepOB Y
YKEHIIUH Tpynmnbl cpeanero pucka (1:101-1:1000) 3a 2013-2014 rr.

Onpenenenue B paMmkax
KonoBbiii Puck no [ToBTOpHOE OMpEAEIEHUE
MPEHATabHOTO CKPUHUHTA
HOMEP TPUCOMUH
. BXTY PAPP-A BXTY PAPP-A
oepemennoi | 21 (1:N)
(a6¢c./MOM) | (abc./ MOM) | a6c./MOM) | (abc./MOM)
Ne 01 472 1249 (4,1) | 1,18(0,31) | 125,3(4,11) | 1,13(0,3)
Ne 02 872 32 (0,78) 1,66 (0,71) 33,1(0,8) 1,63 (0,7)
Ne 03 561 97,4 (2,61) | 1,23(0,48) 98,2 (2,6) 1,2 (0,5)
Ne 04 568 165,1 (4,28) | 10,32 (1,15) 166 (4,3) 10,2 (1,13)
Ne 05 991 62 (1,46) 0,59 (0,17) 63 (1,48) 0,57 (0,16)

B cBa3u ¢ manbiMm konuuectBoMm HaOmogeHuid (N<30) a Takxke B CBS3U C
3aBUCHUMBIMM TIEPEMEHHBIMU (JAHHBIE TOTO XK€ TNalUeHTa Yepe3 OIpe/leICHHbIN
MIPOMEKYTOK BPEMEHH ), Mbl TPUMEHIIIU TeCT BUIKOKcoHa.

B pesynbrare Obu10 00HapykeHo, 4To 1o Mapkepy BXI'Y, a Takxke, o Mapkepy
PAPP-A cratucthueckas pa3Hulla Mexay rpynmnamu HexoctoBepHa (P>0,05), uto
yKa3bIBa€T Ha TO, YTO CEPOJIOTMYECKHE TECThl HE MOAXOIAT JJIsi JUHAMHYECKOTO

HaOro1eHNs OEpEMEHHBIX ¢ pUCKOM cuHApoMa JlayHa y mioza.
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3.4.2. Avanu3 3¢ (peKTUBHOCTH yIbTPA3BYKOBOI0 HccjaeqoBanus miaoaa so 11 u 111

TpUMecTpax

Jljis ynbTpa3ByKOBOTO MCCIIEIOBAaHUS OEPEMEHHBIX I'PYNIbl HU3KOTO U CPEIHETO
pucka mo cuHAapomy JlayHa y muioga BO BTOPOM U TPETbeM TPHUMECTPE B paMKax
HACTOSAIIETO MCCIEAOBaHUSA ObLI pa3padOTaH M BHEAPEH B KIMHUYECKYIO IPAKTHKY
BHyTpeHHMI Tpexiarosblil mpotokos LI/ PKb M3 PT (pucynok 3.15).

[Ipu ayauTe MPOTOKOJIOB CKPUHWHTA, KaK OBUIO OTMEUEHO paHee, TIIATEIbHO
aHAJIM3UPYIOTCSl APXUBHUPOBAHHBIE H300paK€HUSI KOMOMHHPOBAHHOTO IPEHATaIbHOIO
CKPUHHHTA Ha MPEAMET JBYX OCHOBHBIX BOTIPOCOB:

1) BbI3piBaeT oM onucaHue 3X0rpapuueckoro Ucciae0BaHus Ioga COMHEHMS B
IU1aHe COOIOAEHMSI BCEX ITANOB IPOTOKOJa?

2) Korga nyuiie nporpammupoBath nosropHoe ¥Y3U mioga?

Eciu B ofHHMX cUTyanusix HEOOXOJMMO MO BO3MOXKHOCTH pPaHbLIE MPUTIIACUTH
OEpEeMEHHYI0 Ha T[OBTOPHOE OOCJIEIOBAHHE CO CTOPOHBI KBAIU(PHUIIMPOBAHHBIX
HKCIIEPTOB U Iiepepacuera pucka 10 14-if recTallMOHHOM HEENH, TO B IPYTUX CUTYaLUsIX
ClleqyeT HEMHOI'0 MOJO0KIaTh ISl TOTO, YTOObl COMHHUTENbHBbIE WM HESBHbIE Y3

MapKepbl aHOMAJIM cTalid 00Jiee OUEBUIHBIMHU.
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Pucynox 3.15 — IIpoTokos yJabpTpa3ByKOBOIO HCCJIEIOBAHMS B paMKax
KOHTHUHI€HTHOTO CKPUHUHTA BO BTOPOM U TPEThEM TPUMECTpax OepeMEHHOCTH

Hwxe npuBenens 2 npumepa ayauta OEpEMEHHbBIX C BBI30OBOM JIsi IPOBEACHUS

KOHTHUHI'CHTHOI'O CKpUHHHI'A HA PAa3HBIX CPOKaAxX 6epCMGHHOCTI/I.
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bepemennas O., 28 net, B 2019 r. npora Y3U B pamkax KOMOMHHUPOBAHHOTO
CKpUHHMHTa Ha cpoke OepemeHHoctu 11 Hemenp 6 anert (KTP — 52 mwm). [/laHHble
obcnenoBanus: YCC miona — 170 ya/mun, TBIT — 2,1 Mm. HocoBast KocTh onpeiensiiach.
bruoxumuaeckue mapkepsr: XTI (MoM) — 2,1 (>1,7), PAPP-A (MoM) — 0,589 (<0,59).
Nunusunyansubiit puck o CJI cocraBun 1:511 (<987) (pucynok 3.16A). Ilpu pacuere
cootHomrenust XTI (MoM)/ PAPP-A (MoM) o4ueBUIHO, YTO COOTHOIIICHHE COCTABIISIET
4:1 (>2). llpu npuMEHEHUH HAILIETO JUArHOCTUYECKOTO aJrOPUTMa CTAHOBUTCS SICHBIM,
4yT0 y OepeMEHHON MPUCYTCTBYIOT 4 KIacCUPUIUPYIONIMX MapKepa KOHTHHTEHTHOTO
CKpUHMHTA.

C yueToMm JaHHBIX KpPUTEpPHEB, a TaKKe Cpoka OepeMeHHOCcTH (emie 1 Hemens B
3arace), 0epeMEeHHYI0 MPUTIACIIA B KAOMHET aHTEHATaIbHOM OXpaHbI TUI0Ja 3 YPOBHS
JJIsl TIOBTOPHOTO 0OclieIoBaHusl Ha cpoke OepeMeHHocTH 14 Henens. [Ipu moBTOpHOM
V3U na cpoke 6epemennoctu 13 wen.+0 mgueit (KTP — 68,0 MM), ObUIM BBISIBICHBI
cneaytomue ganueie: UCC — 173 yn/mun, TBII — 6,18 MM, (pe3koe yBenuueHue,
OoTpUlIaTeIbHAs TUHAMUKA 32 HEJIEII0), HOCOBAsl KOCTh — TUIOIIa3us (9XOT€HHOCTh KOXKHU
HOCA W HOCOBBIX KOCTEW CoOTBeTCTBOBaM) (pucyHok 3.16b), nommepomerpus
TPUKYCNHUAAIBHOTO KJIallaHa — HOpMa, KPOBOTOK B BEHO3HOM MPOTOKE B HOpMe. [Tpu Tex
K€ pe3ysibTarax OHOXMMHUYECKUX MapKepoB TMporpamMma AcTpas paccuurana
WHIUBUIYIbHBIA PUCK MO cuHApoMy JlayHa y muioga 1:2 (o4eHb BBICOKHIT) (PUCYHOK
3.16 B).

bepemMenHast Oblia HarpaBiieHa Ha KOHCYJIbTAIMIO K reHeTuKYy. [locne npoBeaeHus
NITJ[ (Obuorcusi BOpcUH XOpHOHA) OBLI MOATBEPXKIEH cUHApoM JlayHa y miojga —
kapuotun ¢ 47XX. Pemenuem OepeMeHHONW OBUIO BBIMOJIHEHO MEAUIIMHCKOE
npepbIBaHe OEPEMEHHOCTH Ha CpoKe 14 Henenb.

bepemennas K., mnpomma VY3 mmoga B pamMkax — OpeHATaIbHOTO
KOMOWHUPOBAaHHOTO CKPUHUHTA Ha cpoke OepemeHHoctu 12 men. + 5 mgueirt (KTP —
60 mm). Jlannwsie obcnenoBanus: UCC mmoma — 160 yn/mun, TBII — 2,4 mm. HK
onpenensiack. buoxumuueckue mapkepol: PXI'U (MoM) — 2,096 (>1,7), PAPP-A
(MoM) - 0,538 (<0,59).
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V3U 8 I-m TpumecTpe (B T.4. MAPKePBI XPOMOCOMHOJI TaTOAOTIHM I1104a):
10ans Caseanesa

Koa FMF oneparopa: 127308

Cpox Gepemennoctu (CB): 11 nea. + 6 aneit io KTP

T1AP mo Y3U: 26.05.2020

Haxoaku: obryHas MaTouHas OepemenHocTs - CepaeuHas AeATeABHOCTb 11104 ONIpeACAACTCH
YCC naoaa 170 ya./Mun o

Kormumko-temenHoit paamep (KTP) 52,0 mm —e—

ToAauHa BOPOTHHKOBOTO 11pocTpatcrsa (TBIT) 2,10 mm

Kocrs HOCa: oripeaeasiercst;

BuoxuMust MATEPIHCKOM CBIBOPOTKM:

IIpoba 004268571 ; obopyaosanue: BRAHMS Kr{gtor.
Cpoboauas Gera-cyobeaunmia XI': 108,60 ME/a / 2,142 MoM
PAPP-A: 1,992 ME/a / 0,589 MoM

Osxuaaemsbiit puck Tpucommn 21, 18, 13:

Boapacr matepu: 28,0 aet(roaa).

FMF Oneparop: IOaus Caseanesa, FMF Id: 127308

7 WL WS

Ci Bi il puck vt (cxopexmup it) puck
Tpucomus 21 1:731 1:511

Tpucomus 18 1: 1681 <1: 20000

Tpucomus 13 1: 5301 <1: 20000

A — IlepBHYHBIN pacyeT pUCKa XPOMOCOMHBIX aHOMAJIWM y IIOAA, IPOBOJIMMBIN B
KaOMHeTe aHTeHaTAIbHOM OXpaHbl IU10/1a Ha 2 YPOBHS

V31 8 I-m TpumecTpe (B T.4. MapKephl XpOMOCOMHOY IIaTOAOT M naoaa):
AanOuna Baaumosna AGycesa

Koa FMF onieparopa: 102867

Cpoxk 6epemennoctu (CB): 13 Hea. + 0 axeit no KTP

AP no Y3M: 26.05.2020

Haxoaxn: obraHas MaTouHas Oep erb - Cepa AGATEABHOCTD 111042 OIpeAeAsieTcs
YCC naoaa 173 ya./mun ——

Komunko-temennoit pasavep (KTP) 68,0 mm —e—

ToAmmHa BOPOTHUKOBOTO IPOCTPAHCTBA (TBIT) 6,10 mm

KocTs Hoca: oTcyTCTBMe / TMnonaasyst; AONNACPOMETPUS TPHKYCIHAAABHOTO KAATIaHa: HOPMA;

BHOXMMMST MATEPMHCKOM CBIBOPOTKM:

IpoGa 004268571 ; obopyaosanue: BRAHMS Kryptor.
Croboanas Hera-cyopeannnua XI': 108,60 ME/a / 2,175 MoM

PAPP-A: 1,992 ME/a / 0,572 MoM

Osxuaaempiit puck Tpucomym 21, 18, 13:

Boapacr matepu: 28,0 aet(roaa).

FMF Oneparop: AanGuna Baaumosna AGycesa, FMF 1d: 102867

Cocmosnue Basosuit puck Mndusudyarvnoiis (cKopexmuposannwiit) puck
Tpucomssa 21 1: 762 >1:4
Tpucomus 18 1: 1898 1:67
Toucomus 13 1: 5943 1:12

B — Pesynbrat pacuera pucka, NpoBOAMMBIN B KAOMHETE aHTEHATAIBHON OXpaHbl IJ10/1a

3 ypoBHs uepe3 1 Henento. YBennuenue TonmuHel TBII, HapacTanue moaK0)HOTo OTEKa
y mioaa

Pucynok 3.16 — [Ipumep nepepacuera pucka XA y moaa Ha 14-it Henene
OepeMEeHHOCTH
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NunuBruayanbHblid pUcK 1o cuHapoMmy JlayHa y mona cocraBuil 1:358 (<987).
[Ipu pacuere cootHomeHuss PXI'Y (MoM)/ PAPP-A (MoM) o4eBHIHO, YTO
cooTHolenue coctapisier 4:1 (>2). [lpu npuMeHeHUM HalIero IUarHOCTHUYECKOIro
QIrOpUTMAa  CTAHOBUTCS  SCHBIM, 4YTO y  OEpeMEHHON  NpUCYTCTBYIOT 4
kiaccuduupyromux mapkepa. HecmoTps Ha TO, yTOo 3X0rpaduueckue MapkKepbl B
npenenax Hopmbl, 11 KTP 60 mm TBII nHaxoaurtcs Ha rpanuie BepxHed HOpMBIL. [Ipu
U3YUYEHUU apXHUBHBIX JAHHBIX OEpEMEHHON OBUIO BBISBIEHO, 4YTO YJIbTPa3ByKOBOE
UCCIIEJOBaHHE ObLIO BBIMOJIHEHO TOJIBKO IO OCHOBHBIM Mapkepam: TBII u namuume
KocTer Hoca. PekomeH1oBaHO 3kcriepTHOE ¥Y3U ¢ MPUMEHEHHUEM JIOMIOTHUTEIBHBIX 3XO0
MapKepoB: KpPOBOTOKA B BEHO3HOM IIpoToke 1 Ha TK.

bepemennyto npuriacuiiv B peepeHCHbIN HEHTP AJIsi HOBTOPHOIO 00CIe10BaHUS
Ha cpoke OepeMeHHOCTH 110 14 Heaenb. [Ipu moBTOPHOM yIbTPa3ByKOBOM HCCIEIOBAaHUN
Ha cpoke 6epemenHoct 13 nen.+2 qust (KTP — 72,0 MM), ObUTH BBISIBIICHBI CJIETYIONTUE
nanueie: UCC — 147 yn/mun, TBIT — 3,1 mm (yBemmuenue), HK — ompenemnstorcs,
JONIUIEPOMETPHS TPUKYCIIUAAIBHOTO KialaHa — PErypruTanys, KpOBOTOK B BEHO3HOM
npoToke He HapyleH. [Ipu Tex xe pe3yipTaTax OMOXMMHUYECKHX MapKepoB Mporpamma
Actpast paccuutana MHAUBUAYyalbHbIM puck mo CJl y mioga 1:2 (o4eHb BBICOKHUIA).
bepemennast Obuta HampaBjieHa Ha F€HETHYECKY0 KoHcynbTauuto. [locne npoBenenus
NITJ[ (Ouoncust BopcuH xopuoHa) 01 noaTeepxkaeH CJl y miona — kapuotun 47XX.
Pemienniem OGepemMeHHON OBUIO BBHITIOJIHEHO MEAMIIMHCKOE MpepbiBaHHE Ha cpoke 14
HEJEIb.

bepemennas III., 30 mer, oOcienoBaiach B paMKax KOMOWHHPOBAHHOTO
MpPeHATAIbHOTO CKpUHMHTA Ha cpoke OepemenHoctu 12 wexn. + Omgueit (KTP — 54 mm).
Hannsie oocnenoanus: YCC mmona — 157 yn/mun, TBII — 3.2 mm. HocoBble koctu
onpenessuuch. buoxumudeckue mapkepsl: BXI'H (MoM) — 1,63 (<1,7), PAPP-A (MoM)
— 0,866 (>0,59). UnauBuayansHbIil puck mo curapomy JlayHa y mmona cocraBun 1:238
(<987). Ilpu pacuere cootnomenus PXI'Y (MoM)/ PAPP-A (MoM) cooTHolIeHHE
coctaBisier 1:1.8 (<2). Ilpu mpuMeHEHHH AUArHOCTUYECKOTO aJIrOPUTMa CTaHOBUTCS
SICHBIM, YTO B 3TOM CJIy4ae MPUCYTCTBYIOT 2 KJIACCU(UIUPYIOUIUX MapKepa: CPeaHss

IpyIIa pyucka, B coYeTaHuu ¢ HeOoabIuM paciupenueM TBII.
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C ydeToMm JaHHBIX KPUTEPHUEB U CPOKA OEPEMEHHOCTH, €€ MPUTIACKIN B pedepeHCHBIN
neHtp Ha cpoke 19-20 nepenb. Ilo manubiM Y3UW ObuIM BBISBICHBI CIEAYIONINE
aHomanuu pa3Butui: runomiasus HK B couetanuu ¢ npeHa3aabHbIM OTEKOM, IPU3HAKU
aTpe3uu JBEHAAIATUIIEPCTHOM KHIIKH, CUMIITOM «IBOWHOIO MYy3bIPS», MHOTOBOJIHE.
[Tocne MeanKoO-TeHeTUYECKONM KOHCYJIbTAllMK U KopaolueHTe3a 0bu1 noaTeepxkaeH CI1 y
wioja — kapuortun ¢ 47XX. Pemennem 0epeMeHHON ObUIO BBIOJHEHO MEAUIIMHCKOE
npepbIBaHuE OEPEMEHHOCTH Ha cpoke 2122 Henelb.

3a mepuox 2012-2019 rr. mo cpoka 13*® mosTopHO OBLIM OOCHEmOBaHBI 547
OEpeMEHHBIX, Y 25 M3 KOTOPBIX MNP TEpepacdyeTe PHUCK OKa3aJiCs BBICOKUM, OBLIO
BbimosiHeHo 23 mnpouenyp WIIJl — Ouoncum BopcuH XxopuoHa. B 17 ciywasx ObLa
noarsepkaeH CJl y miioaa v 1o pemeHnio 0epeMeHHbIX ObLIO BHIOTHEHO MEAUITTHCKOE

npepbIBaHuE OEPEMEHHOCTH.

3.5. Ixorpajpuueckne Mapkepbl cMHApOMa /layHa, BbISIBJICHHbIE B IPyIIe

cpeaHero u HU3koro pucka Bo |l u 11 rpumecTpax 6epemennocTu

Bo Il u Ill Tpumectpe GepeMeHHOCTH Yy TIJI0JIa OLEHUBAIMCH clieaytonme Y3
«mArKue» Mapkepsl cunapoma Jlayna: runormasus HK, yrommenue npeHasanbHbIX
TKaHEeW, yTOJIIEHUE IIeWHOM CKJIaAKU, KOPOTKHE yiiu, Opaxunedanuueckas (popma
TOJIOBKHM, THUIIEPIXOTE€HHBIH (POKYC B JIEBOM XKEIyJ0UKE CepJila, THUIepIXOreHHBIH
KHUILEYHUK, KIMHOJAKTWIMS MH3WHLA, CaHJAJEBUJHAS IIEJIb CTOMbI, YKOPOUEHUE
TpyOUaThIX KOCTEH (BEpXHUE/ HUKHUE KOHEYHOCTH) U T.JI.

Ha pucynke 3.17 mpuBeneHO paclnpenesieHHe YJIbTPa3BYKOBBIX MapKepoB Yy
OepeMEHHbIX, TOBTOPHO OOCIENIOBAHHBIX B pedepeHCHOM LieHTpe. Crneayer oOpaTUTh
BHHUMaHUE, YTO Y OJTHOTO U TOTO K€ IJI0/]a MOTY OBbITh BBISIBJICHBI 00JIE€ OJTHOTO MapKepa
CH. YV 39 GepeMeHHBIX U3 TPYIIBI CPEIHETO W HU3KOTO PUCKA ObUIM BBISBICHBI 75
«MsTKEX» MapkepoB XA miona (y 35 — Bo BTOpoM TpumecTpe, U 'y 4 OEpeMEeHHbIX — B
TpeTbeM Tpumectpe). Hexoropbie mMapkepsl, kak Hampumep arutasus/runoruiasus HK,

arpesus JI1K (mpusnak double-bubble — nBoiinoro my3bips) u mopok cep/aia, AB-kanan
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BCTPEUAIOTCS Yallle, YeM APYrue, Kak HapuMep, €IMHCTBEHHAs apTepus MynoBUHbL [lox
rpadoii «apyrue Mapkepbl» o0beauHeHbl penkue wmapkepbl: JMXKII — nedexr
MEXKEITYJOYKOBOM MEPErOpOAKH, TUIIEPIXOTCHHBIN KUIIIEUHUK, KOPOTKUE YIIH, aCIUT,
Opaxunedanusi, JABYCTOPOHHMI  XWJIOTOpAakC, CaHAaJNEBUAHAs  IIEJAb  CTOIBI,
KJIMHOJAKTUIINS MHU3UHIIA, aTpe3us MUILEBOJA, TBYCTOPOHHSA KOCOJANOCTh, areHe3us
MOYKH, H30JIMPOBAHHAS JCKCTPAMO3UIMA AOPThI, TUIOIUIA3Usl OYyTH aOPThI, HU3Kas
KHIIIEYHAsT HEMTPOXOUMOCTb.

Bcerna mu Bo Il Tpumectpe OyayT BBISIBICHBI YJIbTPa3BYKOBBIE MapKephl,
no3BoJistonue 3anofgo3puth XA y minoaa? Kak Oblio ykazaHO BbIIIE, HECKOJIBKHUX
6epemennbix C/I y muiona 6s11 BoeisiBiieH B |1 Tpumectpe. C ydyeTom TOro, 4To COTIIACHO
n. 2-1 npuxkaza M3 P® or 27.12.2012 Ne 1687-H, ¢ usmenenusimu ot 13.09.2019:
«MenUUUHCKUMU KPUTEPHUSIMU POKACHUS SIBISIOTCS CPOK OEPEMEHHOCTH 22 HEJENH U
Oonee npu macce Tena pebenka npu poxaeHun 500 rpamm u 6osxee (unu meree 500
rpaMM TIpH MHOTOIUIOAHBIX POJAaX) WM B Cllydyae, €Clidi Macca Tejla peOeHKa IMpHu
POKJIEHUU HEW3BECTHA, MPHU JJIMHE Tesa peOeHKa Mpu POXKIACHUU 25 cM U Oomeey, a
1[EJI€CO00Pa3HOCTh MEAMIIMHCKOTO TPEPhIBaHMS OCPEMEHHOCTH BBI3BIBAET J1€0aThl B
MEJIMIIMHCKOM COOOIIECTBE, HIKE MpuBeacH npumep auarHoctuku CJI B TpeTbeM

TPUMECTPC C COOTBCTCTBYIOIIINMU J'ICLIC6HO-I[I/IaFHOCTI/I‘-ICCKI/IMI/I MCPOIIPUATHUAMMU.

B AB-KkaHan
B PacuienvHa BepxHei rybol

3.4% — Annasua/rmnoniasna HoCOBbIX KOCTeM
P Rk T

DiRad atpesusa MK, Double bubble
5; 7%
m 3BYP

B BeHTpuKynomeranmsa
13; 17% 26; 34%

W [Tnenskrasma

4; 5% W [Ipyrne aHomannun

&) 270 c07 . 70 >
% ;7% H YKopoueHue TpybuaTbIx KOCTen

B MHorosoaue

W EgMHCTBEHHAA apTepuma NynoBUHbI

B Tetpaga ®Panno

Pucynok 3.17 — J[luarpamMma pacnpenesieHusi YJIbTPa3BYKOBBIX MapKepOB,
BbIsiBICHHBIX BO || u |1l TpumecTpax y 6epeMeHHBIX TPYIIIBI CPEIHETO U HU3KOTO PUCKa
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V4-8lAkvw epckoelkic41D19.0cm/MI 0.96/TUM0.2/28-04-2018 14:09:15
20 Y46'DR105a5'YK11/[aB.90/Frq O6w./9.0cm

D1 0.41cm

Pucynok 3.18 — ['unonasus HOCOBBIX KOCTEH U MPEeHa3albHbIN OTEK Ha CPOKE
32 Henenu

17-01-2017-0016 PKB M3 PT kie21r 13.0cMm Ml 1.3 17-01-2017
FAHUEBA Cepauellnoga C2-6IC MpH.  Tuk0.3 15:11:57

m

Pucynok 3.19 — Annasus HOCOBBIX KOCTEH Yy IoAa ¢ cuHapomMoM JlayHa Ha
cpoke 19 Henenb
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PKB M 1.2 17-09-2014
V4-8 1 Cepauelnoaal FR 27Hz Tuk 0.7 © 11:14:17

MEDISON

2D Y63/DR105aB6/'¥K10/1aB.90'Frq O6w.10.0cm
C ¥50/5.00kHz'®1/YK4

D1 0.24cm

Pucynok 3.20 — [Topok cepaua y mioaa — Maiblid A€PEKT MEKKETYTOUKOBOM
MIEPErOPOJIKH Ha CPOKE OEPEMEHHOCTH 32 HEJEeNH

V4-8/Akvw epckoelkic31D/13.0cmiMI 1.1/TWUm0.3/28-04-2018 14:21:14
2D Y44'DR105a5/YK11/[laB.90/Frq O6w.13.0cm

Pucynok 3.21 — EnvHCTBEHHas apTepusi NMyNOBHHBI y IUI0Ja Ha cpoke 20
HeJlelIb OEPEMEHHOCTH
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—e
Pucynok 3.22 — CanpaneBujHas Iedb CTOIBI Yy IUIOJA My peOCHKa C
cuHapoMoM JlayHa

Pucynok 3.23 — JIByctopoHHu#i ruaponedpos y mioaa Ha cpoke 21 Hemens
OepeMeHHOCTH
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Pucynok 3.24 — IIpu3Hak «IBOMHOIO Iy3bIpsi» MPU aTPE3UH JBEHAIUATUIICPCTHOM
KUK (YBEJIIMYCHHBIN KEITy 10K, pacliupeHHas 12-rnepcTHasi KUIIKa)

b.

Pucynok 3.25 — OO0mumii aTpuOBEHTPUKYJIAPHBINA KaHal Yy IJI0Ja C CHHAPOMOM
Jlayna Ha cpoke 20-21 nenenst 6epemennoctr (A — 2D pexum; b — pexxum 11BeToBOTO
KapTUPOBAaHUS)
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Y66/DR10536 YK11/Jag.90

Pucynox 3.26 — MHOTOBOIME TIPU BHICOKOM PHUCKE aTPE3UU MUIIEBO1a/
12-nepcTHOM KUIIKK Yy TUI0J1a Ha cpoke 19 Hemenb (METol U3MEpPEHUs: MaKCUMAaIbHBIN
BEPTUKAJIbHBIN KapMaH >KHJIKOCTH)

Pucynok 3.27 — I[lopok cepana — Terpaga @amwio y minoaa ¢ cuaapoMmoM Jlayna Ha
cpoke 20 Henenb (A — buBeHtpukynspHas aopra Haj JIMXIL; b — IN'mnomnasus
JIETOYHOTO CTBOJIA)
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Pucynok 3.28 — KiimHomaktvius y miiojia ¢ cuHapomoM JlayHna Ha cpoke 20 Heaenb
OepeMEeHHOCTH (MCKPUBJICHUE MU3HHIIA)

Pucynok 3.29 — bBpaxupaktunus y miuoaa ¢ cuHapomom JlayHa (oTcyTcTBHE
cpenHel (amaHru MU3MHLIA)

bepemennas 1., 33 rona, Ha KOMOMHUPOBAHHOM MPEHATATLHOM CKPUHUHTE ObUIH
BbISABJIEHBI crenytomue pe3yiabTatel: KTP — 65 MM, TBIT — 2,0 mm, HK onpenensiercs,
TpUKycnuganbHou peryprurauuu Het, XI'Y-3.1 (MoM), PAPP-A — 0.49 (MoM).
NunuBuayanbHblid puck no tpucomuu 21 — 1:147. PexoMeHI0BaHO KOHCYJbTaIUs
reietuka PBK M3 PT. bepemenHnast oTkazanach OT KOHCYJIbTAllMHU, B CBSI3U C YeM OBLIO
pexoMenaoBaHo skcnieptHoe Y3U Ha cpoke 18—19 nenens B L{I1/] 1o MecTy kutenbcTBa
(r. HaGepexxupie Yenusl). Ha Y3U Bo BTOpOM TpuMecTpe HE ObUIM BBISIBICHBI 3XO

mapkepsl XA. PekomeHnioBano skcrieptHoe Y3U Ha cpoke 30-33 nepenu B LII/]. Ha
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V3U Ha cpoxke 33 nenenu 6epemennocty B LII1/] Ob1H BBISIBIICHBI CIETYIOIINE MAaPKEPhI
XA: runomnazusa HK, ykopoduenue TpyOuarbix Koctell y miojaa (6eapennast kKocts Ha 30
HeJIelb, MJIe4YeBasi KocTh Ha 29 Henenb), MHOroBojue (pucyHok 3.18A). C yuerom 3X0
MapkepoB XA OepeMeHHOM U JaHHBIX KOMOMHUPOBAHHOTO CKpuHHHTra | Tpumecrtpa
(cootnomenue XI'Y/PAPPA-A 1:6), 6pu1o pexomenmoBano WIIJ — kopmoreHTes.
Pesynbprar: kapuotun mioga 47XY +T21. IlpoBeaeH mnpeHaTadbHBIi KOHCHINYM
cormacHo npukasy M3 PT ot 02.02.2019 Ne 153, mo pesyibpTaramMm KOTOpPOTO OBLIO
PEKOMEHIOBAHO MpepbIBaHNe OepeMEHHOCTH coryiacHo npukazy Ne 736 ot 2007 r. Kiace
XVII n.3.

Takum o00pa3oM, YJIbTPa3BYKOBOE MCCIEAOBAHUE M B TPETbEM TPUMECTPAX
OEpeMEHHOCTH, C TIIATEJIbHOW OLEHKOM BCEX BO3MOXHBIX MATKUX MAapKepoB
XPOMOCOMHBIX ~aHOMAQJIUW, TMO3BOJWIO JAUArHOCTUPOBATh pAJ  YJIBTPa3BYKOBBIX
IPU3HAKOB, MO3BOJUBIINX 3aI003PUTh U IPOBECTU IIUTONCHETUYECKYIO BEPU(PUKALIUIO
nuar”o3sa (tTadmuua 3.8), 4To T0Ka3bIBaeT HEOOXOAUMOCTh MPOBEACHUS YIbTPa3ByKOBOTO
UCCIIEIOBaHMSI B TPEThEM TPUMECTpax OEpPEeMEHHOCTH B IPYIIE CPEIHEr0 U HU3KOIO

pHCKa.

Tabnuma 3.8 — YbpTpa3ByKOBbIE MapKephI, BHISABJICHHBIC Y TUIOJA ¢ CHHApOMOM JlayHa
Bo I u III TpumecTpax GepeMeHHOCTH

Ne/Y 3-mapkep Il Tpumectp Il TpumecTp
1. 'mnoriaswst/amiasust KOCTei Hoca n=26 (74%) n=4 (100%)
2. [IpeHa3aybHBII OTEK n=2 (5.7%) n=2 (50%)
3. BeHTpHKYJIOMETaIHSI n=2(5.7%) n=2 (50%)
A-B kanan — n=4,
JIMOKII — n=2,
terpaga Pamio — N= MIXKII- n=1
4. Hopoxu cepna ) pHIfAHA— n0:1, > : (25%)

JEKCTparno3uiiust aopTel — N=1.
Hroro n=11(31%)

5. ITuenoskrasus/TuApoHePpo3 n=2(5.7%) n=2 (50%)
6. Paciiennna BepxHeit n=2(5.7%)

ryObl/TBepaOTrO HEeba

7. Knunogaktumims n=2 (5.7%) n=2 (50%)
8. CannaneBuHas MICJIb CTOIBI n=2 (5.7%) n=3 (75%)

9. Atpesus 12-mepCcTHOM KUIITKA n=6 (17%) n=2 (50%)
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[Tponomxenue Tadbauist 3.8

Ne/Y 3-mapkep Il Tpumectp Il TpumecTp
10. YkopoueHue TpyOJaThiX KOCTEH n=2 (5.7%) n=4 (100%)
11. 3amepkka pocra mioaa n=2 (5.7%) n=4 (100%)
12. I'umomia3ust MO3KeUKa n=1 (2.8%) n=1 (25%)

Jucronus mouku — N=1,
13. AHOMAaINHU TTOYEK are’e3ns OJHOU MOYKHd — N=1
utoro (5.7%)

14. YToimenue MeHHON CKIIaaKA - n=2 (50%)
15. bpaxunedannaeckas hopma i n=2 (50%)
TOJIOBBI
16. ACIMT ¢ XHJIOTOPAKCOM - n=1 (25%)
17. JIByCTOPOHHSSI KOCOJIANIOCTh - n=1 (25%)
18. EnnHCcTBEHHAs apTepus n=2 (5.7%) i
TyTIOBUHBI
19. MHoTOBOTHIE n=9 (25.7%) n=3 (75%)

3.6. Ouenka 3(p(peKTUBHOCTH HOBOM THATHOCTHYECKOM MO/IeJIH 110 BbISBJICHUIO

cunapoma /layna y mioaa

Ecnu BHeIpuTh JaHHBIE TPEXIIArOBOIO HAOMIOAEHUS BO BTOPOM U TPEThEM
Tpumectpe OepemMeHHOCTH (pucyHOoK 3.15) B JAMAarHOCTUYECKUW  alITOPUTM
(pucyHok 3.14), mory4ruM AMArHOCTUYECKUHN aITOPUTM 10 KOHTUHIEHTHOMY CKPUHUHTY
JUTsL BBISIBIIEHUA cuHApoMa JlayHa y muioga y OepeMeHHbIX TPYIIbl CPEIHETO0 U HU3KOIO
pHUCKa, Ipe/ICTaBICHHBIN Ha pUCyHKe 3.19.

Kak Obuio ykazano Beime (tabnuma 3.2), 3a mepuon 2012-2020 rr. Obutn
BBISIBJICHBI 78 jokHOoOTpunateabHbix ciaydaeB CJI, 35 u3 xotopweix (44,9%) Obuin
BbIsiBIICHBI BO |l Tpumectpe, u 4 (5,1%) — B |1l TpumecTpe 6epemennocTu. Pe3ynbrarhl
rpaduuecku mnpeactaBieHbl Ha pucyHke 3.20 oTkyaa BuAHO, uto mpoueHT C/I,
BBIABJICHHBIN BO || TpuMecTpe, 3HaunTeNbHO yBennuuBaeTcs, HaunHas ¢ 2015 r. (mocine
BHEJIPEHUS AUArHOCTUYECKOTO AITOPUTMAa KOHTHHI€HTHOTO CKPUHUHTA).

Jns  Toro, 4TOOBl  HArJAJHO  MPOJIEMOHCTPUPOBATH  HEOOXOJIUMOCTH

JAUAarHOCTHYCCKUX MepOHpI/IHTI/Iﬁ II0 BBIABJIICHUIO CJIy4daCB CHHApPOMaA I[ayHa Yy 1mjioaa,
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IOPOMYIIEHHBIX B pe3yJbTaTe KOMOMHMPOBAHHOTO MPEHATAIBHOTO CKPUHUHTA, MBI
MIPOAHATIM3UPOBAIN MPOIEHTHYIO 010 ciaydaeB C/l, BBIABICHHBIX MPHU POJAX, CPEAU
Bcex ciyvaeB CJ] mona (pucynok 3.21). Kak BuaHo u3 auarpammbl mpouieHT CH y
IIJIO/1A, BBISIBJICHHBIM BO BpEMsl pOJOB, CTPEMUTENBHO Najgaer, HauumHas ¢ 2015 rona,
MOCJI€ BBEICHUS AJITOPUTMA 110 KOHTUHT€HTHOMY CKPUHUHTY.

Jns  amamuza 3(PQPEKTUBHOCTH  JUATHOCTUYECKOTO  alropuTMa s
KOHTHUHTeHTHOTo cKpuHUHTa CJ| peTpocnekTUBHO ObUTH CPOPMHUPOBAHBI 2 TPYIIIHL:
OCHOBHas Tpymnmna (0epeMeHHbIe TPYIIbl HU3KOT0 U cpeaHero pucka ¢ 2015-2019 rr.) u
rpyIa KOHTPOIs (MCTOPUYECKOI0), B KOTOPYIO BOIUIA OEPEMEHHBIE TPYIIIIBI CPEIHETO
W HU3KOTrO pucka 3a nepuoj 2012-2014 rr. (tabnwuia 3.7).

B ykazaHHpIX Tpymnmax ObUTM TMpPOaHAIU3UPOBAHBI TaKWE JIUATHOCTHYECKHUE
XapaKTEPUCTUKU TPEHATAJIbHBIX TECTOB, KAaK YYBCTBUTEIBHOCTh M CIEUU(PUYHOCTD,
[IaHC UMETh AaHOMAJILHBIN KapUOTHI TIPH MOJIOKUTENIbHOM pe3ynbTaTte Tecta (OAPR) u
KOJIMYECTBO KEHIIMH, MPOLIEAMNX CKPUHUHT Ha 100 MONOKUTENbHBIX PE3yIbTaTOB
(WS) (tabamma 3.8), 4TO JJOKa3bIBaeT, 4YTO TOCJIE BBEACHHS TUArHOCTHYECKOIO
QIrOpUTMa TO KOHTHHTEHTHOMY CKPUHUHTY B 3HAYUTEIBHOW CTEMEHW MOBBICHIIACH
YyBCTBUTEIBHOCTh MpeHaTanbHOW auarHoctuku CJI mmoma Bo Il u Il Tpumectpe
oepemennoctu (71,1% mocne 2015 1. mo cpaBHenwuto ¢ 21,2% mo 2015 r.), mpu sToM

Cl'IeL[I/I(l)I/IqHOCTB BBIABJICHUA CI[ IIOYTH HC U3MCHMNJIACH.
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Pucynok 3.30 — /IluarHoctuueckuii anropuT™ Jyisi KOMOMHHUPOBAHHOTO CKPUHHMHTA 1O CUHApoMy JlayHa y miona
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Pucynox 3.31 — J[luarpamma pacnpeneneHusi BpPEMEHU  BbISBICHUS
JIO’KHOOTPULIATENBHBIX PE3yNbTaTOB cuHIpoMa JayHa 3a nepuoa 20122019 rr. B PT
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Pucynoxk 3.32 — I'paduk pacnpeaenenus noiu ciaydaeB cunapoma Jlayna (B %),
BBISIBJICHHBIX IMOCTHATAJbHO, 3a niepuoa 2012-2019 rr.
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Tabnuua 3.9 — CpaBHUTENbHAS XapAKTEPUCTUKA TPYIIIBI KOHTPOJISE U OCHOBHOM T'PYTIIbI
10 MPUMEHEHUIO KOHTUHT€HTHOTO CKPUHUHTA 110 BBISIBIICHUIO CUHIpoMa JlayHa y mioia

OcHoBHas I'pynna
XapakTepucTuka rpyrmmna KOHTPOJIS p
(2015-2019 rr.) | (2012-2014 rr.)
KonnuectBo GepeMeHHBIX 198321 114822 -
33,346,2 31,7+5,6
Bospacr (% Bbiiie 35 ner) 0,056
(22-46) (21-42)
Bce cimyuan CJI, BBISIBJIEHHBIE TTOCIIE
KOMOMHHPOBAHHOTO MPEHATAILHOTO 45 33
CKpUHUHTA
Crnydau, BBISIBIIEHHBIE IPEHATAIBHO U 32 7 0,01
anTeHaraiabHO (TruePositive)
City4au, BBISIBIICHHBIE IOCTHATAIBHO 13 26
(FalseNegative)
Komnuecto UII/I (koprouenTtes
JINYECTB J1 (xopaoueHTes) 371 334
Jlo’)kxHOOTpHUIIATETTLHBIC 0,001
. 339 327
(Falsepositive)
Tabmuua 3.10 — CpaBHHUTENbHBI aHaIU3 JAMATHOCTHUYECKUX XAPAKTEPUCTUK

yJIBTPAa3BYKOBOM JTMAarHOCTHUKKA BO BTOPOM M TPETbEM TPUMECTPE OEPEMEHHOCTH I10
BBIBJICHUIO cUHApoMa [layHa y muiona

OcHoBHas Tpymma ['pynmna KoHTpOJIs
XapakTepuCcTHUKa p
(2015-2019 rr.) (2012-2014 rr.)
YyBCTBUTEIBHOCTH 71,1% 21,2% 0,0001
CnenuduaHOCTb 99,8% 99,7% 0,82
DS100 12 9 0,0001
OAPR 1:9 1:2 0,001
WS100 620671 1644514 0,0001

3nauntensHo mnoBbicwiicss DS100. Ilpu ompenenenun mokaszanuii ans WII]]
nocTaToyHo JoOonbITHEIM sBisieTcss OAPR, KOTOpBIM MOKa3bIBa€T COOTHOIICHUE

HOPMAJIbHBIX W aAHOMAJIbHBIX KAapPHWOTHUIIOB IJIOZIda B JAaHHOM CJjIy4dac. Kak BUJIHO, IIpH
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BbIsiBIIeHUU Y 3 MapkepoB CJI mocine 2015 roaa, BeposatHocTs Hamuuus CJI y miioga B 12
pa3 IpeBOCXOUT BEPOATHOCTh HOPMAJIBHOTO KapUOTHIIA.

Takum o00pa3oM, KOMOMHHPOBAaHHBIA NpEHATAIbHBI CKPpUHUHT XA mona
ycnenrHo BHeapeH Ha tepputopun PT ¢ 2012 r. [Tokazarenu 3¢pheKTUBHOCTH CKPUHUHTA
¢ 2012 no 2019 r. BeMOHCTPUPYIOT, YTO CKPUHUHT IPOBOJIUTCS HA BBICOKOM YPOBHE, HE
YCTyINasi U MPEBOCXOAS MEXIyHApPOJHbIE U OOIIEPOCCHIICKME MOKA3aTeIu HACTOJBKO,
yto TaTapcTaH HEOAHOKPATHO ObLI HArpaXKJIE€H JUIUIOMAaMM, TPU3HAIOIIMMHU 3aCIyTH B
00JacTy MpeHaTaIbHOrO0 CKPUHUHTA.

Tem He MeHee, aHAJIM3 PE3yJIbTaTOB PAHHUX JTAIOB CKPUHUHIA BBIABUJ, YTO
YyBCTBUTEJILHOCTh CKPUHHMHIA MoOIJla OBITh 3HAUUTENBHO YyBEJMYEHa Osaroaaps
MOCTOSIHHOMY AayAWTy W IOBTOPHBIM YJIBTPa3BYKOBBIM OOCJI€ZOBAaHUSIM CO CTOPOHBI
KBATU(UIIMPOBAHHBIX 3KCIEPTOB pedepeHcHoro neHtpa no Pecnybmuke Tarapcran. B
paMKax HacCTOALIEr0 MCCIENAOBaHUS ObUIM OTOOpaHbl KPUTEPUU DPAHHEH IUArHOCTUKU
JIO’)KHOOTPHULATENILHBIX PE3YJIBTATOB IO CUHAPOMY JlayHa y 11013, KOTOPBIE B JAIBHEUILIEM
ObUTM BaJIUAM3UPOBAHbl M BHEJPEHbl B CTPOWHBIA JMArHOCTUYECKUI aIropuT™M JUis
BBISIBIICHUS CUHApoMa JlayHa BO BTOpPOM M TpPETbEM TpUMECTpe OEepeMEHHOCTH.
PerpocniekTHBHBIN aHAIIM3 MMOKA3aJjl, YTO JUATHOCTUYECKUAN aJITOPUTM IO KOHTUHTE€HTHOMY
CKPUHUHTY JUIsI BBISIBJIEHUS CHHAPOMA JlayHa y 110/1a B 3HAYUTEIBHOM CTEIIEHN YBEJIUYNUTD

MMPCHATAJIbHYIO 1 AHTCHATAJIbHYIO TMAIrHOCTUKY JaHHOT'O CHHAPOMA.

3.7. Ipyrue XxpoMOCOMHBIE AHOMAJINH

HecmoTps Ha TO, YTO BBINICONUCAHHBIM aJITOPUTM KOHTHHTEHTHOTO CKPUHHUHTA
(pucynoxk 3.32) 6611 pa3paboTaH Ha mpuMepe OEpEeMEeHHBIX ¢ CUHApoMOoM JlayHa y mioga
Y HaIlleJIeH 1Mo OO0JIbIIIeH YaCTH UIMEHHO Ha 3TOT CHHJIPOM, OCHOBHBIE IPUHITUIIBI, KOTOPHIE
JIEkKaT B OCHOBE 3TOT0 AJITOPUTMA, @ UMEHHO:

1. BelgBieHHe TpyNIbl pucka OEPEMEHHBIX, CPEIU CPETHEN U HU3KOU TPYTIIIBI, IO

pE3yabTaTy KOM6I/IHI/IpOBaHHOFO NpeHaTajaibHOro CKpHHHHIA, C H30JUPOBAHHBIM
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W3MEHEeHHEM OHOXUMHUYEeCKHMX MapkepoB (cHmwkenuemM PAPP-A u b-XT'Y) wwm
COUYETAHHBIM C YJIbTPa3BYKOBBIMU U3MEHEHUSIMM.

2. DKCHepTHOE YIbTPa3ByKOBOE HcCcenoBaHue ImionoB Bo |l Tpumectpax,
BpauyaMy YJbTPa3BYKOBOM JIMAarHOCTUKHU, CHEHUATU3UPYIOUIMMUCS B JHArHOCTUKE
pa3NMYHBIX AHOMAJIUM pa3BUTUS IUIOAA W CHUHAPOMAIbHBIX HM3MEHEHUW Yy IUIOJA,
XapaKTEPHbIE ISl PA3IMYHBIX XPOMOCOMHBIX AaHOMAJIUH.

bnarogapsi nOCTOSIHHOMY CUCTEMAaTUYECKOMY MPUMEHEHHUIO JaHHBIX MTPUHIIUIIOB,
¢ 2012 mo 2020 rr. Bo Il u Il TpumecTpax GepemenHOCTH OBUTH OOHApY>KEHBI erie 15
XPOMOCOMHBIX aHOMAJIUN Yy IUIOJA, KpPAaTKUE XapaKTEPUCTUKH KOTOPBIX IPUBEJIECHBI B
tabnuue 3.9.

Cpennuii Bo3pacT OepeMeHHBIX cocTaBui 27,6£2,81 5er, u Bcero y ABYX
o6epemennbix (13,3%) Bo3pact ObL1 cTapiie 35 Jyer.

VY nonasnstomero OosbmuHCTBA OepemeHHbIX (14 u3 15, 93,3%) XA Obuta
BBISIBJIECHA BO BTOpOM TpuMectpe OepemeHHoctd (18—20 Henmenb), TOIBKO y OJHOMN
oepemennori (Ne 2) XA Oputa BeIsiBIeHa Ha 28—29 recrtarmonHoi Hemene. Hioke
MpUBEIECHA BBIMKUCKA U3 MIPOTOKOJA Y3 00CieI0BaHUs JaHHON OepeMEeHHOM.

V31 (3akmroueHue) — OepemeHHOCTh 28—29 Henenb. EnuHcTBEeHHas apTepus
MyNOBUHBI, 00pa3yeT MeTIo crpasa oT MoueBoro nmy3bipsa. TIIT — 5,4 MM, KOCTh HOCA —
onpezensercs. Buzyanuzauusi CTpyKTyp TOJOBHOTO MO3Ta 4epe3 OONbIION pOJHUYOK
3aTpyHEHA, BO3MOYKHO — PAHHEE 3aKpPbITHE.

Kak BuaHo, mogo3penre Ha XA BO3HHMKIO TOJbKO Ojarofaps HaJdU4MIO JBYX
MSITKUX MapKepoOB: CHMHOCTO3 W €IMHCTBEHHas apTepusi mynoBuHbl. W TO, W npyroe
CTaHOBATCS OYEBUIHBIMU B OCHOBHOM Ha MO3JTHUX CpoKax OepeMeHHOCTH. B pesymbrare
MHBA3UBHOTO 00cienoBanus (KopaoueHTe3) Oblia BblsiBiieHa 47XX+mar. bepeMeHHOCTh
ObL1a MpepBaHa B COOTBETCTBUU C PEILICHUEM TPEHATAIBHOIO KOHCUIIMYMa Ha OCHOBAHUU

npukaza M3 PT ot 15.09.2014 Ne 1668 ¢ cornacusi 6epeMeHHOM.
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Tabmuna 3.11 — [Ipyrue xpomocomMHble aHOMaNH (KpoMme cuHapoma JlayHa), BeIsIBI€HHbIE TpeHaTanbHo B Pecnyonuke TaTapctan
3a nepuoj 20122020 rr.

K C PAPP- | PAPP-A C
Ol pospacr | T pok KTP | 4CC | TBM BHGC | BHGC(MoM)| T21 | T18 | T13 XA POk
(No) CKpUHMHTA | OCpEeMEHHOCTH A (MOM) BBISIBIICHUS
46XY
01 | 34 |08.06.2018 | 11men +lnens | 46 | 166 | 2,2 | 0,819 | 0342 | 374 0,721 161 | 3150 | 1147 | (i 1) 623 19-20
02 | 39 | 15082018 | 14 mentlnens | 39 | 162 | 3 | 4,245 | 0,707 | 23,44 0,86 1503 | 4915 | 3795 | 47XX+mar 29
ATXY+9 (1
03 | 40 |31.082018 | 12men+3ams | 59 | 166 | 2 | 0,862 | 0434 | 100 1,295 1419 | 3622 | 11386 | exf ((7)0)’ 24-25
04 | 27 | 24112017 | 11 men+6 ameii | 52 | 141 | 16 | 029 | 0,107 | 155 0,285 7052 | 351 | 3548 BOXXX 19-20
05 | 25 | 27.05.2016 | 11 men+3 aueii | 47 | 166 | 1,1 | 025 | 0076 | 1529 | 0248 |17835| 1096 | 17500 BIXXX 20
46X Xdel(4)
(p14)
06 | 21 |15.022016 | 13 men +2mms | 64 | 144 | 2,1 | 5556 | 1,3666 | 95,89 1,36 2787 | 16923 | 135361 |  (cummpom 18
Bonbda-
XupurxopHa)
07 | 23 | 04.09.2015 | 13men+6ameii | 79 | 158 | 25 | 1,680 | 0,168 | 89 0,205 | 20891 | 764 | 2587 DrBapic 26-27
08 | 23 |23.06.2019 | 13men+0 | 67 | 158 | 1,9 | 1358 | 2,132 | 97,43 227 20000 | 20000 | 20000 SrBapc 19-20
09 | 22 |01.11.1980 | 12 men+4 ans | 61,1| 165 | 1,1 | 1,085 | 0275 | 11 0,258 | 14902 | 138 | 1595 | 47XX+mar 20-21
010| 25 |26.12.2013 |12 men +4 ameii | 61 | 165 | 1,7 | 0,699 | 0,143 | 9.1 0,198  |19019| 1052 | 7363 SBapic 20-21
011| 26 | 19.05.2014 | 13 men+lameii | 70 | 149 | 2 | 0,793 | 0,11 11 0,246 | 18147 | 604 | 5073 DnBapic 20-21
012| 27 | 27.03.2014 | 12 men+6mmeii | 66 | 161 | 1,6 | 3419 | 0772 | 345 0,948 | 17149 | 42304 | 132595 me}; CHICBCIHI 22
epHepa
i 69XX
013| 27 |29.08.2012 | 12 men+6ameii | 65 | 159 | 15 | 2,117 | 0489 | 3.9 0,099 |17195| 579 | 19382 22
TpI/IHHOI/I}II/IH
M
014 | 27 | 11.08.2019 | 12men+2 ameii | 58 | 169 | 1,3 | 2,827 | 0,741 | 33,9 0,766 | 16737 | 20000 | 20000 | . POASICIU 19
22 XpOMOCOMBI
47XY+1
015| 28 | 28.06.2016 | 12nex+6uueii | 66 | 164 | 17 | 0761 | 0256 | 1218 | 0423 | 15053 | 1697 | 4762 | YRYTIden o100

[Tatay
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KTP mioga npu mHpoBEACHUM PAHHETO KOMOMHHPOBAHHOIO MPEHATAIbHOIO
CKpUHMHTa cocTaBwi B cpennem 60,3+2.41 MM (MuH.—Makc.. 46—79). UCC mnona
YKIIAABIBAJICS B TIpe/IeiaX HOPMBI MPAKTHUECKH Y BCeX OepeMeHHBIX, KpoMme nByx: Ne 08
u Ne 014.

bepemennass Ne 8 (23 roma) Oblma oOciegoBaHa B paMKax KOMOWHHUPOBAHHOTO
IpEHaTAJIbHOIO CKpPUHUHTA Ha cpoke OepeMeHHocTH 13 Hen.+0 gHEl, mpu KOTOpOM He
OBLJIO BBISIBJICHBI YIBTPa3BYKOBBIX U OMOXUMHYECKUX MapKepoB (pucyHOK 3.35), Gosee
TOrO0 WHJWBUAYAJIbHBIA PUCK MO BCEM XPOMOCOMHBIX aHoManusM (cuHapom JlayHa,
DnBapjca, [latay) y nannoit 6epemennoi 611 1:20000 (Hu3kas rpymnmna pucka). Ha cpoke
o6epemennoctu 19-20 Henenb, Bo Bpemst Y3U, y 1710/1a BBISIBIICHBI CIEAYIONINE MapKePhI
XA: paHHss  3ajep)KKa pocTa  IUIOJA, KUCThl  COCYJUCTBIX  CIUIETEHHUU,
Opaxunedanuyeckas Gopma royioBku, nepumemopanosnbii JIMXIT — 1,9 mm. Bcee
BBISIBJICHHBIE MapKephl, HE MOTJU ObITh AUArHOCTHUPOBAHBI B MEpPBOM Tpumectpe. B
pe3yJibTaTeé WHBA3UBHOTO 00cCienoBaHusl (KOPIOLEHTE3) ObUI BBISBICH CHHIPOM
Onsapaca (T18). bepemeHHocTh OblIa TpepBaHa B COOTBETCTBUU C PEHICHUEM
IIpeHaTaJIbHOTO KOHCUJIMyMa Ha OCHOBaHuU npuka3a M3 PT ¢ cornacusi 6epeMeHHOM.

TonmuHa BOPOTHUKOBOTO MPOCTPAaHCTBA B cpenHeMm cocraBuwia 1,82+0,13 mm
(Mun.—Makc.: 1,1-2,5 mm).

HocoBast kocTh ompezaensyiach y BceX OepeMeHHBIX, KpoMe OepemeHHou Ne 06.
HecmoTtpst Ha 3TO, puck mo BceM XA y naHHOM OepeMeHHO# Obuta HM3KOH. OmHAKO
noBTopHoe Y3U Ha 18-ii Henene OepeMEHHOCTH BBISIBWIO CIeAyrolne mMapkepbl XA:
arutazust HK mona, mansdopmarus denan-Yokepa (B o0mactu 3aHei YepeITHON SIMKHU
BU3YAJIM3UPYETCS KUCTO3HOE oOpaszoBanume paszmepom 10%*9.8 MMm). Ammazust 4epBs
Mo3keuka. [lepegnue pora 60KOBBIX kemyqoukoB — 4,3 mM; 3-i sxenyaouek — 1,8 mwm;
CunbsBueBa 6oposaa — 4,3 mm; JIMXKII, ®IIK, MIIK — He HapyIieHBbI.

UYto kacaetrcss Ouoxumuueckux mapkepoB, PAPP-A < 0,5 (MoM) y 11 u3 15
oepemennsbix (73,3%), BHGC< 0,5 (MoM) —y 8 u3 15 (53,3%). [IpumeuarenbHo, 4TO BCe
8 cimyuaeB cHmkenus PHGC conpoBoxknanucek cHuxeHuem PAPP-A.

Puck mo XA (B nuanazone 1:100—1:1000) Ob11 cpenaum y 7 u3 15 GepeMeHHbBIX
(46,7%).
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Takum 00pa3oM, BO BTOPOM U TPEThEM TPHUMECTpax OEpEeMEHHOCTH y IUIOJA,
NOMHMO cHHIApoMa JlayHa, JOMOJHUTENBHO, OBUTM JWAarHOCTUPOBaHBI emie 17
XPOMOCOMHBIX aHOMalui: cuHApoM OnaBapaca — 3 (n), cuaapom Ilaray — 3 (n),
tpumtonaus — 3 (N), cunapom Illepemesckoro-Tepuepa — 2 (n), cunapom Boibda-
XwupmrxopHa — 1 (n), Tpucomus 47XY+9 —1 (n), 47XX+mar —1 (n), 46XY del (11) 923
(menenwmst mmrHHOTO TIeda 11-i xpomocomsr) — 1 (n), 47XX+mar — 1 (n), cuaapom u-
JIxopmka (MAKpOAEICIUS ITHHHOIO ieda 22-i xpomocomsl, 22011.2) — 1 (n).

Jlanubie XA ObUTH BBISBJICHBI 0JIaro1aps CICAYIOMNM KPUTCPHUSIM:

1. Ayaur Y3U KOMOMHMpPOBAHHOTO IPEHATAIHLHOTO CKPWHUHTA, BBISBICHUE
JUArHOCTUYECKOTO arOpuTMa.

2. Cpennuii puck XA twiona (B nuamnazone 1:100—1:1000).

3. OnHoBpeMeHHOe cHIKeHue onoxumudeckux mapkepoB BXIY u PAPP-a nuxe

0,5 MoM.
4. Hanuuue ynbTpa3ByKoBbIX MapkepoB XA (yBenumuenne YCC w/umm

TUIIOTIIa3Us/ania3usi HOCOBOM KOCTH).

V3U B I-m TpuMecTpe (B T.4. MAPKEPHI XPOMOCOMHOI [MATOAOTVIN T1A0AA):

AanBuna Bagumosna ABycesa

Koa FMF oneparopa: 102867

Cpoxk Gepemennoctu (CB): 13 mea, + 0 ameii mo KTP

IMAP no Y3U: 29.12.2022

Haxoaku: okuHas MaTOuHaA GepeMeHHOCTs - CepaeuHasn AeATeABHOCTh [TA0AA ONPEeACATeTCs
UCC naoaa 158 ya./mun —e—

Komunko-temennost pasmep (KTP) 67,0 mm ——

ToAammHa BOpOTHIKOBOTO TipocTpascTsa (TBIT) 1,90 mm

Kocrs Hoca: onpejeasiercs; JONnaepoMeTpus TPUKYCIIMAAABHOIO KAANIaHA: HOPMa;

Buoxummst MaTepUHCKOY CLIBOPOTKM:

TIpoBa 005558377 ; obopyaosanne: BRAHMS Krg?tor.
Caoboanasn Gera-cyopeaunna XI: 43 ME/a [ 2,271 MoM

PAPP-A: 13,580 ME/a / 2,132 MoM

Cpeanee aptepuadbhoe AapaeHune: 77,584 MM pr.cT.  okpuBaseHTHO 0,9666 MoM

Ozxuaaemsrit puck Tpucomun 21, 18, 13:

Bospacr marepu: 23,2 aer(roaa).

FMF Oneparop: Aasbuna Bagumosra AGycesa, FMF Id: 102867

Cocmiosnue Basosuiit puck Mndusudyarsnoiii (cxopexnup i1) puck
Tpucommua 21 1u3 1041 <1 u3 20000
Tpucommua 18 1ma 2580 <1 w3 20000
Tpucomus 13 1ma 8084 <1 u3 20000

Pucynoxk 3.33 — Pacuer pucka XpOMOCOMHBIX aHOMAJIMK y TIOAA C CUHIPOMOM
DnBapjca, rpyrmmna pucka Huzkas. OTCyTCTBHE OMOXUMUYECKUX MapPKEPOB

HpI/I HAJIMYUHU XOTS OBl OJHOro mn3 IMICPCUYHUCIICHHBIX ITYHKTOB 6CpeM€HHBIM

BBIMOJHSUIOCH  TIIATEIbHOE YIBbTPa3ByKOBOE OOCIEIOBaHHWE IIJI0JJa CO CTOPOHBI
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KBATM(UIUPOBAHHBIX  AKCIEPTOB PEPEPEHCHOrO0 IEHTpa. BbIsBIEHUE MSATKUX

YIJIbTPA3BYKOBBIX MAPKCPOB BO BPCMA «KI'CHCTHUYCCKOI'O V31 YKa3bIBACT Ha BBICOKHNHU

puck XA mioga ¥ HEOOXOAMMOCTh WHBAa3UBHOW MPOILEAYPHI JJIsi OKOHUYATEIbHOIO

Juargo3a.

. ﬁ TonBIl 1.932 mm

Pucynox 3.34 — Ormenka apxuBa HU300pKEHUS C H3MEPEHHEM TOJIIUHBI
BOPOTHUKOBOTO MPOCTPAHCTBA U KOCTU Hoca. OtcyTcTBUe Y 3-MapkepoB B I Tpumectpe
y IJI07a ¢ CUHHAPOMOM DJIBapjca

Y3U B I-m TpumecTpe (B T.4. MapKephl XPOMOCOMHO¥ TATOAOTHN T1104):
Aanbuna Bagumosaa Abycesa

Koa FMF oneparopa: 102867

Cpox Gepemennoctn (CB): 12 nea. + 2 aneit io KTP

TIAP no ¥31: 21.02.2022

Haxoaxu: OOBIuHas MaTOuHas GepemMeHHOCTs - CepaeHasn AesTeABHOCTh 1A0AA ONPeACAsIeTCH
UYCC naoaa 169 ya./mun ——

Komuuko-remennoit pasmep (KTP) 58,0 mm F—e—

Toamuna sopornnkosoro npocrpascrsa (TBIT) 1,30 mm

Kocrs Hoca: onpegeasercs; AonnaepoMeTpys TPUKYCIIMAAABHOTO KAaTTaHa: HOpMa;

Bbuoxummst MaTeancxoﬁ CBIBOPOTKM:

ITpoba 004448172 ; obopyaosanue: BRAHMS Kr};glor.
CBoGoanas Gera-cyopeannmia XI'U: 33,92 ME/a / 0,766 MoM
PAPP-A: 2,827 ME/a / 0,741 MoM

AonraepomMeTpus MATOYHBIX apTepuii:
Tpeskaamncus npu npeasiaymeit GepeMeHHOCTH: HeT

Osxnpaemuui puck Tpucommn 21, 18, 13:

Bospacr matepu: 27,3 aet(roaa).

FMF Oneparop: Aas6una Baanumonna Abycesa, FMF Id: 102867

Cocmosnue Basoswit puck ¥ yarvHbiit (cxope ) pucx
Tpucomus 21 1mu3 837 1 u3 16737

Tpucomusn 18 113 1986 <1 u3 20000

Tpucomus 13 1u3 6245 <1 13 20000

Pucynok 3.35 — Pacuer prcka XpOMOCOMHBIX aHOMAJIU Yy TI710/1a ¢ CUHAPOMOM 1
JIxopmxu, rpynna pucka HA3Kas
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TonBM 1.34 mm

Pucynox 3.36 — OrneHka apxuBa H300paXEHHS C HM3MEPEHUEM TOJIIUHbI
BOPOTHUKOBOTO MPOCTPAHCTBA U KOCTU HOca. OtcyTcTBUe Y 3-MapkepoB B I TpumecTpe
y wioza ¢ cugapomoM Jlu Jxopaxu

Pucynok 3.37 — KucTel COCyOUCTBIX CIUIETEHHA Yy IUI0Ja € cUHApoMoMm Jlu
Jxopmxu Ha cpoke 19-20 Henenb
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N
Pagtr1 1.82 mm

Paccrl 3.94 mm
Paccr2 1.41 mm

Pucynok 3.38 — ['unomiazus aopThl y mioga ¢ cuHapomMom Jlu J>Kopku Ha Cpoke
19-20 nenmens (A — BeixomHOM TpakT U3 ieBoro xenyaouka; b — Cpes uepes 3 cocyna)

3.8. Pa3zpadoTka HOBOM IMArHOCTHYECKON MO/IE/IH 10 KOHTHHI€HTHOMY

CKPUHHUHIY XPOMOCOMHBIX AHOMAJIUI Yy I101a

Takum 0Opa3om, TPy BBEJICHNUH JIAHHBIX 1O IPYTUM XA 11072 B TUarHOCTUYECKUMA
AJITOPUTM IO KOHTHUHTE€HTHOMY CKPUHMHTY cuHApoma JlayHa y mioaa, Mbl MOJTy4YUM
MOJIENb, IPEACTaBICHHYIO Ha pUcyHKe 3.39.

JlaHHass MOJEnb MOMOXET BBIIBUTH XPOMOCOMHBIE aHOMAJIMH, IIPOIYIICHHBIC»
BO BpeMs KOMOMHHPOBAHHOTO MpPEHATaJIbHOTO CKPUHHMHTA 10 POJIOB, YTO, B CBOIO
odepesib, 00ECIEUYUT BO3MOXKHOCTH HHMOOPMHUPOBAHHS POIUTEICH M BO3MOXKHOCTH

MMPOBCACHUSA JOIIOJIHUTCIBbHBIX JUAIrHOCTHYCCKHUX MGpOHpI’IHTPIfI.
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Cnegyer Takke YNOMHUHYTh, 4TO B (DOKyce IaHHOW pabOThl XPOMOCOMHBIE
aHOMAaJIUU, COTPOBOXKIAIOIINECS TSHKEIBIMU aHOMAIUSIMH, KOTOPble HECOBMECTHUMBI C
KU3HBIO, 100 B CYIIIECTBEHHOHN CTETIEHU MOBIUAIOT Ha KAYECTBO KU3HU peOeHKa Mmocie
ponoB. CylIecTByeT MHOMXECTBO XPOMOCOMHBIX JHMCIIOKAIMM, MO3aulM3MOB HIIU
HEeCTaOUIIBHOCTEH, HE COMPOBOXK/IAIOIIHECS CEpbE3HBIMU HapYIICHUSMH
KU3ZHEIEATEIIbHOCTH, KOTOPbIE BBISBISIIOTCS Ha 0oJiee MO3AHMX CPOKax IecTalMH, a
TaKXKe MOCJIE POXKIICHHUS, U HE SIBJIIOTCS MOKa3aHUEM JIJIsl IPEepPhIBaHUs OEPEMEHHOCTH.

K TakuMm aHOManusM OTHOCSTCS Yalle, MOJIUCOMHH IO IMOJOBBIM XPOMOCOMAM:
47XXX — tpucomus o X xpomocome, 47 XXY — cunnpom Knaitnpensrepa, 47 XYY —
JIxelikoOca, TakXke HMEETCS] OTHOCUTENBHO OJIarONpPHUSATHBIA MPOTHO3 IS KU3HU
BapUAHThl MOHOCOMHUHU IMOJOBBIX XpomMocoM — cuHapoM TepHepa (45 XO). B atux
Clly4asiX 4aile OTCYTCTBYIOT KakKue-IMOO aHOMAallud Pa3BUTHS OPTaHOB U CHUCTEM BO
BTOPOM H TPEThEM TPUMECTpaX OEPEeMEHHOCTH, MOTYT OBITh BBISBICHBI MATKHE
sxorpaduueckue MapKephl, TaKue Kak, HeOoJbIlas 3aJepKKa pocTa IJ10/1a, aHOMaJIuu
pa3BUTHUS TOJNIOBBIX OpraHoB. OJHAKO, OCBEJOMJIEHHOCTh POJUTENEH O 3a00JeBaHUU
pebeHKa JaeT BO3MOXHOCTb [JIi CBOEBPEMEHHOIO JICUEHHS M NPO(IaKTHKU

HHBAJIMAW3AalIUH U ITIOAACPIKAHNA HOPMAJIBHOI'O Ka4CCTBA JKU3HU.
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]

-

Pucynok 3.39 — AJTOpUTM KOHTHHI€HTHOTO CKPUHHMHTA XPOMOCOMHBIX aHOMAIMM TjIojla Yy OEpEeMEHHBIX T'PYIIIbI
HU3KOTO/CPEHET0 pUCKa BO BTOPOM U TPETHEM TPUMECTPAX OEPEMEHHOCTH
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3AK/IIOYEHUE

[Tocne toro, kak Ha XIII konrpecce MexayHapogHOro oOIecTBa Bpadei 1o
yJIbTPa3ByKOBOM JMAarHOCTUKE B AKYIIEPCTBE M THHEKOJIOTUH OBLIO 3asBIEHO, YTO
YYBCTBUTEIBHOCTh PAHHET0 KOMOMHMPOBAHHOTO CKPUHMHIA Ha BBISBICHHE CAMBIX
pacnpoCTpaHEHHBIX aHEYIUIOUAuN oOnamaeT BBICOKOU (85—90%) 4yBCTBUTEIHLHOCTHIO
NP HUBKOM J10JI€ JIOMKHOMOJIOKUTEIBHBIX pe3ynbTaToB (A0 3%), ONBIT paHHEro
KOMOMHHMPOBAaHHOTO CKPUHUHIA Hayald BHEAPATh B CHUCTEMY 3paBOOXPaHEHUS
OOJIBIIIMHCTBA Pa3BUTHIX CTpaH MHpa, B ToM 4uciie U B Poccuiickoit deneparm [167,
193].

Konnenmuss paHHero KOMOMHMpPOBAaHHOI'O IPEHATaJIbHOIO CKPUHUHIA Oblia
pa3padorana Kunpocom Hukonannecom u @ongom deransroit Memuunasl (FMF) [27,
162] u peanuzoBaiack Ha cpoke 6epemennoctu 11-14 nenens [47, 49].

JlanHpie  OuLEHKM 3(P(EKTUBHOCTH NPEHATAIBHOIO CKpUHMHTa B PO
CBUJETENBCTBYIOT O TOM, 4YTO Mociie BHeapeHus anroputmMa FMF B 3HaumrtensHol
CTENICHM TOBBICWIACh 4acToTa BbisABieHHs XA [19], mnpu stoM, dacToTa
JIOKHOOTPHIIATEIBHBIX PE3yJIbTATOB BCE €IIIE OCTACTCS TOCTATOYHO BhIcOKOM [19].

JIo’KHOOTpULIATENbHBIMU CUHUTAIOTCS BCE PE3YJIbTaThl PaHHEro MPEHATalIbHOI'O
CKPHUHMHIA, KOTJa y IJI0AA TUATHOCTUPYETCS HU3KAW WM CPEAHUM pUCK XA, OJHAKO BO
BTOPOM H TPEThEM TPUMeECTpe OEPEMEHHOCTH HIIM TIOCTIE POJIOB BBISIBISIETCS XA.

Oco0OeHHyI0 aKTyaJbHOCTh JaHHas TpoOiiema mMmeeT Tpu cunHiapome [layHa y

IUTO/Ia, B CBSI3U C TEM, 4TO 3TO camas dactas XA [125, 242]. Ilpu stom, Bcero 60—80%
ciydaeB CJI BISBISIOTCS B TIepBOM TpuMecTpe OepemeHHOCTH, U emie 18—-33% — Bo
BTOPOM TpPUMECTpEe OEpEeMEHHOCTH. DTO O3HauyaeT, 4To MpuONM3UTeIbHO B 2—-22%
cnyudasx CJ/] y rutona nuarHoctupyrores mocie poaos [115, 188, 230].

B CBs3M C OTUM, CTAHOBUTCS OYEBUAHBIM HEOOXOIMMOCTH  TIOBBIICHHS
JMAarHOCTHYECKOM TOYHOCTH MPEHATATIBHOIO CKPUHHHT'A, IS BHISIBIICHUS IPOITYIIIEHHBIX Ha
paHHEeM KOMOMHHPOBAHHOM CKPHUHHHIE CliydaeB XA BO BTOPOM U TPETbEM TPUMECTPE

oepemennoctu [48, 97, 202]. Ha yka3zaHHBIX CpOKaX HCCIICAOBAHHE MPOBOAUTCS IIyTEM
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OLIEHKU «MSITKUX MapkepoB» XA. ITouck JaHHBIX MapKepOB C OAHON CTOPOHBI HE TPEOyeT
CHELMAIEHOMN NEPENOATOTOBKY Bpaya yJIbTPa3ByKOBOU TMATHOCTUKH, IOTOMY YTO SIBJISIETCS
JIETaJIbHOM OLIEHKOM BCEX aHATOMUYECKHX XapaKTEPUCTHK IUiofa mnpu nomomwm Y3U, ¢
JIPYrold CTOPOHBI, HAmNpsSMYK0 3aBUCUT OT OIbITA Bpaya MU YPOBHS MPAKTUYECKOU
HOJrOTOBIICHHOCTH [67, 142, 206]. B CBsI3u ¢ TeM, 4TO KOJMUYECTBO KBATH(DUITUPOBAHHBIX
IKCIIEPTOB (PeePAILHOTO YPOBHS CTPOrO OrPaHUYEHO, U paboTaloT OHU B peepeHCHBIX
NEpUHATAIBHBIX  LEHTpaX, BO3HUKAET HEOOXOJUMOCTh Pa3padOTKU  CIEHUATbHBIX
JMAarHOCTUYECKUX ~aAJITOPUTMOB JJis1 BbIOOpa OEpEeMEHHBIX, KOTOPHIM HEOOXOIHMO
yJIBTPa3ByKOBOE 0OCIIEI0OBAHNE HA SKCIIEPTHOM YPOBHE.

B cBsi3U ¢ BBIIEU3I0KEHHBIM, ObllIa MIOCTaBJICHA LeJIb U3YYUTh BO3MOKHOCTH U
OLICHUTHh poJib 3xorpapuueckux wmapkepoB II u III Tpumectpa OepemeHHOCTH B
JUArHOCTUKE XPOMOCOMHBIX aHOMAJIMH y TUIOZa B IPyNIax CPEIHErO0 U HU3KOIO PHUCKA,
c(hOpMUPOBAHHBIX IO PE3yjbTaTaM KOMOWHUPOBAHHOTO MPEHATaJIbHOIO CKpUHUHTA |
TpUMECTpA.

B 3agaum wuccienoBaHUs  BXOAWI  AHAIM3  COBPEMEHHOIO  COCTOSIHUS
3¢ (HEKTUBHOCTH KOMOMHUPOBAHHOI'O MPEHATAIBHOIO CKPUHUHTA MEPBOr0 TPUMECTPA B
Peciyomuke Tarapcran 3a 2012-2020 rr., peTpoCHEKTHBHBIA aHAJU3 BCEX
JIO’)KHOOTPULIATENBHBIX ~ PE3yJbTaTOB, MPEACTABICHHBIA B  AHTEHATAIBHOM U
NOCTHATAJIBHOM JIMarHOCTHKE XPOMOCOMHBIX aHOMajui, pa3padoTka KpUTEpPHUEB
pasrpaHudeHUss OCpEeMEHHBIX B TPYIIE CPEAHEr0 PHCKa XPOMOCOMHBIX aHOMAIUN y
0Ja MO pe3yJbTaTaM KOMOMHUPOBAHHOIO MPEHATAJbHOTO CKPUHUHTA, W3y4Y€HUE
CIIEKTpa YJbTPAa3BYKOBBIX MapKEPOB XpOMOCOMHBIX aHoManuil Bo II u III tpumecrpax
OepeMEHHOCTH, B Tpylmax CpeJHEro M HHU3KOrO0 pPHCKA, OLEHKa JAMarHOCTUYECKOM
MH(OOPMATUBHOCTH  alNrOPUTMa YJIbTPA3BYKOBOM JMATHOCTHMKKA CaMOT0 4acToro
XpOMOCOMHOTO 3a0oyieBaHus — cuHApoma JlayHa y muioga BO BTOPOM U TPEThEM
TpUMECTpaxX OEPEMEHHOCTH.

Jnst noCTUKEHUsS TOCTABJICHHBIX LeJedl W 3a7ady ObUIM IMPOAHATM3UPOBAHBI
JaHHbIE PEe3yJbTaTOB KOMOWHUPOBAHHOTO IMPEHATAJLHOTO CKpMHUHTAa B PecmyOnnke

Tarapcrtan 3a nepuog ¢ 2012 o 2020 r.
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3a ykazaHHBIM MEpPUOJ B KEHCKUX KOHCYyJbTalMsaX TarapcTtaHa Ha y4eT ObUIM
noctaBiieHbl 402 513 GepeMeHHBIX JKEHIIMH, U3 KOTOPHIX Ha Cpoke OepeMeHHOCTH J10 14
Henens — 371 860. Ilpu ananuze HaHHBIX OBLIO BBISIBICHO, YTO C OJHOM CTOPOHBI
YMEHbIIIAeTCsl a0COMIOTHOE KOM4ecTBO OepeMeHHbIX (¢ 54 200 — B 2012 1. no 41 570 —
B 2019 1.), ¢ ApyTO# CTOPOHBI, PAaCTET KOJIMYECTBO JKCHIIMH, 00CICIOBAHHBIX B PaMKax
koMOuHMpoBaHHOTO ckpuHuHra (¢ 30 469 — B 2012 r. 1o 36 407 — B 2019 r.). Beero 3a
nepuoa 2012-2019 rr. B pamkax KOMOMHUPOBAHHOI'O MTPEHATAILHOIO CKPUHUHTA OBLIN
obcnenoBanbl 320 242 OGepeMeHHBbIE, 9TO cocTaBWIO 86,12% OT Bcex OEpeMEHHBIX,
COCTOSIIIIMX HA ydeTe Ha cpoke OepeMeHHOCTH /10 14 Henenb. AHanM3 Mmokasal, 4To 3a
nepuon 2012-2019 rr. HaOmrogaeTcs IMOJOXKHUTEIbHAS TEHIACHIUS YMEHBIIICHUS
aOCOJIOTHOTO  KOJMYECTBAa  JKEHIUMH,  OTKa3aBIIMXCA  OT  MPEHATaJIbHOIO
KOMOMHUPOBAaHHOTO CKPUHUHTA.

N3 320 242 xeHIMH, TpOoIe X KOMOMHUPOBAHHBIN MPEHATAIbHBIA CKPUHUHT,
BbICOKMH puck (>1:100) 6611y 7099 (2,2%) 6epemeHHbIX xKeHIuH. Bcem 6epeMeHHbIM
TPyIIBl BEICOKOTO prcKa Obljla PeKOMEHJ0BaHA MHBA3MBHAs JuarHoctuka. Haumnas c
2012 roma abCcoIIOTHOE KOJMYECTBO OEPEMEHHBIX IPYIIIBI BEICOKOTO pUCKa pOC, HApsIAy
C YMEHBIIEHHEM OOIIero KonmdecTBa OepeMeHHBIX. Uucno orkazaBmmuxcs oT MIT/]
OTHOCUTENBHO cTabmibHO ¢ 2013 roma, mpu 3TOM, JOMHHHUPYIOIIEH HHBA3UBHOU
MpOIEAYPOH SBJISIETCSE OMOTICHsI BOPCUH X0opHoHa (69,8%; 4024 u3 5764).

Jomunupytromumu XA okazanuck Tpucomun 21, 18 u 13 (75,7%; 1006 u3 1329).
CunapoMm [layHa mo pe3yJibTaTaM WHBa3UBHOTO 0OCien0BaHusl ObUT BhIsIBIICH Y 53,6%
IJI0JI0B Ipynnbl BeICOKOTO pucka XA (713 u3 1329).

C 2012 rona no 2019 rox BKIIIOYUTENBHO CUHAPOM [layHa ObUT AMArHOCTUPOBAH y
791 nnonoB, noaasstoiiee 00abIUHCTBO (7135 90,1%) 13 KOTOPBIX OBLIO BBISIBICHO IO
pesynbTaTaM paHHETO0 KOMOWHHUPOBAaHHOTO MPEHATAIBHOTO CKpUHUHTA. Bcé ke,
npubausutensHo y 10% O6epemennbix (y kaxaoit 10-i1), cunapom JlayHa y minona Obin
BBISIBICH BO BTOPOM M TPETHEM TpPUMECTpax OEpPEMEHHOCTH W MOCTHATaJbHO, YTO
CTUMYJMPYET UCCIEAOBATENe HWCKaTh HOBbIE IyTH YJYUILICHHS MpEHATalIbHOU

JUAarHOCTHUKH.
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Cpennuii Bo3pact OepeMeHHBIX, Y KOTOPBIX ObLIT IMarHOCTUPOBAH cUHIpoM JlayHa
y mIoga coctaBui 28,8+3,8 mer.

C uenbto noBeIeHU 3PGEKTUBHOCTH AMATHOCTUKH cHHIpoMa [layHa y tuioga B
MpeHaTaIbHOM Iepuojie, ObLIT MPOBEACH MOLIATOBBIN TIIATEIbHBIA €XKErOHBIN aHaIN3
pe3yNbTaTOB KOMOMHUPOBAHHOTO CKPUHUHTA, PE3yJbTaThl KOTOPOTO MPOCHEKTHUBHO
BHEJIPSUIMCH B pa0OTY NPEHATAILHON TUAarHOCTUKH, 8 OKOHYATEIbHBINA TUarHOCTHYECKUI
anroputm yxe nericrsobai ¢ 2015 rona. s yao06¢cTBa aHanm3a JaHHBIX, OEpEMEHHBIE C
curapomoM [layHa miona Obuld pasfieiieHbl Ha 2 TPYIIB: B OCHOBHOW TpyIie ObLTH
npoaHanu3upoBanbl gaHHbie 198 321 GepemeHHON, KOTOpbIe ObUIM 0OCIEOBaHBI B
paMKax paHHEro MpeHaTalnbHOro ckpuHUHra 3a 20152019 rr. u oTcnexeHsl 10 MOMEHTA
ponoB (Bo3pact: 33,3+6,2, MuH.—Makc.: 22—46), B IpyIle UCTOPUYECKOIO KOHTPOJIS
aHaIM3UPOBAIUCH TaHHbIe 114 822 GepeMeHHBIX, KOTOpbIEe ObUTH 00CTIE0BaHbI B paMKax
KOMOMHHMPOBAHHOTO TpeHaTanbHOro ckpuHuHra 3a 2012-2014 rr. M oTCheXeHbl 10
MOMeEHTa pojioB (Bo3pacT: 31,7+5,6; muH.—makc.: 21-42). OcHOBHAsE U KOHTPOJIbHAS
rpyria ObUTH COMOCTAaBUMBI TI0 BO3pacTHOMY npu3Haky (p>0,05).

[IpeHaTanbHbI CKPUHUHT COCTOMT M3 HECKOJBKHX KOMIIOHEHTOB, 32 UTO U HOCUT
Ha3BaHUE «KOMOMHHMPOBAHHBII», HO BCE€ K€ B KOMIUIEKCE JIUArHOCTUYECKUX
MEpOINPUATUA OCHOBHYIO PpOJb HWIPaeT HMMEHHO YJbTPa3BYKOBOE 0OOCIEIOBaHUE,
peann3yemMoe BpauyoM-3KcIepToM. Bpau-skcnept — 3To ocobasi rpynna CrnenrajiucToB
MpeHaTaIbHONW JTMarHOCTUKHU, TOJATOTOBICHHBIX B CcyObekTax P® s peanuzanuu
KOMOMHUPOBAHHOTO TMpeHaTadbHOro ckpuHuHra. B 2012 roay, korga Hauanach
nmporpaMma 1O KOMOWHUPOBAHHOMY TMpEHATaAIbHOMY CKpUHHMHTY, B PecmyOmnmke
Tartapcran ObuT0 12 Bpaueii SKCIIEpTOB, pabOTArONIMX B 6 MEpUHATAIBHBIX IeHTpax. K
2019 romy KoJIMYECTBO Bpayeil SKCHEPTOB BBIPOCIO 10 21 mpH TaKOM K€ KOJIUYECTBE
NEpUHATAIBHBIX [IEHTPOB. EsKEroAHbIi ayIUT yCHEMIHO MIPOXOAsT OT 75—85% Bpauek.

JlaHHbIe yIBTPAa3BYKOBBIX U OMOXMMUYECKUX OOCIE€I0BaHUN BBOJSATCA B MOAYJIb
CIIEMATIBHOTO MPOrpaMMHOTo obecrieucHus Astraia (Astraia Software Gmbh), koTopsrii
BBICUMTHIBAET PUCK XA WM BPOXKACHHBIX MOPOKOB PA3BUTHSL y IUI0AA. AJTOPUTM
BeJIeHUsA OEpeMEHHBIX B 3aBUCHUMOCTH OT PE3yJbTaTOB pacdera IMmporpammbl Astraia

(BBICOKMI1, CPETHUI MJIM HU3KUW PUCK) IPHUBEACHBI HA PUCYHKE 2.3, OTKY/1a BUAHO, YTO
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OepeMeHHbIE TPYMIbl BHICOKOTO pUCKAa HAMPABISIOTCS HAa MHBA3WBHYIO YTOUHSIONIIYIO
JIMAarHOCTUKY, O€peMEHHBIE IPYIIbI HU3KOTO PUCKA HAa CKPUHUHT BTOPOTO TPUMECTpPA B
kaOuHeThl Y3 KEHCKMX KOHCYJbTAIlMi, a OepeMEHHBIC TPYIIBI CPEAHETO pHCKa
aKTUBHO BBI3BIBAIOTCS HA JOMOJHUTENIbHBIE 00cneaoBanus. B pe3ynbraTe nepepacuera
pucka B Tpymnme cpemHero pucka XA mioga OepeMeHHbIe WH)OPMUPYIOTCS O
BO3MOYKHOCTH MPOBEJEHUS HEMHBA3UBHOI'O MPEHATAIIBHOIO TeCTa ¢ AajibHenmuM Y31
BTOPOTO TPUMECTpa B  CHEUNUAJIU3UPOBAHHOM LEHTPAJIBHOM  NEPUHATAJIbHOM
nuarnoctuyeckoM yupexxaenuu (III yposens). B rpynme cpeaHero pucka, kK KOTOpoOi
OTHOCATCA OEpEMEHHBIE ¢ paCYeTHBIM PUCKOM B mipoMexkyTke 1:101-1:1000, cTparerus
M0 BEJACHUIO OEPEeMEHHBIX OMPEEISAETCS UHANBUYAIbHO, C YYETOM BCEro KOMILIEKCa
KJIMHUKO-TIATOJIOTHYECKUX JJaHHBIX. BO BTOpOM U TpeTheM TpuMecTpax OepeMEeHHOCTH Y
OCpEeMEHHBIX JIaHHOW TpyNmbl MPOBOIWINCH IUIaHOBble Y3W U, mpu BbISBICHUU
sxorpadpuueckux MapképoB XA H TOPOKOB Pa3BUTHS, MPOBOAWIOCH MEIUKO-
FEHETUYECKOE  KOHCYJbTHUPOBAHME HAa  MOPEAMET  YTOUHSIONIEW  WHBA3WBHOU
nuarHoctuku — koppouenre3a (IV sram). Ilpu pacuernsim pucke 1:1000 u Hipke
CUMTAETCA, YTO y OEPEMEHHBIX HU3KUM PUCK MO XPOMOCOMHON aHOMaJIWu IUIOJa U
OCpeMEHHOCTh  BEASTCA  CTaHAapTHO, 0e3  KakuxXx-IM0O  JIOMOJHUTEIBHBIX
nuarHoctuyeckux npouenyp (I atam).

[lepBblii mapameTp 3(pPEKTUBHOCTH CKPUHHMHIA, KOTOPBIA OBLI paccuMTaH, 3TO
oxBat 6epemeHHbIX ckpuHUHTOM (OBC).

3a mepuon 2012-2019 rr. B PT OBC cocraBun 86,12%, uTo mnpesbImaet
HEoOXOoauMbIA MexayHapoaHbli MuHUMYM 80% [11, 13]. Ilpu ananm3e exerogHoOro
oxBaTa OBLIO BBIABJICHO, 4TO, 3a HCKIoYeHHeM 2012 T., moKazaTead MPEBBIIIAIOT
CpPEOHECTAaTUCTUYECKUE MEXKITYHAPOIHbIE U poccuiickue [41, 45] nokazarenmu.

B cBsi3u ¢ Tem, 4TO BO3pacT OEpEMEHHBIX SIBISIETCS OCHOBOM pacdera 06a3aibHOTO
pucka 1mo XA, a TakKe UrpaeT 3HAYUTEJIBHYIO POJIb B pacyeTe WHIMBUIYAIHHOTO PUCKA,
TO OBbUI MpOBENEH aHau3 OepeMeHHBIX Mo Bo3pacTy 3a mnepuon 2012-2019 rr. 3a
yKa3aHHbI miepuoa Obutn uccienoBanbl 40 448 OepeMeHHBIX cTapiie 35 JeT, 4To
cocraBuiio 12,6% ot Bcex oOcnenoBaHHbIX. [IpouieHT OepemeHHBIX crapiie 35 Jner

OTHOCHUTEJILHO CTaOMJIeH C JIETKUM IIOBBIIIEHHEM 3a MOoCJIICAHUEC HCCKOJBKO IJICT
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uccienyemoro nepuoaa. C oAHONH CTOPOHBI, 3TO OTPAXKAET OOIIEMUPOBBIE TEHIICHIIUU B
CMEIIIEHUU PENPOJYKTUBHOTO BO3pacTa OEpeMEHHBIX B 0oJiee CTapIive BO3PAcTHbHIC
KAaTEerOpHH, YTO, B CBOIO OUYEPEb, BIIUSET TAKKE HA 4aCTOTy XA, ¢ Ipyrou croponsl, B PT
JAaHHBINA TTOKa3aTeNb 3HAUUTEIBHO OJIaronpusaTHEE, 4eM B Ipyrux cyonrekrax PD [11, 16].

[To pe3ynbTraram paHHEro MpeHaTalbHOrO0 CKpUHHMHTA 3a nepuona 20122019 rr.
7099 6epeMeHHBIX KEHIIUH OBUTH OTHECEHBI K TPYIIE BHICOKOTO PHCKA, YTO COCTABUIIO
2,2% (7099/320 242) ot Bcex 00cinen0BaHHbIX. JlaHHBIH IMOKa3aTelb Cerka MPEBbIIIACT
aHAJIOTUYHbBIEC MEXyHapO/IHbIE TTOKA3aTEIN M0 paHHEMY IIPEHATATLHOMY CKPUHUHTY [9,
16]. DTo, B CBOI0O oOYepenb, OTPUIATEIILHO BIHUSAET Ha IOKa3aTelb CHEU(UUYHOCTH
CKpUHUHTA.

MHBa3uBHbBIE MPOLEAYPHl ObLIN MPOBEAEHBI 5764 OEpeMEHHBIM, YTO COCTABUIIO
86,6% oT Bcex OepeMEHHBIX TPYIIIbl BBICOKOTO pHucKa. [Ipu u3ydeHuu mpolieHTa
OepeMEHHBIX OBLIO BBISIBIECHO, 4TO, kKpoMe 2014 roga, mpoueHT OepeMEHHBIX TPyMIbI
BBICOKOT'O PUCKa, COTJIACUBIINXCS HA MHBa3WBHOE 00CIIeIOBAaHUE BCET 1a ObLI BhIlIe 85%,
qT0 conoctaBuM ¢ AaHHbIMU JI.A. XKyuenko, I1.A. I'onomry6osa, E.H. ArapeeBoii u ap.
o Poccum [41].

B pesynbTaTe mpoBEeAEHHBIX MHBAa3UBHBIX mpouenyp 3a nepuopn 2012-2019 rr.
ObUTO BBISIBJIEHO 1329 XpOMOCOMHBIX aHOMaiui, 4yTto coctaBmwio 23,1% or Bcex
MHBAa3UBHBIX mpouenyp. bonpme nonoBunsl XA (54%) — cunapom JlayHa, 4rto
COOTBETCTBYET  MEXIyHapoJHbIM  AaHHbIM [14]. B cBa3m ¢ ocoboi
PacpOCTPAHEHHOCTBIO M C XAPAaKTEPHOW CUHIPOMAIIBHOM KApTUHOM, WMEHHO Ha
cuHapoMm JlayHa HampaBlIeHbl OCHOBHbBIE JHArHOCTHUYECKHUE MEPOIPHUATHS B paMKax
MPEHATAIbHOTO CKPUHUHTA.

Ecnu GepeMeHHBbIe TPyMIbI BHICOKOTO pUCKa MO XA TUIoJIa ONPEestoTCs 1Mo
pesynbTaTaM KOMOWHHPOBAHHOTO MPEHATAIILHOTO CKPWHUHTA, TO KOJIMYECTBO BCEX
O0epeMeHHbIX ¢ XA TUI0Ja ONPENENsIOTCA MyTEM CYMMUPOBAaHUS OepeMeHHbIX ¢ XA y
IJ10/1a, OMPEAENICHHBIM MO0 pe3yJibTaTaM paHHEro KOMOMHUPOBAHHOTO MPEHATaIbHOTO
CKpUHMHTa, noarBepxkaeHHbie WIIJ[ (MM IUTOTE€HETUYECKUM HCCIEIOBAHUEM) U
«JIOKHOOTPHULIATENBHBIX» PE3yJIbTaTOB. JI0)KHOOTPULIATEIEHBIMHM CYUTAKOTCS BCE CITy4Yan

XA, KOTOpbIE M3HAYAIBHO OBLIN PaCIpEAesICHbl B TPYIILY «HU3KOTO U CPETHETO PUCKAY,
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OJIHAKO, BO BTOPOM M TPETHEM TPUMECTPE WUJIM MPU poAax ObL1 BbIABIECH aHOMAJIbHBIN
KApUOTHII.

KonunuecTBo Bcex OEpEMEHHBIX ¢ HOPMAJIbHBIM KaPUOTUIIOM IO ONPEAEIISETCS
OyTeM CYMMHPOBAaHMsSI OEPEMEHHBIX TpPYIIbl HU3KOTO pPHUCKAa U C HOPMaJbHBIM
KApUOTUIIOM IUIOAA M <«JIOKHOIOJIOKHUTENbHBIX)» PpPE3yJbTaTOB KOMOWHHUPOBAHHOIO
ckpuauHra. K mocnenneit rpymme oTHOCSATCS OepeMEeHHbIE TPYIIBI BHICOKOTO PUCKA, Y
KOTOpBIX 10 pe3yJbTaTaM HMHBA3UBHOM JMArHOCTUKM ObLI BBISBIEH HOPMAaJbHBIN
kapuoTun 1ioga. C y4eToM BBIIIECKa3aHHOIO U C NMPUMEHEHHEM COOTBETCTBYIOIIMX
(dbopMyJ1 OB pacCUUTaHbl YYBCTBUTEIBHOCTh U CIEUU(DPUUYHOCTE KOMOMHUPOBAHHOTO
npeHaTalbHOTO CKpuHUHTa B PecmyOmuke Tarapcran 3a mepuon 2012-2013 rr. B
pe3ynbTaTe ObLIO BBISIBIEHO, yTO ¢ 2014 roga 4yBCTBUTEIBHOCTh KOMOMHHPOBAHHOTO
IPEHATaIbHOIO CKPUHUHTA COOTBETCTBYET OOILEPUHSITHIM MEKAYHAPOJHBIM HOpMaM U
CTOJIb BBICOKMH pe3yJIbTaT ObUT OTMEYEH TOCYJapCTBEHHOW IpamMOTOM B KauyecTBE
«Jlaypeara ayauroB PIIC 3a 5-netnuit nepuon ¢ 2014 o 2018 rr.» (Ilpunoxenne Ne 3—
4). 3a uckmouenueMm 2019 r., mokaszarenu cnenudUIHOCTH Bcerna Obuth BhIme 98%
(4acToTa JOKHOMOJIOKHUTEIBHBIX PE3YIbTATOB B MpeIeiax TOmyCTHMbIX 2—3%).

3a yka3aHHbIM NEepUoJl KOMOMHUPOBAHHBIA CKPUHUHI MOMOT B pPacHpeieseHuu
OepeMEeHHBIX B TPYMITY BHICOKOTO pucka B 62% ciydaeB, a Y3U — B 25% ciyuaeB. ubiMu
cioBaMH, B 87% BBICOKMI pUCK XA miio/1a ObLI ONpeesieH Oaaroaapsi COYETAHHOMY WUJIU
W30JIMPOBAaHHOMY IPUMEHEHUI0 Y 3U, 4To ele pa3 NoAYEepKUBAcT Ty HEOLEHUMYIO POJIb,
KOoTOpyto urpaet Y3 mmosna B paHHEW NpeHATaIbHON AUArHOCTUKE XA III0/1a.

brnaromapsi 0co0oif pacnpoCTpaHEHHOCTH W CBOEOOpa3HOW CHHAPOMATIHLHOM
KapTHHE, C OJIHON CTOPOHBI 3aTPYAHSIONICH BBISIBICHUE B aHTEHATaIbHOM Tnepuoje (0e3
BIIP), ¢ papyroii CTOPOHBI — CONPOBOXKIAIOMICHCS BBICOKOM NEpUHATAIILHON
CMEPTHOCTBIO W 3a0oJjieBaeMocThio [14], MeHHO Ha cuHApoM JlayHa HampaBleHBI
OCHOBHBIE TMarHOCTHYECKNE MEPOITPUATHS B IPEHATAIILHOM MIEPUOJIE.

B cBs13u ¢ 3TUM, 3 (PEKTUBHOCTH TUArHOCTUYECKUX MEPOIPUSITHI B TEUEHUE BCETO
nepuoaa OEpPeMEHHOCTH U METOJbl MX YJIYYIIeHHs B JaHHOM HCCJIEeIOBAaHUHU ObLIN
uzydeHol Ha npumepe CJI. AOCONIOTHOE KOJMYECTBO JIOKHOOTPULIATEIBHBIX

pesynbTaToB o CJ[ y miioga OTHOCUTENTHHO CTAaOMIBHOE M COCTaBisieT B cpemneM 10
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ciy4yaeB B roj. Iloka3zarenb 4yBCTBUTEIBHOCTH TaK)KE€ OTHOCUTEIBHO CTAaOWIIEH W,
HaunHasg ¢ 2015 r. — Beime 90%. C apyroit ctoponsl, B cpeagHeM 10% wyacrora
JI0’)KHOOTPHUIATENIbHBIX PE3YJIbTATOB BHICOKAS U HEOOXOJUMO MPEINPUHUMATE MEPBI MO
npeHaTaIbHOM M aHTEHATaJlbHOM JMAarHOCTUKE JTUX Cciy4yaeB. Haumenbinas
yyBCTBUTENBHOCTE (80,9%) y NpeHaTaqbHOr0 CKPUHUHTA MO BBISIBJICHUIO CHUHAPOMA
Jayna nabmonanace B 2012 r., B cBsi3u ¢ 3tuM B 2013 1. OBUIO NMPUHATO pELICHUE
PETPOCIIEKTUBHO aHAJTU3UPOBATh BCE JIOKHOOTpUIIATENbHbIE pe3yibTaThl 2012 T. C
LEJBIO YIYUIIICHUSI pAHHEU TUarHOCTUKH.

B pamkax Hacrosiero uccienoBaHus ObUIM MPOAHAIM3UPOBAHBI JlaHHbIE 13
OEpEeMEHHBIX, TOMABIINX B TPYIIY JIOKHOOTPUIIATEIBHBIX PE3YJIbTATOB MO CUHAPOMY
Hayna B 2012 roxy. CpeaHuit Bo3pact 3TUX OepeMeHHbIX cocTaBuia 32,6+5,8 neT (MUH.—
Makc.: 21-40), u3 Hux B Bo3pacte 35 net u 6onee — 7 xxeHummH (53,8%). ba3oBsIil puck
CJl y nmnona, oOyclOBIEHHBIH BO3PAacTOM, COOTBETCTBEHHO KojeOaycs (MHH.—MAakc.)
1:70-1:1071, u3 xotopeix y 12 Gepemennbix (92,3%) on 6bu1 Bbime 1:1000. Cpok
OEpEeMEHHOCTH Yy BCEX OEpPEeMEHHBIX COOTBETCTBOBAI HEOOXOJIUMOMY KPHUTEPHUIO IS
BBITIOJTHEHNUS KOMOMHUPOBAHHOTO MPEHATAJIBHOTO CKPUHUHTA, T.€. HAXOIWICS B
npomexyTke 11-13 nenens 7 queid. Taxxe KTP mnonoB, KOTOpbIi COCTaBUII B CPEAHEM
62,5£9,2 MM (MuH.—Makc.: 47-78,3), COOTBETCTBOBaJ HEOOXOAUMOMY HUHTEpBaTy 45—
81 mm.

NHuBuAyalbHBIA PUCK 1O ApYruM XA IJ104a, TAKUM Kak, Harpumep, T13 u T18,
y Bcex OepemMeHHbIX OblT oueHb Hu3kui (MeHee 1:5000). [Ipu ananu3e nHAUBUYaTbHOTO
pucka mo cuHapomy JlayHa Obuta BBISBIIGHA CJEAYIOIIAs 3aKOHOMEPHOCTh: y 4
o6epemennbix (30,8%) MHAUBUIyATBHBIA PUCK JOKaMu30Bajcs B uaTepBaie 1:101 go 1:
500, y 3 6epemennbix (23,1%) — B untepBaiie 1:501 o 1:1000, y 4 6epemennsbix (30,8%)
— B uHTepBasie 1:1001-1:2000, u Bcero y 2 6epeMEeHHBIX PUCK ObLT HIKE COOTHOIIECHUS
1:2001. NupiMu cnoBamu, MpU BBEACHHM aJlrOpUTMa HAOIOAECHMS 32 OepeMEHHBIMU
rpynnel cpeanero pucka (1:101-1:1000) yxe B 2012 romy, BO3MOXXHO yAaloCh Obl
BOBpEMS AUArHOCTUpOBaTh cUHApoM JlayHa y 7 mionoB (53,9%) u3 rpymmbl CpeaHero

pucKa.
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Taxke ObUTH MPOaHATM3UPOBAHBI PAaKTOPBI (OMOXMMUYECKHUE U YIBTPA3BYKOBHIE),
crocoOCTByIolME (OPMUPOBAHUIO TPYIIBI PUCKA, B pPeE3ylibTare KOTOPOTro ObLIO
BBISIBJIICHO, 4TO y 3 OepemeHHbIX (23,1%) Obutu 3HauuTenbuble Hapymenusa B-XI'Y, u
Bcero y 2 Oepemenunix (15,4%) ypoBuu PAPP-A wmenbme 0,49. Ilpu TpakTOBKE
pe3yNbTaTOB OMOXMMHYECKOTO CKPUHUHTA OTACIBbHO OBLI pPacCMOTPEH TaKoi
NaTOTHOMUYHBINA (akTop, Kak cooTHomeHue pe3yispratoB B-XIH u PAPP-A Gomnee 2:1
[18]. Takoe pacxoxaeHue ObuI0 OTMEUYeHO y 8 OepeMeHHbIX (61,5%), pu 3ToM y 2 U3
Hux cootHomenue B-XI'4 (MoM)/ PAPPA (MoM) coctaBuiio 2:1,y2 —3:1,y2—4:1u
y oJiHOM OepeMeHHOM — 5:1.

[Ipu anamuze Y3 mapkepoB Obuio BbIsiBIeHO, uTo HK Obl1a ompenenena y 12
OepeMeHHbIX. ¥Y Bcex 12 OepemMeHHBbIX, Y KoTopbix u3mepwin TBII, oH okaszancs Huxke
95% mepuentuwias (cpemHee 3Hauenue: 1,78+0,34; wmun.—makc.: 0,76-2,30).
Perypruranus Ha TpUKyCIUJaIbHOM KJlanaHe Oblia OnpeiesieHa TOJIBKO Y OJJHOTO TI0/A.
[Ipu peTpOoCEKTUBHOM U3yUYE€HUHU MPOTOKOJIOB U apXUBHUPOBAHHBIX M300paXKEeHUH ObLIO
BBISIBJICHO, 4TO B 5 ciy4asx (38,5%) uccienoBanve ObLJIO MPOBEECHO C HAPYIICHHUEM
QIrOpUTMa, & UMEHHO: B JIByX CJIy4asix CTPOTO CArMTTAIbHBIN cpe3 Mpoduiis Mmiaoaa He
coOroacs TOJDKHBIM 00pa3om, B ogHoM ciydae TBII Obuia m3mepena He B camoMm
IIMPOKOM MECTE, B JIBYX CIydasX HOCOBasl KOCTh Obllla OTMEUEHA KaK «OMpPENeseTCs»
IIPU €€ TUIOTUIA3UH.

B cBA3M C BhIlIEyKa3aHHBIM aHAJIM30M, HA MOMEHT €r0 peajinu3aluy BO BTOPOM U
TpeTbeM TpumecTpe 2013 roma ObUIO NPUHSTO pellIeHHe pa3padoTaTh AMArHOCTUYECKUMA
aJITOPUTM HAa OCHOBAaHHMHM KPUTEPHUEB, BBIABICHHBIX W BAIUJIU3UPOBAHHBIX B pPaMKax
HACTOSIIIIETO UCCIIEOBAHUS.

B cBsa3u ¢ stum, B 2014 r. ObUIO MPUHATO pELIEHUE MPOBOJAUTH AYAUT —
JIOTIOJIHUTENNBHOE YIbTpa3BykoBoe obcinenoanue B LIITJ[ PKb OepemenusiM cpemneit
Ipynmsl  pucka, wumemmMm  nokazarens  1:100-1:987 mo  pesynapraTtam
KOMOMHUPOBAHHOTO MPEHATAJIbHOTO CKPUHUHIA, y KOTOPBIX €CTh Kakou-nubo wu3
HUKEYKA3aHHBIX OMOXUMUYECKUX MapKEPOB:

1. Beicokuit ypoBeHb BXIH MoM — 6osiee 1,7 MoM;

2. uuskuii yposenb PAPP-AMoM — menee 0,5 MoM,;
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3. cootHomenue BXIY MoM/ PAPP-AMoM - 6Gonee 2:1;

4, BXTY MoM u PAPP-AMoM — menee 0,5 MoM.

B 2015 ronmy, nnsi yrouHeHus ypoBHEH oTceueHus «cut—offy mis kaxmoro us
yKa3aHHBIX MPU3HAKOB, OBLJIO MPOBEICHO MCCIIEOBAHUE M0 TUITY «CIyYal—KOHTPOIbY,
/i€ JJI KayKJ0r0 MaTOJIOTMYECKOro «CiIydash oI0UpPaeTCsl CBOM «KOHTPOJIb» U3 HOPMBI.
WNupiMu ciioBaMu, i 33 cily4yaeB JOKHOOTPUUATENBHBIX PE3YJIbTATOB MO CHHAPOMY
Hayna y mmoaa 3a nepuojt 2012—2014 rr. 6butr 0ToOpanHb! 33 KOHTPOIIS U3 OEpeMEHHBIX,
y KOTOPBIX POJWJICS IUIOJ C HOPMaJbHBIM KapHOTUIIOM. KOHTpOIM COOTBETCTBOBAIU
HOpME Kak 1o jJemorpaduyecKuM MapaMeTpaM — BO3pacT, pOCT, BeC, TaK U IO
aKyIIepCKUM — CpPOK OEpEMEHHOCTH, TO/1 POXKAEHUs pedeHkKa, u T.1. ['pynna ciyuyaes u
rpyIa KOHTPOJIEH CTATUCTUYECKU 3HAYUMO ObUIH COITOCTaBUMBI IPYT C APYTOM.

Crnenyrommm maroM ObUT IPOBEJICH aHAJIN3 YyBCTBUTEILHOCTH BhIIICYKa3aHHbIX
4 xpuTepHueB: WUHIMBHUIyaIbHBIA pUCK MO cuHApoMmy /[layHa y mioga, ypoBHu BXIY
(MoM), ypoBau PAPP-A (MoM) cootHomienne BXI'Y (MoM)/ PAPP-A (MoM), nis
onpeneneHus «cut—oft) 3HaueHUH.

Haunydmmmu AMarHOCTUYECKUMHU XapaKTEpUCTUKaMHU 00J1a1aeT COOTHOIICHHE
BXTY (MoM)/ PAPP-A (MoM), a camoil BBICOKOW UYyBCTBHTEIBHOCTHIO 0O0JaaaeT
pacuetHblil puck 10 1:987. Haubonwmeit cnenuduunocteio obmanaer PXI'Y (MoM)>
1,7.

Ha ocnoBanuu npoBenennoro ROC-ananu3a nannbix 3a 2012-2014 rr. u Be160Opa
«cut—offy 3HaueHuit 8 KIaCCUDUIMPYIOMIMX MapKepoB Ha 0aze MeauKo-
TreHeTHYeCcKoro IeHTpa nepuHatanbHoi nuarHoctuku PKb M3 PT, Obun paspabortan
CJIEAYIOIINI JUArHOCTUYECKUI aNrOpuTM JJis BeIsiBIeHUs T010710B ¢ CJ] cpeau xeHIuH
Ipyninbl HU3KOrO0 M cpefHero pucka. [lpum Hanuumm KiacCU(pUUUPYIOMMUX MPU3HAKOB
MPOBOJUTCS THIATENBHBIA ayJIUT TPOTOKOJOB HCCIEIOBAaHUS OCPEMEHHBIX, IS
CBOEBPEMEHHOTO BBISIBJICHUSI HapyUIEHU BO BpeMsi 00CleIOBaHUs, KOTOPHIE MOIJIH
NPUBECTU K MOHWKEHUIO H3HAYAJIBHO BBICOKOIO WHAMBUAYyallbHOrO pucka mo C/I.
Pa3zpaboTaHHbIi aJITOPUTM MTOMOTAET CBOEBPEMEHHO BBIYHCIIUTD JIOXKHOOTPHUIIATECIILHBIE

PE3yJabTAaThl I10 CJ_I y 1mjaoaa, OJHAKO, IJIA OKOHYAaTEeJIbHOMN AUAarHOCTHUKH H€O6XO,Z[I/IM3
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pa3paboTka cTpaTern AMHAMUYECKOTO HaOIIOAEHUS 3a STUMU O€peMEHHBIMHU BO BTOPOM
U TPEThEM TpUMECTpEe OEPEMEHHOCTH.

Jns ananuza 5(QEeKTUBHOCTH TMOBTOPHBIX OMpEACICHUH OMOXUMHYECKHX
MapKepoB ObLIO MPUHATO PEIICHHE MOBTOPHO MPOAHAIM3UPOBATH JTAHHBIE MapKephl B
LITA PKb M3 PT 3a nepuoa c centsiops 2013 r. mo centsiops 2014 r. Kpurepusimu
BKJIIOUCHUS B JAHHOE MCCIICJOBaHHE OBLIN: pacdeTHBIN cpennuii puck (1:101-1:1000)
no tpucomuu 21 y miona, cpok 6epemenHoctu 11-13+6 neaenb, nHGOPMUPOBAHHOE
corjacue Ha y4yacTHe B HMCCIIeOBaHMU. B pe3ynbrare ObUIM UCCIENOBAHBI JAHHBIE 5
O0epeMeHHbIX. B cBsizu ¢ ManbiM koindectBoM Habmoaenuit (N< 30) a Takke B CBSI3U C
3aBUCHUMBIMM TIEPEMEHHBIMU (JAHHBIE TOTO K€ TNAlUHWEHTa Yepe3 OIpe/IeICHHbIN
IIPOMEKYTOK BPEMEHU ), Mbl IPUMEHWIIN T€CT BUIIKOKCOHA.

B pesynbraTte Obu10 OOHapykeHO, uTo 1o mapkepy BXI'Y, a Takke, Mo mMapkepy
PAPP-A cratucthueckas pa3HUIla MEXAy rpynmnamud HemoctoBepHa (p>0,05), uto
YKa3bIBa€T Ha TO, YTO CEPOJIOTMYECKHE TECTbl HE MNOAXOAAT ISl AUHAMUYECKOTO
HaOII0/IeHHS OEpEeMEHHBIX ¢ pUCKOM cuHapoma JlayHa y moaa.

JInst yabTpa3ByKOBOTO UCCIEIOBAHUS OEPEMEHHBIX TPYMIbl HU3KOTO U CPETHETO
pucka 1o cuHiapomy JlayHa y miona BO BTOPOM U TPETbEM TPUMECTPE B paMKax
HACTOSIIIEr0 MCCIEN0BaHusa ObUl pa3pabOTaH U BHEAPEH B KIMHUYECKYIO MPAKTHKY
BHyTpeHHHU Tpexmaroseiii nporokoa L{IT/{ PKb M3 PT.

[Ipu ayauTe MPOTOKOJOB CKPUHHMHTA, KaK OBLIO OTMEUYEHO paHee, TIIATEIIbHO
aHANM3UPYIOTCSl apXUBUPOBAHHBbIE M300pa)K€HHW KOMOMHUPOBAHHOTO MPEHATAIbHOIO
CKpUHMHTIA Ha MPEIMET IBYX OCHOBHBIX BOIIPOCOB:

1) Be3piBaeT nu onucanue 3XorpaduyecKoro UCCISIOBaHMs TUI0Aa COMHEHHUS B
coOJII0ICHUY ajaropuTMa’?

2) Korna nmyudie miuanupoBats cieayromiee Y 3U miona?

C y4eroM JaHHBIX BOIPOCOB, & TAKXKE BHYTPEHHETO 3-I1aroBOr0 ajiropuTMa, 3a
nepuon 2012-2019 rr. B pedpepencHom nentpe Pecriybnuke Tatapctan 10 cpoka 13+6
MOBTOPHO ObuTH 00OcnenoBaHbl 547 OEpeMEHHBIX, Y 25 U3 KOTOPBIX MPHU TepepacyeTe
PUCK OKa3zajcsi BHICOKMM. Y 23 OepeMEHHBIX C BBICOKMM PHCKOM IO pe3yJibTaTaM

nepepacuera ObUIa BHIIOJHEHA MPOLIEypa HHBA3WBHOM MPEHATATbHON TUATHOCTHKU —
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ouoricuu BopcuH xopuoHa. B 17 ciyuasix Obu1 noareepxaeH CJI y riio/1a ¥ o peneHuto
OepeMEHHBIX ObLIO BHITIOJHEHO MEAUIIMHCKOE MpephIBaHNE OEPEMEHHOCTH.

Oxorpaduueckue mapkeps! Bo 11 u Il TpumecTpax 6epemenHoCTH, BapraOeIbHBbI,
MOTYT OBITb H30JUPOBAaHHBIMH M COYETAHHBIMH, TPOSBISATHCA JHUIIb «MSITKUMUI
MapKepaMu WIH B BUAE Pa3INYHbIX IOPOKOB OPTaHOB U CUCTEM.

Bo BTOpOoM U TpeTheM TpuMecTpe OEpeMEHHOCTH OIEHUBAIHUCH CIEAYIOIINE
yIABTPa3BYKOBBIE «MSTKHE» Mapkephl cuHIpoMma JlayHa y muona: rumnomiasuss HK,
YTOJIIIEHUE MPEHAZANBHBIX TKAHEW, YTOJIICHUE IIEMHOW CKJIAJIKH, KOPOTKHE YIIH,
Opaxuuedanuueckas ¢opma TOJOBKHM, KHUCThl COCYAUCTBIX CIUJIETEHUN, MpaBas
abeppaHTHas MOJKJIIOUMYHAS apTepusi, TUIEPIXOTE€HHBIN (POKYC B JIEBOM JKEIyJJOUKE
cepAua, TMNep3X0reHHbl KUIIEYHUK, KIMHOIAKTUIINS MU3UHIIA, OpaxuMe30(haTanrus
V nanbua, caHaajgeBHAHAs LIeJdb CTOIbI, YKOPOYEHHE TpyO4aThIX KOCTEH
(BepxHue/HuxkHUE KOHEYHOCTH), 3PII u ap. ¥ onHOro u TOro e miaoAa Morjiu ObITh
BBISIBJICHBI 00Jiee OHOrO Mapkepa cunapoma [layHa. ¥ 39 GepeMeHHBIX U3 TPYIIIbI
CpPEIHEro U HU3KOTO PHCKa ObLIM BBIABJIEHBI 75 MATKHX MapkepoB XA mimoxaa (y 35 —
BO BTOPOM TpHUMecTpe, U y 4-X OepeMeHHbIX — B TpeTheM Tpumectpe). Hamboiee
qyBCTBUTEJIBHBIMU YJIBbTPa3ByKOBBIMH MAapKE€paMH BO BTOPOM TPHUMECTPE OKa3alUCh
runoruiasus/annasus Hoca (74%), nopoxu cepana (31%), MHOTOBOAUE, KaK MPU3HAK
BBICOKOT'O PUCKA KUIIEYHON HENpOoXoAUMOCTH (25%), 1 HEMOCPECTBEHHBIN MPU3HAK
aTpe3WH JNBCHAAIATHUIICPCTHON KHIIKH, CUMIITOM «ABOWHOTO my3bIps» (17%). B
TpeTbeM TpUMecTpe OblLIM BbIsiBIEHBI Bcero 4 mnoaa ¢ CJI, omHako oGpa3zoBajiach
YeTKash B3aWMOCBS3b, TOTO 4YTO (EHOTUN IUIOJAa M 3aMeJJIeHHe pocTa IuIofa
npaktudecku B 100% mposiBisioTcss B OoJsiee mo3aHUE CPOKH. Takum o00pazom,
YyBCTBUTEIbHOCTh TAKUX MAapKEPOB, KaK TUIOIIa3Msl HOCA, 3aMeJICHUE poCcTa M0/,
B COUETAHUU C yKOpOoueHHeM TpyOuaThix kocteil okazanack 100%. Takxke, xouercs
OTMETHUTb, YTO OTEYHOCTh IJI0/1a, MPOSBJICHHAS B YTOJIIECHUE MPEHA3AIbHBIX TKaHEH
Y IIEWHOM CKIIaJIKu, mpucyTcTBoBana B 50%.

Taxkum obpazom, Y3U Bo Il u Ill Tpumectpax GepemeHHOCTH, C TIHIATEIHLHOMN

OLICHKOM BceX MSATKUX MapkepoB XA, sBisercss 3(()EKTUBHBIM AUArHOCTUYECKUM
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TECTOM, IO3BOJISIIOIIMM B NPEHATAJIbHOM M aHTEHATAJbHOM Iepuojne BbIBUTH CJ y
wioAa y 0epeMEeHHbIX IPYIIIbl HU3KOTO U CPETHETO PUCKA.

[Tpu n3yuenuu 39 curHaJIbHBIX KapT O MOAO3PEHHH HA XPOMOCOMHOE 3a00JIEBAHKE
y HOBOPOKJIEHHOTO U3 POAMIBHBIX 10MOB PT, MOCTYNUBIINX B MEIUKO-T€HETUUECKYIO
koHcynpTanuio PKB, u nanpHeimum utorenernyeckuM noareepxkaenuem C/1 , y 82%
HOBOpPOXJIEHHbIX  orcyTcTBoBamu BIIP, a 18% cnydaeB ObUIM JMArHOCTUPOBAHBI
aHOMAaJIMM PAa3BUTHUS, HE HMEIOLIUE BBICOKYIO YJIBTPa3BYKOBYIO JUArHOCTHUYECKYIO
YyBCTBUTEIBHOCTh B MPEHATAIBHOM NEPHOJE, TAKUE KaK, JE(PEKT MEXKKEITYJOUYKOBOU
NEPEropoikKu — 2, neeKT MexXnpeacepaHoil meperopoaku —1 , atpe3us anyca — 1,
aTpe3us MUUIeBoJia — 2.

JlaHHbBIE TpEXIIaroBOro HaOIIOJAEHUS BO BTOPOM M TPETbEM TPHUMECTpPAxX
OepeMEHHOCTU ObUIM BHEJPEHbl B JMAarHOCTUYECKUM alroput™M, U B pe3yibTare
NOJIYYHJIA TUATHOCTUYECKUI aITOPUTM MO KOHTUHT€HTHOMY CKPUHHUHTY JIJISl BBISIBJICHHS
CJl y miosia y 6epeMeHHBIX TPYMIIbI CPEIHETO U HU3KOI'O PUCKA.

3anepuon 2012-2019 rr. ObuH BRISIBICHBI 78 JT0KHOOTpUIIATENBHBIX ciydaeB C/I,
35 u3 kotopbix (44,9%) ObLIN BBISIBIEHBI BO BTOPOM TpuMecTpe, U 4 (5,1%) — B TpeTbem
TpumecTpe OepemeHHocTH. [IpouenTtHas 101 CJl, BEIIBIEHHOTO BO BTOPOM TPUMECTPE,
3HAYUTENBHO yBenuunBaercs ¢ 2015 r.

Jns  Toro, 4YTOOBl  HArJAOHO  MPOJEMOHCTPUPOBATH  HEOOXOJIMMOCTH
JUAarHOCTUYECKUX MEPONPUATHIA 110 BBIABICHUIO CllydaeB cuHapoma /[layna y
NPOIMYUIEHHBIX B PE3yJbTaTeé KOMOMHHPOBAHHOIO MPEHATAIBHOIO CKPUHHMHIA, OBLI
BBIIIOJIHEH aHaju3 IPOLEHTHOW IOJIM ciydaeB cHHApoma JlayHa, BBISBIEHHBIX IPHU
ponax, cpenud Bcex ciydaeB cuHiapoma JlayHa y miona. Kak BMAHO M3 JuarpaMmsl,
npolieHTHas oy ciaydaeB CJl y mioja, BRISIBICHHBIX BO BPEMs POJIOB, CTPEMHUTEIIBHO
nagaet, HauuHas ¢ 2015 r. mocie BBeIeHUs aNropuT™Ma 1o KOHTUHT€HTHOMY CKPUHUHTY .

Hns  aHamuza  A(G(PEKTUBHOCTH  JUATHOCTUYECKOTO  aJiropuTtMa s
KOHTUHIE€HTHOTO CKPUHHUHTA CUHJpoMa JlayHa y mjoja B rpyImie HU3KOTO U CPEeIHETrO
pHUCKa PETPOCIEKTUBHO ObUIM BBIJEJIEHBI 2 TPYMIBI: OCHOBHAs rpynna (OepeMeHHbIe
IpYIIbl HU3KOTO W cpeaHero pucka ¢ 2015-2019 rr.) uw rpynma KOHTPOJIS

(MCTOPUYECKOTO), B KOTOPYIO BOIILIN O€peMEHHBIEC TPYIIIBI CPETHETO M HU3KOTO PHUCKA 32
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nepuoa 2012-2014 rr. B ykazaHHBIX rpynmnax ObUIM MNPOaHATU3UPOBAHBI TaKUE
JMAarHOCTUYECKUE XAPAKTEPUCTUKH IPEHATAIBHBIX TECTOB, KAK YYBCTBUTEIBHOCTHh U
cenupUIHOCTb, MAHC UMETh aHOMAJILHBIM KaPUOTHUII IIPH TIOJIOKUTEIIHLHOM PE3yJIbTaTe
tecta (OAPR) 1 KonnuecTBO JKEHIUH, TPOMEAMNUX CKpUHUHT Ha 100 MON0KUTENbHBIX
pe3ynbTaToB (WS). [ocie BBe1eHHs AMarHOCTUYECKOTO ajIrOpUTMa IO KOHTUHTEHTHOMY
CKPUHMHTY TOBBICUJIACh YYBCTBUTEIBHOCTh NpeHaTanbHOM auarHoctuku CJI mioga Bo
BTOPOM U TpeTheM TpumecTpe O6epemenHoctu (71,1% mocae 2015 r. mo cpaBHEHHIO C
21,2% mo 2015 r.), mpu stom crnenuduaHocTh BbIsiBIeHUs CJl mpakTHYecKu HE
M3MEHWIACh. 3HAYNTEIHHO MOBBICHIIOCH BhisiBlieHHEe CJI Ha kaxabie 100 oOcaen0BaHHBIX
o6epemennbix (DS100). Ilpu onpenenennn mokazaHuil 1Jisi UHBA3WBHOW MpEHATaIbLHOU
JIMarHOCTUKHU JIOCTATOYHO JIOOONBITHRIM siBisieTcss OAPR, KoTophlii moka3biBaeT
COOTHOIIIEHHE HOPMAJIbHBIX U aHOMAJIbHBIX KapUOTHUIIOB IUI0JIa B JaHHOM ciydae. [Ipu
BbIsiBIIeHNH Y 3 mapkepoB CJI mocie 2015 rona, BeposstHocTh Hamuns C/I y utona B 12
pa3 MPEeBOCXOUT BEPOSTHOCTh HOPMAJILHOT'O KapUOTHIIA.

Takum o0pa3oM KOMOMHHPOBAHHBIN MPEHATATbHBIA CKPUHUHT XPOMOCOMHBIX
aHOMAJIMM TUIOJA YCHEIHO BHeApeH Ha tepputropun PT ¢ 2012 r. Iloka3zarenu
b dexTUBHOCTH TmpeHaTanbHOro ckpuHuHra ¢ 2012 roma mo HacTofllee BpeMs
JIEMOHCTPUPYIOT, YTO CKPUHUHT TPOBOJMTCS HA BBICOKOM YPOBHE, HE yCTymnas u
NPEBOCXOAS MEXAYHApOJHbIE W OOIIEPOCCUIICKME TMOKa3aTeJd HACTOJIbKO, YTO
Pecny6muka Tarapctan HEOJHOKpATHO ObLIa Harpa)jaeHa JUTIIIOMAaMH, TPU3HAOIIMMHU
3aCIIyTH B 00JIACTH MPEHATATBHOTO CKPUHUHTA.

TeM He MeHee, aHaNW3 PE3yJIbTATOB PAHHHUX ATANOB CKPUHHHIA BBISIBUJ, YTO
YyBCTBUTEIHHOCTh CKPUHUHTAa MOTJIa OBITh 3HAYMTENBHO YyBeNWYeHa Oyaromaps
MOCTOSTHHOMY ayJWTy U TOBTOPHBIM YJIBTPa3BYKOBBIM OOCJIEIOBAHUSIM CO CTOPOHBI
KBATM(HUITUPOBAHHBIX IKCIEPTOB pedepeHcHOoro neHTpa no Pecmybmuke Tarapctan. B
paMKax HaCTOSIIEr0 MCCIEJA0OBaHUsI ObUIM OTOOpaHbl KPUTEPUU paHHEH TUArHOCTUKU
JIO)KHOOTPHUIIATENIbHBIX PE3yJIbTaTOB MO cuHApoMy JlayHa y 1ioga, KOTOpbie B
JanpHEeneM ObUTH BaJMIW3UPOBAHBI W BHEIPEHBI B CTPONHBIM JTHMAarHOCTHYECKHUI
aNroOpuT™M [JJis BBISBICHHS CHHApoMa JlayHa BO BTOPOM U TPETbEM TPUMECTPE

OepeMeHHOCTHU. PeTpoCeKTUBHBIN aHAIN3 TTOKAa3al, YTO JUArHOCTUYECKUI alITOPUTM I10
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KOHTUHI€HTHOMY CKPUHUHTY JIJIsl BBISIBJICHUS CUHIpoMa JlayHa y 110/1a B 3HAUUTEILHOM
CTETNICHU YBEJIIMYUT MPEHATAIbHYIO U aHTEHATAIbHYIO TUATHOCTUKY JAHHOTO CHHJIPOMA.

3a mepuon 2012-2020 rr. KOMOMHHMpPOBaHHBI NPEHATAIBHBIA CKPUHUHI B
Pecniy6muke TarapcTtaH COOTBETCTBOBAJ MEXKIYHAPOAHBIM U OOLIEPOCCUMCKUM
cTagapraMm 3(QQEKTUBHOCTH: OXBaT OEPEMEHHBIX CKPUHUHTOM cocTaBui 86,1%,
cnetu@uaHocTh — 98,1%, Mpu cpeHel 4acToTe JOKHOOTPULIATEIBHBIX PE3YIbTATOB —
10,8%. Ilpu mnpoBeAeHUU PETPOCIIEKTUBHOIO aHaliM3a CIIy4aeB XPOMOCOMHBIX
aHOMAaJINiA, HE BBISBICHHBIX B X0JI€¢ KOMOMHHPOBAHHOTO MPEHATAIHHOTO CKpHHHHTA |
TPUMECTPA, OKA3aJ0Ch, YTO JIOKHOOTPHIIATEIILHBIN PE3YJIbTAT CBSI3aH C OTCYTCTBUEM
sxorpaduueckux MapkepoB — B 33,3%, Ouoxumuueckux MapkepoB — B 8,7%,
OJIHOBPEMEHHOE OTCYTCTBHE YJIBTPA3BYKOBBIX U OMOXMMUYECKUX MapkepoB — B 37,6%,
HEYJIOBJICTBOPUTEILHOE/3aTPYTHEHHOE YiIbTpa3BykoBoe obcienoBanue — B 20,3%,
yKa3bIBasi Ha BEAYLIYIO POJIb 3XOrpauuecKux MapKkepoB, KOTOPbIE MOT'YT OTCYTCTBOBAaTh
B NEPBOM TPHUMECTPE M JAUArHOCTUPOBATHCS BO BTOPOM U TPETbEM TPHUMECTpAX.
Pa3zpaboTan 1uarHOCTHYECKUI alropuT™M KOHTUHTEHTHOTO CKpUHUHTA cHUHIpoMa JlayHa
y IJI0/1a BO BTOPOM U TPEThEM TPUMECTPE OEPEMEHHOCTH B IPYIIIAX CPEAHETO U HU3KOTO
pHCKa, COIJIACHO KOTOPOMY O€peMEHHbIE TPYMIIbI CPEJHETO pUCKa, CPOPMUPOBAHHOTO
o cleAyrmuM Kinaccupuuupyrommm kpurepusam: BXI'Y>1,7 (MoM), PAPP-A<0,59
(MoM), BXTY (MoM)/ PAPP-A (MoM) > 2, camxenne BXI'Y u PAPP-A menee 0,5
MoM B rpymme cpeanero pucka (1:100-1:987) XpoMOCOMHBIX aHOMAIWK y TUIOJA
MPOXOJST JOINOJHUTENbHBIE YIbTPAa3BYKOBbIE 00CII€IOBAaHUS KBaTU(DUIIMPOBAHHBIMU
IKCIIepTaMu  pePepeHCHOro IeHTpa. 1T KOHTHHTE€HTHOTO CKPUHUHTA XPOMOCOMHBIX
aHOMaJIMi y TI0Za BO BTOPOM U TPEThEM TpUMECTpe OEPEMEHHOCTH B TPYIINE CPEIHErO
U HHU3KOTO pHUCKa MO pe3yibTaTaM KOMOMHHPOBAHHOI'O NPEHATAIILHOIO CKPUHUHTA
BanmuausupoBansl  (P<0,05) cuenytromme 4 kpurepus: PXT'Y>1,7 (MoM) ¢
qyBCTBUTEJIBHOCTBIO 56,2%, co cneuuduunocteio 96,8% u ¢ AUC=75,7%; PAPP-
A<0,59 (MoM) c wuyBcTBUTENBHOCTBIO 69,9%, co cnemuduyHocThio 60,6% u c
AUC=69,9%,; BXTY (MoM)/ PAPP-A (MoM) > 2 ¢ uyBcTBUTEIBHOCTBIO 77,5%, CO
cnenuduaHocThIO 66,3% 1 ¢ AUC=79,6%; camxenue BXIY u PAPP-A menee 0.5 MoM

C uyBcTBHUTENbHOCTHIO 87,8%, co crneunduuHocThio 95.6%, pHUCK XPOMOCOMHOTO
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3a0oneBanuss B npomexyTtke 1:100-1:987 ¢ wuyyscTBUTENBHOCTBIO 79,8%, CO
cnenuduaHocThIo 55,1% u ¢ AUC=64,7%.

Y4autpiBas, UYTO 4alle KaXA0€ XPOMOCOMHOE 3a00JeBaHUE HMEET CBOIO
XapaKTEPHYIO CUHAPOMAJIBHYIO KapTHUHY aHOMAJIUWA pa3BUTHUA, Bpauy YJIbTPa3ByKOBOM
JMAarHOCTUKU HEOOXOJIMMa COOTBETCTBYIOIIAs MPAKTUYECKas MOATOTOBIECHHOCTb, MPHU
HEOOXOJMMOCTH KOHCYJBTUPOBATHCS C BPauOM TE€HETUKOM BO BpeMsl NPOBEACHHS
yJIbTPa3BYKOBOTO oOcnenoBanusi. Takum o0pa3oMm, YJIbTpa3BYKOBBbIE MapKepbl U
kBaymdukanus Bpada Y 3] anTeHaTanpHOU OXpaHbl 1moaa (2 U 3 ypOBEHB) SBISIOTCS
OCHOBOITOJIATAIOIIMMU JJISI MEAUKO-TEHETUUECKOr0 KOHCYJIbTUPOBAHMS CEMbH, BbIOOpa
METO/IOB MHBA3WBHOW MPEHATAIbHON JUArHOCTUKHU U BepU(DUKAIIUU PA3TUYHBIX, B TOM
YUCIIE PEOKHX, XPOMOCOMHBIX AHOMAIWHU. YJIBTPa3ByKOBOW AJTOPUTM JIUArHOCTUKH
cunapoMa JlayHa y miosa BO BTOPOM U TPETbEM TPUMECTpax OCPEeMEHHOCTH SIBIISIETCS
3 PEKTUBHBIM TUATHOCTUUECKUM HHCTPYMEHTOM, MO3BOJISIFOIUM CHU3UTH MPOIEHTHYIO

A0JII0 CMHApOMaA I[ayHa ImIoJa AMarHoCTUPOBAHHYIO IIOCTHATAJILHO.
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BbIBO/IbI

1. Tlpu npoBeneHUM PETPOCHEKTUBHOIO aHAIU3a JIOKHOOTPULIATEIBHBIX
pe3yJbTaTOB B IEPBOM TPUMECTPE, OTCYTCTBHE dXOTpaduieckux mMapkepoB — B 33,3%,
OMOXUMHUYECKUX MapKepoB — B 8,7%, 0IHOBpEMEHHOE OTCYTCTBUE YJIbTPA3BYKOBBIX U
OMOXMMHYECKUX MapkepoB — B 37,6%, HEyIOBIETBOPUTEIHHOE/3aTPYIHEHHOE
ynbTpa3BykoBoe obcmenoBanne — B 20,3%, ykaspiBaeT Ha BEAYIIYIO pPOJIb
XOorpauuecKkux MapKepoB, KOTOPbIE MOTYT OTCYTCTBOBAaTh B TEPBOM TPUMECTpPE U
JIMarHOCTUPOBATHCSI BO BTOPOM U TPEThEM TPUMECTPaxX OEPEMEHHOCTH.

2. bepemennsie Tpynnbl cpeaHero pucka (1:100-1:987) cdhopmupoBansl 10
cienyromuM  kiaccuuiupyromum kputepusm: PXITY>1,7 (MoM), PAPP-A<0,59
(MoM), BXTY (MoM)/ PAPP-A (MoM) > 2, cumwxenue BXI'Y u PAPP-A wmenee
0,5 MoM npoxoasT yiabTpa3ByKOBbIE 00CIe/IOBaHUS B KAOWHETE aHTEHATAILHON OXPaHbI
ona 3 ypoBHsi. Banunuszupoansl (P<0,05) cnenyromue 4 kputepust: PXIU>1,7 (MoM)
C YyBCTBHTEIBLHOCTHIO 56,2%, co crnenuduanocteio 96,8% u ¢ AUC=75,7%; PAPP-
A<0,59 (MoM) C wuyBcTBHUTENBHOCTBIO 09,9%, co crnenupuynocTeio 60,6% u c
AUC=69,9%,; BXI'Y (MoM)/ PAPP-A (MoM) > 2 c gyBcTBHUTENBHOCTBIO 77,5%, cO
cnenuduaHOCTBIO 66,3% 1 ¢ AUC=79,6%; camxenue BXIY u PAPP-A menee 0,5 MoM
C 4yBCTBUTEIBHOCTHIO 87,8%, co crneuupuyHocThio 95,6%, pUCK XPOMOCOMHOTO
3aboneBanuss B mpomexyTke 1:100-1:987 ¢ wuyscTBUTEenbHOCTRIO 79,8%, cO
cnerupuaHocThio 55,1% 1 ¢ AUC=64,7%. Takum 006pa3om, B TpyIIy BEICOKOTO pHUCKa
BOLITM OepeMeHHbIe, ¢ TIoporom orceuku g0 1:100, a B Tpynmy HU3KOTO pucka — 0osee
1:987.

3. HauGonee 4YyBCTBUTEIHHBIMH YJIBTPA3BYKOBBIMH MapKepaMH BO BTOPOM
TPUMECTpPE B IPYIIAX CPEIHETO U HU3KOTO PUCKA OKA3aJIMCh TMIOIUIA3Ms/amia3us Hoca
(74%), nopoxku cepana (31%), muoroBomue (25%), arpe3uu JBEHAIATUIICPCTHOMN
KHIIIKWA, CAMIITOM «JIBOMHOTO Ty3bIps» (17%). UyBCTBUTEIHHOCTh TAKMX MapKEPOB, KaK
TUIOIUIA3Hs HOCA, 3aMEIJIEHUE POCTa IJI0/Ia, B COUETAHUU C YKOPOUEHUEM TPyOdaThIX

KOCTEH B TpeTheM TpumecTpe okazanach 100%.
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4. YIbTpa3ByKOBOM aJITOPUTM JUArHOCTHKY CHHJIpoMa JlayHa y 1j10a BO BTOPOM
U TpPETbeM TpHUMECTpax OEpeMEHHOCTH SBISIETCS 3(PGEKTUBHBIM JIMATHOCTUYECKUM
MHCTPYMEHTOM, TMO3BOJISIIOIIMM CHHU3UTh MPOLEHTHYIO IO cuHApoMa JlayHa muiona
JIMArHOCTUPOBaHHYIO nmocTHaTaibHO OT 10,8% B cpegnem 3a nepuoxn 2012-2014 r. go

2,4% B cpennem 3a nepuon 2015-2020 rr.
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ITPAKTUYECKHE PEKOMEHJALIUN

1.B cBs3M C BBICOKOM dYacTOTOM ciydaeB cuHApoMa JlayHa y jereH,
JUATHOCTUPYEMBIX  [OCTHATAJIbHO, PEKOMEHJOBAHO BHEIPEHHE KOHTHUHITEHTHOTO
CKpPMHUHTA cUH/poMa JlayHa y 110/1a BO BTOPOM U TPEThEM TPUMECTpax OepeMEeHHOCTH B
TPyTIIe CPETHErO U HU3KOTO PUCKa B pabOTy KaOMHETOB aHTEHATAJILHON OXPAaHbI IJI0/A,
CHEIUAIN3UPOBAHHBIX  MMEPUHATAIBHBIX  IIEHTPOB, KAOWHETHI  yJIBTPA3BYKOBOM
JTUAarHOCTUKH U JIp.

2. PekoMeHI0BaHO BBIZICTICHHE OCPEMEHHBIX C HATIMYMEeM XOTS Obl OJHOTO U3
yKa3zaHHBIX Ki1accubuimpyronmx npuszHakoB: BXTY>1,7 (MoM), PAPP-A<0,59 (MoM),
BXTY (MoM)/ PAPP-A (MoM) >2 u 1:100 > puck 1o Tpucomuu 21> 1: B rpy1ie cpeaHero
pucka (1:100—1:987) XxpoMOCOMHBIX aHOMaJIWK y IUIOJa M JalibHElIee HaOIoeHue
OEpEeMEHHBIX JIaHHOW TPYIIbl (KOHTUHTEHTA) JKCIepTaMu KaOMHETOB aHTEHATaIbHON
OXpaHbl IUI0AA.

3. Ha ocHOBaHMY TTPOBEACHHOTO MCCIICIOBAHHS PEKOMEHIOBAHbI PETYJISIPHBIN ayIUT,
KOHTPOJIb KAQUueCTBA BHITIOJHEHUS AJITOPUTMA JIUArHOCTUKH W TOBBIIICHUE KBATU(DUKAITUU
Bpauell yJIbTPa3ByKOBOM MAarHOCTUKU B IEJISIX BBISBJICHHUS 3X0-MAapKEPOB XPOMOCOMHBIX
aHOMAJIMI U CUCTEMHOT0 aHaJIn3a aHATOMHYECKHUX CTPYKTYP IJI0JIa BO BTOPOM U TPEThEM

TpUMecTpax OEpeMEHHOCTH Ha SKCTIEPTHOM YPOBHE.
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CIIUCOK COKPAIIIEHUH 1 YCJIOBHBIX OBO3HAYEHUI

Y3Uu — YJIBTPAa3BYKOBOE UCCIIEA0BAHUE

MPT — MarHUTO-pe30HaHCHAsE ToMorpadus

XA — XpOMOCOMHAsI aHOMAaJIHS

X4 — XOpPUOHHWYECKUHM TOHAIOTPOIIUH YEJI0BEKA

CH — cunjipom Jlayna

T21 — Tpucomus 1o 21 xpomocome

TI8 — Tpucomus 1o 18 xpomocome

T13 — Tpucomus 1o 13 xpomocome

BII — BOPOTHHUKOBOE IIPOCTPAHCTBO

TBII — TOJILLIMHA BOPOTHUKOBOTO IIPOCTPAHCTBA

HK — HOCOBasi KOCThb

FMF — ®oHn MeqUIIMHBI IUI0JA

OAPR  — manc nuMeTh aHOMaTbHBIN KAPUOTHIT TIPU MOJOKUTEILHOM pPe3yJIbTaTe
TecTa

PAPP-A — cBsi3aHHBII ¢ 0€pEMEHHOCTBIO MJIa3MEHHBIN IPOTEUH A
WS — KOJIMYECTBO YKEHILMH, MPOIIeAINX CKpUHUHT Ha 100

IMOJIOKUTCIIbHBIX PE3YJIbTATOB
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