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NMpeaucnosue K N3aaHUIO HA PYCCKOM A3blKe

Yeascaemvie konneeu!

[lepen Bamu TiepBOE PYCCKOSIBBIYHOE M3MAHNE PYKOBOICTBA IO IIOCTOSTHHO COBEp-
IIEHCTBYIOILIEICS, CaMOIl BEICOKOTEXHOJOTUYHOM chepe MepuHATOIOTUM WIU MEAU-
HBI ona — «[IpeHaTtanpHasg IMarHOCTUKA XPOMOCOMHBIX aHOMAJIHMii», HAITCaH-
HOTO KOJUIEKTUBOM aBTOPOB ITOJI peAaKIIel OMHOIO U3 aBTOPUTETHEHUIIIMX SKCIIEPTOB
B 00JIACTH aKyIIIEPCTBA, TMHEKOJIOTUY U TIEPUHATOJIOTMH, MTHOCTPAHHOTO YJicHa-aKa-
nemuka PAH JIxxana Kapio nu Penio.

B nHavane XXI B. c10XHO ObLIO TIPEACTaBUTh ce0€ T€ BO3MOXHOCTU COBPEMEHHOM
TeHETUKN, MOJICKYJISIPHON MEIUIIMHBI, OMOJIOTUH PEITPOAYKIINN, KOTOPBIC TTPUBEIN
K (hOPMUPOBAHUIO OCHOBHBIX MTOHSTUI MpeHATaIbHOM IMarHOCTUKH, 3a4acTylO BbI-
XOISIINE 32 pAMKHU ITPOCTO TMATHOCTIUECKUX TECTOB U 3aTpariBarolie 00IIeueIoBe-
YEeCKUe, STUIECKUE, KYIbTYPOJIOTUYECKIUE U IMYHOCTHBIC TTPOOJIEMBbI, CTOSIIIINIE TIepeT
OepeMEeHHOM 1 ee ceMbeli MPU pellIeHUH BOMpOca O 3A0POBbE UX OyAyIIero pedoeHka.

AOCOTIOTHO YHUKATTLHBIM U TIEPENOBLIM cTaio oTKpbiTHE B 1997 1. [lennucom Jlo
U COaBT. BHEKJIETOUHOI cBoOOonHO HupKyaupyoomei JIHK mioga B KpoBoToKe MaTe-
P, 9TO CO3AJI0 OCHOBY IIJIST pOXKIECHMST HOBOTO HaIpaBJICHUs B MEOUIIMHE TUIOAA —
HEMBa3MBHOIO MPEHATAJIbBHOTO TECTUPOBAHUS, CIIYXKAILEro KOHIENTYaJIbHO HOBBIM
ITOIXOIOM K OIIEHKE XPOMOCOMHOTO M TeHHOTO Oj1aroroayaust peoenka. K Harmmca-
HUIO HanOoJIee TTOTHOTO HA CETOMHSIITHUM IeHh PYKOBOICTBA ObUIHM IIPUBJICYCHBI TIPH -
3HAHHBIE 9KCIEPTHI B JAHHOU 00J1aCTH, BKIIIOYAIOIIME U HAILIMX COOTEUYECTBEHHUKOB.

[IpexpacHO MUTIOCTPUPOBAHHOE M3NAHNE HE TOJBKO MPAKTUUECKH TTOJTHOCTHIO
ocBelllaeT 0a3MCHbIC MOHSITUSI TeHETUYECKOW AMAarHOCTUKU M XPOMOCOMHON Ma-
TOJIOTUH TUIONA, HO M TIONPOOHO TPEACTABISIET XPOMOCOMHBIN TTOTMMOP(MU3M TIpH
BPOXXICHHBIX 3a00JIeBAaHUSIX, TUVIOAOBO-TIIALIEHTAPHYIO TUCKOPAAHTHOCTh, OCOOEH-
HOCTU T€HETMYECKOr0 HEMHBA3MBHOIO CKPMHWHIA MPU MHOTIOIUIOJHOU OepeMeH-
HOCTH, caMy TEXHOJIOTMIO HEMHBA3WBHOTO IIPEeHATAJIbHOTO TECTUPOBAHUS U CpaB-
HEHME DPa3IUYHBIX METOAOB U BapUAHTOB MO KJIMHUYECKONH M AUArHOCTUYECKOM
3 GHEKTUBHOCTH, MHOOPMATUBHOCTA, CTOMMOCTH, OPTaHU3AILIMIO TIPEATECTOBOTO
U TOCJIETeCTOBOTO KOHCYJIBTUPOBAHMS, POJIb OLICHKH YIbTPa3BYKOBBIX MapKepOB
" 3XorpauIecKoif aHaTOMMU IUI0JA, OOHAPYKEHUE XPOMOCOMHEBIX Ie(PeKTOB MaTe-
pH TP UCITOJIb30BAHUN ITOJJHOTEHOMHOTO CEeKBCHUPOBAHUS M BO3HUKAIOIINE TIPU
3TOM BOMPOCHI. bOBINONI pa3aes MOCBSIIEH CPABHUTEIBHOMY aHAIIA3Y CYIIIECTBY-
IOIIMX K HACTOSIIIEMY BPpEMEHM MEXKIYHAPOTHBIX U JIOKATBHBIX MPOTOKOIOB/KIIH-
HUYECKUX PEeKOMEHIAIIMIi/PyKOBOJACTB MO HEMHBA3MBHOMY MPEHATaIbHOMY T€CTU -
poBanwmio. [ToHOTa oXBaTa MPAKTUIECKN BCEX aCITEKTOB 3TOTO TECTUPOBAHMS C UX
CJIOXHOCTBIO, TEXHOJIOTUYHOCTBIO 1 B TO XK€ BPeMsI TOCTYITHOCTh U3JIOKEHUS MaTe-
puania U MPakKTUKYIOIIEro Bpaya CAeNaloT 3TO pyKOBOACTBO HACTOJbHOI KHUTOM
He TOJIBKO IUISI Bpadell TpeHaTaIbHOM IUaTHOCTUKY, MEIUIIMHEI 10114, TCHETUKOB,
HO U aKyllIepOB-TMHEKOJOrOB 1 Bpayeil CMEXHBIX CITeLIMaJTbHOCTE.

Ynen-xoppecnondenm PAH, dokmop meduyunckux Hayxk,
npogeccop U.B. Henamio



Mpepucnosune K n3paHuIo
Ha aHITUUCKOM A3blKe

B mpenpiayiieM CTOJeTMM MHOTOYMCICHHBIE OTKPBITHS B 00JACTH T€HETHUKH,
TEXHOJIOTUI1 ¥ UX BHEIPEHUE B IpeHATAIbHYIO MEAULIUHY IPOU3BEIN BIICYATIISIIO-
W TIEpeBOPOT B MPEHATATBHOM TMarHOCTUKe. BoIsgBieHre 1 TpodriiakTuKa mpe-
HaTaJIbHbIX 3a00JIeBaHUII paCKPbUIA TaliHy, OKPYXAIOIIYIO IUIOMA, Y CHSIJIU 3aBecy
HETIPUKOCHOBEHHOCTH, UMEBIIIYIOCS B TIPOIILIOM.

OTKpBITUS, Kacarmolldecss CUCTEMbl MaTb—IUIallEHTa—II0M, CIIOCOOCTBOBAIU
BO3pACTaOIIeMy OCO3HAHMIO HAayYHBIM COOOILECTBOM TOrO acIleKTa, YTO MHOTrue
mpo0sieMbl pebeHKa W B3pOCIIOTO YejloBeKa TOSIBIISIOTCS ellle 10 poxaeHust. BHe-
JIpEeHUEe METOI0B KOCBEHHOI (OMOXUMUYECKO) 1 IpsiMoii (Orodu3ndeckoit) ore-
HOK COCTOSTHUSI TIJIOJIa TIO3BOJIMJIO TIPOBOINTH aIeKBaTHBIE UCCIENOBAHUS C TIOMO-
IIBI0 BO3PACTAIOIIET0 KOJIMYEeCTBA TEXHOJIOT M1, OCHOBAaHHBIX Ha 3a00pe MaTepualia
wiona (AMHHMOIIEHTE3, OMOIICHSI BOPCHH XOPHMOHA, KOpAoleHTe3). B HacTosiIee Bpe-
MsI CTaJIO BO3MOKHBIM HE TOJIBKO TIPOBOIUTD CIIOXKHYIO TUAarHOCTUKY, HO U B HEKO-
TOPBIX CIyYasix MpuOeratb K BHyTpUYTPOOHOMY MEAMKAMEHTO3HOMY U/UJIN XUPYP-
TMYEeCKOMY JICUECHUIO.

AMHMOIIEHTE3 HavyaIy UCIOJb30BaTh TOJIBKO ¢ cepearutbl 1960-X ToI0B IS BbI-
SIBIICHUS 3a00JIEBaHUI TITOAA ITyTeM CIIEKTPOMDOTOMETPHMIECKOTO aHAIM3a Ha OVUITH -
PYOMH B aMHUOTUYECKOM XXUIKOCTH; TAKUM 00pa30M OLICHUBAIOT TSKECTh U30MM-
MyHu3auuu 1o antureHy RhD y miona. B aToT ke mepuon BriepBbie ObLI oTipeaeieH
XPOMOCOMHBII TI0JT Ha KYJIbType aMHHUOIIMTOB ITyTeM oOHapyxXeHus Tejel bappa.
OnHako B 1970-x romax aMHMOIIEHTE3 MCIIOJb30BaJld OUY€Hb OTrPpaHUYEHHO, IMO-
CKOJIBKY OH OBIJT COTIPSIKEH HE TOJTBLKO C BBICOKUM PUCKOM BBIKUJIBIIIA U HETTOMEPHO
BBICOKOI CTOMMOCTbBIO, HO U C TEM, YTO TOJIHKO XKEHIIWH B ITO3MTHEM PEIIPOMLYKTHUB-
HOM BO3pacTe paccMaTpUBaJIM KaK Tpymiry pucka. Toiabko B KoHIe 1980-x romos
OBLI TIPEIJIOKEH HOBBIM, TIOMUMO aMHMOIIEHTE3a, TTOIX0/I K CKpUHUHTY 0e3 pucKa,
YYUTBHIBAIOIIMII HE TOJIKO BO3PACT, HO W KOHIEHTPALMIO HEKOTOPHIX ILJIOJ0BO-
TUTAlIEHTapHBIX (PAKTOPOB, TIPUCYTCTBYIOMIMX B TepU(pepruiecKoii KPOBU MaTepH.
B 1990-x romax Obu1a BHEeApeHa MOAEIb CKPMHMHIA, YIYUThIBaIOIIAsT KOMOMHALIUIO
BO3pacTa MaTepH U TOJIIIMHBI BOPOTHUKOBOTO IMpocTpaHcTBa B 11—14 Hen 6epemeH-
HOCTH, ¥ BIIOCJICACTBUHU OBLIO MOKA3aHO, YTO TaAKOI KOMOMHUPOBAHHBIN CKPUHUHT
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MaTepUHCKOIO BO3pacTa, TOJIIUHBI BOPOTHUKOBOTO MPOCTPAHCTBA U OMOXUMUYE-
CKMX TIOKazaTeJleil MaTepUHCKOM CHIBOPOTKM KpOBU (CBOOOAHASI B-CyObemMHMIIA
XOPMOHMYECKOTO TOHAIOTPOIMHA YeJIOBeKa M acCOIMUPOBAHHBINA ¢ OepeMeHHO-
CThbIO IJTa3MEeHHBIN 0es1oK A) B | TpuMecTpe 1o3BoJIsIeT UASHTUPUIIUPOBATh B ~85—
90% cityyaeB o ¢ cuHapomom JlayHa.

OnHaxko B iepuo ¢ cepearuHbl 1980-x romo Ob1710 0OHAPYKEHO MPUCYTCTBUE (he-
TaJIbHBIX KJIETOK B KpOBU OepeMeHHOI. VX BbleIeH e 17151 TeHETUYECKOTO TECTUPO-
BaHUsI TIPOM3BEJIO 3HAMEHATETbHYIO PEBOJIIOLIMIO B TIPOCTIEKTUBHOM TTpeHaTaIbHOM
JIMardHocTtuke. B MaTepuHCKOI KpoBH ObIIM OOHAPYKEHBI pa3IMYHbIe TUTIHI (heTallb-
HBIX KJIETOK, ¥ MCCJIeoBaTeJIN Hadajau paboTaTh HaJ UIEHTU(DUKAIIMEH, 0TOOpOM
U TEHETUYECKUM aHaInu30M (hbeTaabHbIX KJIETOK, IIPUTOAHBIX JJISl TPEeHATaIbHOM re-
HETUYECKOM TUAaTrHOCTUKM.

Eite omHa BO3MOXHOCTbh HEMHBA3UBHOM MpeHATAIbHOW NUArHOCTUKM MOSIBU-
nack B 1997 1., korna Jlennuc JIo u coaBt. u3 Okcdopaa mokazaiu HaTuune BHEKJIe-
TOYHOU (heTanpbHOU ne3okcupudoHykienHoBoi kuciaotel (JIHK) B MatepuHcKo
IL1a3Me 1 CBIBOPOTKE KpoBU. B pe3ynbrare uccienoBaHuii, HOCAeI0BaBIINX 32 9TUM
OTKPBITHEM, OBUTO HOKa3aHo, uto (petambHast JJHK mpucyrcTByeT B MaTepMHCKOM
KPOBOOOpAIIIEHUY C TIEPBBIX HEeNEeJb OEPEeMEHHOCTH U B KOJIUYECTBE, OOJIbIIEM I10
cpaBHeHuw ¢ JIHK, momydyeHHo#l n3 KieTok miona. bojee Toro, mpemMyIecTBo
BHekJieTouHOM (peTanbHoi JIHK 3akitouaercs: B TOM, 4TO OHA pa3pylllaeTcs B Teue-
HHUE HECKOJIbKMX YacoOB IOCJe POAOB, TO3TOMY HEe MOXET IToMelllaTh MpeHaTaJlbHOMI
MMArHOCTUKE TIPU MOCIEAYIOIINX OEPEMEHHOCTSIX.

C Tex Mop HEMHBa3MBHOE MPeHaTaIbHOE TECTUPOBAHKE Ha aHEYTUIOMIMIO TII0Aa
C UCTIOIb30BaHUEM OeckieTouHo (petanmpHOM JIHK ObUTO IIMPOKO BHEAPEHO B PYy-
TUHHYIO aKylepcKyto npakTuky. [leppoHavyanbHo TecThl Ha eTanbHylo JIHK Obu1n
HalleJIeHbl Ha XpPOMOCOMHBIE abeppaliii, BEISIBIISIEMbIC TPAAUIIOHHBIMU METOIAMU
MpeHaTaJbHOTO CKpMHUHTA: TprucoMust 21, Tpucomus 18 u tpucommst 13. Bekope
cdepa MpUMEHEHUsT 9TON METOAMKM pacIlMpuiach 3a CUeT IaHeseil Ha aHeYILIO-
WINM TI0 TIOJIOBBIM XPOMOCOMaM M MuKpozenennu. HemaBHO cram mocTyrieH pac-
IIMPEHHBIA aHAJIUM3 FreHOMa Ha pelKue ayTOCOMHbIE TPUCOMUU U CEPbE3HbIE XPO-
MOCOMHBIC AucOagaHChl. I10CKOIbKY TeXHHMYecKash BO3MOXHOCTb TECTHPOBAHMUS
Ha HaJIMYMe TOTO WJIM MHOTO 3a00JIeBaHMST HE BCETa COOTHOCUTCS C KIMHUYECKOM
MOJIb30I TSI TOMYJISIUMU WM OTAEJbHBIX OepeMEHHBIX, I0Jib3a W HeraTMBHBbIC
aCITeKThI TPOTpaMM CKPUHWHTA MOJIKHBI OBITh TIIATEILHO B3BEIIEHBI 10 UX BHEIPE-
Hus. B HacTosiiee BpeMsl HaydHbIe JaHHbIE O KIMHUYECKUX MPEerMYIIecTBax pac-
mupeHHoro 6eckinetrouHoro JIHK-TectupoBanust HemoctaTrouHbl. TakuM oOpa3om,
pacimmpeHHble KiuHudeckue naHeau JHK-tectupoBaHus co3aaloT AUIEMMY IS
JIUArHOCTUKHU, JIEYCHUS U KOHCYJBTUPOBAHUS IMAllMEHTOB, KOTOpasli B HACTOSIICE
BpeMsI CTaJla TIPEJMETOM CEePbE3HBIX TUCKYCCUI U TPeOyeT MpopabOTKU acIeKTOB
STUKU U 3 HEKTUBHOTO PaCIPOCTPaHEHUS 3TO METOIMKMU.

Brnepsrie mpencraBierHoe B 2011 T. Tak Ha3bIBaeMOE HEMHBA3WBHOE ITPEeHATAJTb-
HOE TeCTUpOBaHHE (KOTOpPOE MPAaKTUYECKU OTHOCUTCS TOJBKO K MpeHaTaJIbHbIM
TectaM Ha ocHoBe BHekJieTouHol JIHK mmoma) 3a 10 jeT mmpoko, XoTs 1 HepaB-
HOMEPHO, PacIpOCTPaHUIIOCh IO BCEMY MUPY, M BOZHUKIIO MHOXKECTBO TIPOOJIEM,
CBSI3aHHBIX C €r0 MPHMMEHUMOCTbIO (OCOOEHHO B CTpaHax ¢ HU3KHUM U CPEIHUM
YPOBHSIMU JIOXO/Ia), CTOUMOCTbIO, HA/IEXKHOCTHIO (3TO OTHOCUTCSI B OCHOBHOM K He-
KOTOPBIM IOMAIIHUM TeCTaM, PacCIUIOAMBIIMMCS KaK I'pUObI BO MHOIMX YacTIX
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MUpa), KOHCYJbTUPOBAHUEM 10 1 MOCJEe TECTUPOBAHUS, STUYECKUMU TUJIEMMaMU,
CIPaBEUIMBOCTBIO JOCTYIA K TEXHOJOTUSIM U, HAKOHEL, «[1aTEHTOCIIOCOOHOCTBIO»
TecToB. Bce Tu acnekThl TpeOoBaJIM pa3bsicHeHUsI. UIMEHHO ¢ 3TOM Liefbio 1 Obuia
3aJyMaHa JaHHas KHUTa, 4TOObI AaTh YMTATE/IO aleKBaTHOE MPEACTaBICHUE O Me-
ToJax, MpobyieMax U UX MOTEeHUMATbHBIX PELICHUSIX C TOMOIIBIO CAMbIX U3BECTHBIX
9KCITEPTOB B 3TOI 00JIACTH.

Hecmotpst Ha GeccriopHbIe yCIIeXu B 001aCTH MPpeHaTaJIbHOM TUarHOCTUKU, UC-
CJIeIOBaHUs HEIMPEPbIBHO MPOJOJIKAIOTCI € LEAbl0 UACHTU(DUKAIUU KJIETOYHOIO
0eJIKOBOTO MapKepa JJisl BhISIBICHUS «Iydllieil» (peTaabHOM KJIeTK B MAaTEPUHCKOM
KPOBOTOKE, KOTOpas Obl1a Obl MPUTOAHA ISl TTPEHATAIBHOIO T€HETUYECKOTO Te-
ctupoBaHus. MccnenoBaTesn MPOBOAST SKCIEPUMEHTHI IO SKCIPECCUU TeHOB, UC-
M0JIb3ys] UTHHOBALIMOHHBIE TEXHOJIOTUM, TAKKE KAaK MUKPOUYUIIBI U TPOTEOMHbIE MC-
CJIeIOBAaHUS, IJIST BBISIBJICHUS PA3IMIMiA B 9KCIIPECCUU T€HOB U/WIN OEJIKOB MEXITY
KJIETKaMU T1J10/1a U MAaTEPUHCKUMMU KJIETKAMMU.

N3 aroit KapTUHBI BUIHO, YTO, XOTS JTOCTUTHYTHIE 11eJU (MCTIOJIb30BaHKUE Oec-
kinetouyHoit JIHK miona misi AMarHOCTUKM XPOMOCOM M T€HOB ILJIoAa B KIMHUYE-
CKOM TpaKTMKe MHOTHMX CTpaH) BeChbMa 3HAUMTE/IbHBI, MHOTOE €Ile IIPEICTOUT
chenaTh, U UCCEeNOBaHMSI BCeraa MOKHBI ObITh HAINpaBJeHbl Ha JajbHeilee co-
BEpIIIEHCTBOBAHUE TEXHOJIOTUIA, YTOOBI TIOMOYb HEMHBA3MBHOM MpeHaTaJbHON! qua-
THOCTMKE CTaTh HOBBIM «30JIOTbIM CTaHIAPTOM», KOTOPbI, HECOMHEHHO, U3MEHUT
UCTOPUIO MEIULIMHBI MAaTEPU 1 TLIOA.

S oco0eHHO TpU3HATEJeH BCEM aBTOpPaM-3KCIIEpTaM, KOTOPBIE COIJIACUIUCH
MPEACTABUTD aKTyAJIbHBIE [IABbl, MOCBSLLIEHHbBIE HECKOJIBKUM acIleKTaM 3TON BaxX-
HOI 1 IIMPOKO 00CYKIaeMOIl TeMbI, a TAKXKE U3AATCILCTBY, KOTOPOE ITOATOTOBIIIO
CBOEBPEMEHHYIO MyOJIMKALIMIO BBICOKOTo YpoBHS. Haaeroch, 4To oHa 3anMHTepecyeT
MHOTHUX U TIOMOXKET YUTATEISIM MOJTYUYUTh YETKOE MPEACTABIEHUE O «<HOBOM» CTaTyCe
U BO3MOXHOCTSIX IPEHATAJIbHOM F€HETUYECKOM TUATHOCTUKU.

Ilncan Kapao ou Peryo
Ilepyoxuca, Umanus
Lempoiim, Maccauycemc, CIIIA



[nhasa 1
BeepeHue

KO.M. leHHunc Jlo

[Tpomio 24 roga ¢ MOMEHTA TIEPBOTO COOOIIEHNST O HATMYUU BHEKJIETOUHOMN
deranpHoit JIHK B matepuHckoii nmnasme kposu [1]. Takum ob6pa3zom, 3Ta KHU-
ra oueHb CBOEBpPEMEHHA ISl MOABEAECHUSI UTOTOB JOCTUTHYTOTO, MOCKOJbKY 00-
JIaCTh BCTYTMAET B MOPY CBOETO cepedpsiHoro tobwies. Pa3Butue HEMHBA3MBHOTO
npeHaTtanbHoro tectupoBaHus (HUIIT) mpomeMoHcTpupoBaao BaXXHOCTb MH-
BECTUPOBaHUs B (hyHIaMEHTaJbHble HayYHbIE MCCICAOBAHUS, B TO BpeMs Kak
MBI TIPOJABHUTAEM TPAHCISIIIMOHHBIC W KIMHUUEeCKUE nccienoBanus. K mpuMmepy,
0e3 nHpopMalu 0 KoHIeHTpauuu BHekineTouyHoit [IHK mona B pa3Hbie cpoku
O6epemMeHHOCTU [2] ObL10 ObI TpynHO pa3padotatb HUIIT ais BbIsIBAECHUS XpO-
MOCOMHBIX aHEYIUIOMANI M MOHOTEHHBIX 3a00JIeBaHUI, TP KOTOPBIX TOYHOCTH
JIIMaTHOCTUKU B 3HAUYUTEBbHOM CTeNeHU 3aBUCHUT OT nouu dpetanbHoi JJHK. Ipy-
roii mpumep: 63 NOHUMaHUS KJIUpeHca BHekJeTouHol ¢peTtanbHoit JJHK mocne
ponoB [3] OymeT TpyaHO C yBepeHHOCThIO ncoab3oBath HUIIT y MHOTrOpoXaB-
mux 6epeMeHHBIX. [Tockonbky Hupkynupytomas ¢geranpHas JHK nmoctynmaert us
IUTALIEHThI, 3HAHUS O OMOJIOTUU TUIALIEHThl B KOHEYHOM MTOIE IMMOMOTYT HaM JIy4-
IIIe TIOHSTHh 00pa30BaHUE, BEICBOOOXKICHNE U OMOPHU3NUIECKIE XapaKTePUCTUKI
BHeKJIeTouHOM (eTanbHoli JJTHK. B ¢BsI3u ¢ 3TUM MHe 0COOEHHO MPUSITHO BUAETH
[JIaBY O IJIALIEHTE B 9TOM TOME.

OueHb pag BUIETh, YTO MO MHOTOYMCIICHHBIC KOJIJICTH 1 IPY3bsl BHECIIN CBOU
BKJIaJ B CO3aHMe 3TOi KHUTUM. MHe BblNajia 4YecTh COTPYIHUYATh C Mpodeccopom
Kunpocom Huxkonaunaecom, npodeccopom Panmaxkutom AkojiekapoM, mpodecco-
pom Poccoit Yny B nepBom ucciaenoBanuu ucnonab3zoBanus HUIIT nipu tpuco-
muu 21 (T21) [4]. OueHb XOTeIOCHh ObI TaKXKe IMIPOYMUTATh IJ1aBy npodeccopa JIuH
Yuttu o pazsutun HUTIT moHoreHHbix 3a6oseBanuii. [Ipodeccop JI. Yurtu pa-
Hee coTpyaHMYaa c rpodeccopom AnneHoM YaHOM B MOt TPYIITE 1O UCTIOJb-
30BaHMI0 LM(poBoi moaumepasHoil nenHoi peakuuu (IMIIP) nna stoit nenu
[5]. OTmMeuy o4yeHb MHTEpECcHYIO IaBy HokKTopa HduaHbl BbIHKM O clydyailHBIX
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Haxonkax npu HUIIT, kotopas cBd3aHa ¢ APYTMUM MOMM MHTEPECOM K XKUAKON
6uornicuu paka [6, 7]. MHe mocuacTIMBWIOCH COTPYIHUYATD ¢ TOKTOpOM 1. BbsiH-
KU TIpy HaOitofaeHun abeppaHTHOU KoHleHTpaluu BHekieTouHoi JITHK miona
B MaTEpUHCKOM TJla3Me U ChIBOPOTKE KpoBU npu Tpucomuu 21 [8]. C HeTepne-
HUEM TaKXe XTIy BO3MOXHOCTH IPOYMTATH TJIaBBI, HAITMCAHHBIE MHOTUMM MO-
UMM Opy3bsiIMU, BKIOUYas mpodeccopa Ju Penuo, mpodeccopa FOBans Spona,
nokTopa Mapka DBaHca, npodeccopa Kapnoca CaiiMmoHa, nmpodeccopa Maxeia
Yynanu u nipopeccopa JIxo Jlu Cumnicona u np. Hakonen, s pam BUaETh, 4ToO,
MOMMMO HAaYYHBIX U KIMHUYECKUX MPUMEHEHMI, 3Ta KHUra TakXke OXBaThIBaeT
3TUYECKUE, collhajbHble U KyJabTypHble acriekTel HUIIT. B ycinoBusix 661cTporo
pa3BUTHUS HAYKU U TEXHUKU OCOOCHHO BaXXHO pacCMaTpUBaTh TaKue pa3pabOTKHU
B KOHTEKCTE YeJIOBEYECKOTO O0IIIeCTBA 1 MX ATUYECKHUX, TPABOBBIX U COLIMAIbHBIX
MOCJIEACTBUN.

CnuncokK nutepartypbl




[naBa 2

KpaTKaa ncropma u nepcneKkTusbl
HEeMHBA3UBHOM NPEHaTa/IbHOMU
ANArHOCTUKMU

[xkaH Kapno gn PeHuo, ApyH MeiaxkaraH, BaneHTnHa Lmbusosa

OcHOBHBIE MOMEHTDI

e HUIIT mo3BojsgeT BBISIBUTH CIlelM(UUEecKre TeHEeTUYeCKUe aHOMaJUu
miona yxe Ha 10-ii Hemene 6epeMeHHOCTH.

e [To6ouHble 3 (HEKTHI M PUCK BHIKUIBIIIA OTCYTCTBYIOT.

* Meron 061anaeT BBICOKOM YYBCTBUTEIBHOCTBIO MIPU TPUCOMMSIX, OCOOESH-
Ho T21, T13 u T18.

* B HUIIT ucnonws3yercs BHekneTouHas ¢etanbHast JJHK 13 marepunckoit
KPOBH.

* VIIbTpa3ByKOBbIE MapKephl, TAKME KaK TOJIIMHA BOPOTHUKOBOTO ITPOCTPaH-
ctBa (TBIT) n brnoxumuaeckuii mpoduis | B-cyobenmHrIIa XOPUOHUTIECKOTO
roHagorponuHa yeaonseka (3-XI'), accollunupoBaHHbI ¢ O6pEMEHHOCTHIO
rmasMeHHbiil 6enok A (PAPP-A — ot anrn. pregnancy associated plasma
protein A), THTMOWH A], TTIO3BOJISIIOT BBISIBUTh PUCK POXKIEHUS TeHETUUECKU
AHOMAJIPHOTO ILJIONA.

* Huskas KoH1eHTpalus BHeKIeTouHou etanbHolt [JIHK, cBs3b co crienu-
¢uyeckuMu (akTopaMu pUcKa UM TeXHUYECKHE OLIMOKM MOTYT OrpaHu-
yuth pe3ynbratel HUTIT.

* TloaTBepxkneHue Jr0OOro TecTa HEOOXOIMMO OCYIIECTBISTh C MOMOIIBIO
KJIaCCUYECKUX MHBA3MBHBIX METOMOB (TaKMX KaK aMHHUOIICHTE3, OMOTICHS
BOPCHUH XOPHOHA).

2.1. BeegeHue

HewHBa3uBHas npeHaTadbHAsI TUAarHOCTUKA, B HACTOSIIIIEE BPEMS Yallle BCETO
HazeiBaeMast HUIIT, koropas ucnonb3yeT BHekyneTouHyto JAHK rmiona, nmupkynm-
PYIOLIYIO B MATEPUHCKOI KPOBU C CAMOTO Havajla 0epeMEeHHOCTH, CITYXKUT METOJIOM,
HauboJIee 4YacTo MPUMEHSIEMbIM TSl YCTAHOBJIEHUSI TEHETUUECKUX aHOMAJTUM TIJ10-
Jla, B OCHOBHOM aHeyrjiounnii, yxe B koHiie I tpumectpa (10 Hen u nanee). [1epso-
HavajgpHO BHekJeTouHyto JJHK mcnonb3oBanm mist BeIsIBIIeHUsT cuHapoMa JlayHa.
C Tolt mOpbI 3Ty TEXHOJIOTUIO CTAJIU MPUMEHSTh U JJIS1 BBISIBICHUSI APYTUX TPUCO-
MU 1 XpPOMOCOMHBIX aHOMaIuii. TeXHOIOrnYecKUii Mporpecc Mmo3BOJUI UAECHTU -
(bupoBathb Oosiee MeIKKe aHOMATMY B TeHOME, TaKWe KaK Bapualliy YKciia KOmui
[1], a Takxe reHax, BbI3bIBalOIIMX MOHOTreHHble HapymeHus [1]. HUIIT cuurta-
0T TIOCJIeTHEN MHHOBALME B MIpeHATAIbHOW NMArHOCTUKE, MPU3BAHHOW MOMOYb
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Ta6m4u,a 2.1. MpeanonoXKeHua, cBA3aHHbIE C HEMHBA3MBHbLIM NpPeHaTa/ibHbIM TEeCTUPO-
BaHueMm, caenaHHble 06bIYHbIMMU NO4bMU U BPpa4amu, B CPaBHEHUN C pea/iIbHOCTbIO

XapakTepucTHKH

IIpeanoaoxenne

HUctuHnOCTDL

[Mepuon rpoBeneHMsT

Ha panHux cpokax
OepeMeHHOCTH

BepHo, TecT MOXKHO IMTPOBOIUTD Ha CPOKAX
9—10 Hen GepeMEeHHOCTH

Puck nns nmiona

OTCyTCTBHE pUCKa

BepHo, Tak Kak It aHa13a 6epyT Marte-
PUHCKYIO KPOBb

ITpoucxoxneHue
KJIETOK (BHEKJIETOYHAsI
deranpuaas JHK)

[IpeamnonoxuteabHO
TMPOUCXOIUT OT TUTO/IA

ITpoucxoaut u3 Ki1eTok Tpodobdaacta

JlanpHeiiime oocie-
JIOBaHUS

He tpebyeTr nHBasus-
HBIX MPOLIEAYP

HeBepHo, Npu MOJIOXUTEbHBIX PE3yJib-
TaTtaX CKpUHMHTA HaJTMIre aHOMaJIUiA
MOATBEPKIAIOT TIPU TTOMOIIY AMHUOLICH -
Te3a Wi OMOTICUM BOPCUH XOPUOHA

BUIOB FT€HETUYECKOMI
IIaToJOrumn

ITpoaoIKUTENLHOCTD BoicTpo u jierko Bo MHOTUX cilydasix 0TI U TEXHUYECKU
TECTUPOBAHUS CJIOXKHBIA TIPOLIECC
Hanexnoctb Hanexen mist Bcex Hanexnoctb 99% mist tpucomum 21,

HO IIpU APYTUX FrCHETUYCCKUX aHOMaJTUAX
IIPOrHOCTUYECKAA LICHHOCTD IMMOCTECIICHHO
CHMKACTCA

CocTostHUE TII01a

[Mmomy He Bpeaut

BepHo, Tak KaK 9T0 CKpUHUHTOBOE TECTH-
poBaHue

KoHeuHbIl pe3ynbraT

[Tonyyaetcs ObICcTpO

JL1st TToJTy9eHUsI PE3YJIBTATOB HEOOXOANMO

He MeHee HeJlesId, U BEPOSITHOCTh TOTO,
YTO MOTPeOyeTCs TOBTOPHBIN TECT, BbILLIE
B CJTy4yae HU3KOTO COZIep>KaHUsI BHEKIIEe-
TouHoii THK

MPaKTUKYIOIIMM BpayaM U OyIyIIMM POAUTENISIM B BeACHUM 0€pEeMEHHOCTH, TIPUHSI -
TUU 00OCHOBAHHBIX PEIIeHNI, OCO3HAHHOM BbIOOPE M KOHCYJIBTUPOBAHUU TIO TIO-
Boay ux Oynymiero pebenka. Ha puc. 2.1 (cM. LIB. BKJIEIKY) IIpeACTaBJIeH OCHOBHOM
MPOTOKOJ, KOTOpoMy ciienytoT Bo Bpemss HUIIT.

ITockonbky HUIIT — HemHBa3uBHbBII METOM, PUCK BBIKWBIIIA U HeOJIaromnpu-
SITHBIX MCXOMIOB, CBSI3aHHBIX C JUArHOCTMYECKMMM TeCTaMU, CBEIeH K HY/I0, TaK
Kak JUIsl TUarHOCTUKU MCITOJIB3YIOT TOJIBKO 00pasilbl MaTepUHCKON KpoBu. biaro-
JIapsi TOMY, 4YTO 3TOT METOI MOXHO MPUMEHSITh Ha paHHUX 3Tarnax 6epeMeHHOCTH,
HUIIT cuntaroT ogHUM U3 JIydIlIMX CITIOCOOOB CKPUHUHTA C HYJEBBIM PUCKOM IS
ioaa u MaTepu, a Takke 3(p(peKTUBHBIM U 9 KOHOMUYHBIM [2]. MccaegoBaHus mo-
Kazayii 0oJiee BLICOKYIO YYBCTBUTEILHOCTD U clielnUUHOCTD (>99%) miist CUHApPO-
Ma JlayHa 110 CpaBHEHMIO C MPEIbIIYIIMMU METOIaMU CKPUHUHTA C ITOCTEITEHHbBIM
cHUXeHueM 3(GhEeKTUBHOCTU IJIsT APYTUX BUIOB FeHETUYEeCKoi matonoruu [3, 4].
ITo ouenkam, HUIIT ucnonb3yior Gosee uem B 61 crpane. OXuumaioor, 4To B OJIM-
Kaiime 5 JIeT 3TOT PhIHOK cocTaBUT 6,0 Miipa mostapoB [5]. Jlo cux mop He yTH-
XaloT CHOPHI O MPAKTUYECKUX MOCIEACTBUAX CKpUHUHTA BHeKJIeTouHol JIHK npu
OepeMEHHOCTH; KaK IMpaBUJIO, OHU CBSI3aHbI C MpoOeJaMy B 3HAHUSX KaK Cpeau
CHELMATNCTOB, TaK U MAlMEHTOB ¢ KOHKPETHBIMU CIIOCOOaMU MPOBEACHUST TeCTa
1 BO MHOTHUX CJTyJasiX yBeJIMYEHUEM CTOUMOCTH, CBSI3aHHOM C KpyITHOMAaCIITaOHbI-
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MM CKPMHUHIOBBIMU MporpaMmaMu. PacTeT mHTepec K MOHMMAaHUIO COLMATbHBIX
1 3TUYECKUX BOIIPOCOB, CBI3aHHLIX ¢ paciupeHueM npumenenus HUIIT ¢ Toukn
3PEHUS IPUHATHS PEIIeHMS MallieHTOM, BO3MOXHOM (PMHAHCOBOM HArpy3KH, Oec-
IMOKOMCTBA MAlIMEHTOB, B3IJISIIOB Ha IIpepbiBaHe OepeMEeHHOCTH [6], a TakKe oma-
CEHUI MeTUIMHCKUX paOOTHUKOB B CBSI3U C paciimpeHueM ncnonb3oBanuss HUIIT
[2]. XoTs1 GOMBIIMHCTBO XEHILWH U MpeacTaBuTeeil 001eCTBEHHOCTH paccMaTpu-
BatoT HUIIT kak moiIoXuTeNbHBIM MHCTPYMEHT ISl TIpeHATAIbHOUM IUAarHOCTUKU
IMaToOJIOTUHU, TIOMUMO CUHApoMa JlayHa, poauTe I BEICKA3bIBAIOT aHAJIOTUYHBIE BO3-
paxkeHusI 1o MOoBOAY (PMHAHCOBBIX BOIIPOCOB, IOCTYITHOCTU T€CTa U yIIpaBJAeHUS NH-
dopmammeii. B Tada. 2.1 ipeacTaBiaeHBI MPEAIIONOKEHUS U peaTbHOE TIOJIOKEHIE
nen ¢ HATIT B mupe. B aToii r1aBe Mbl paccka3biBaeM, KakK 3BOJIOLMOHUpPOBAJia
JIaHHas TEXHOJIOTUSI, U OCTaHOBUMCS Ha ee BaxkHocTu 111 HUITIT.

2.2. XpOoHON0OruA pa3BuTUA NpeHaTaibHOW AUAarHOCTUKMU

3a TocieHNe IIEeCTh OSCITUIICTUIA 00JacTh HEMHBA3WBHOTO IIPpEHATAIILHOTO
CKPUHMHTA ¥ TMAarHOCTUKM pa3BUBaJlach CEMUMUIbHBIMU I1aramu. [1o cpaBHEHMIO
C HEIIOCPEACTBEHHBIM aHAJIM30M KJICTOK IUIOAA TPU aMHUOLICHTE3e WJIM OMOIICUU
BOPCHWH XOpMOHA, HEMHBA3WBHBIE IMOIXOABI C MCIIOIb30BaHNEM MaTePUHCKON KPo-
BU WIM YJIBTPa3ByKa UMEIOT OOJIbIIIOe MPEUMYIIECTBO, IIOCKOJBKY HE TPeaCTaBIsi-
0T YIpo3bl BEIKMIBIIIA UIST OepeMEeHHOI. BrocnencTBunm HeMHBa3MBHEIC TECTHI,
BKJIIOYAsl CKPUHUHT CBIBOPOTKU KPOBU M CKPUHMHT Ha OCHOBe BHeKJieTouHoil JIHK
IIona, ObUTH pa3paOOTaHBI IIST BRISIBICHUS] TCHETUUECKUX aHOMAJINA BO BpeMsI O¢-
PEMEHHOCTHU.

2.2.1. OcHOBHbI€e 3Tanbl A0 NOABNEHUA YIbTPA3BYKOBOro
uccnenoBaHUA B aKyLlepcTee

IIpakTuka 3a60pa OKOJOIUIOAHBIX BOJ ISl MCCAEIOBAHMSI CYILIECTBYET YXKe He
meHee 100 neT. O TpaHcabnomuHanibHOM aMHUoLeHTe3e B I11 TpumecTpe coobianu
Prochownick u coaBr. [7] u Schatz [8]. Menees u coaBT. [9] uznoxwim nHdopma-
IINIO O B3SITUM ITPOO aMHUOTUYECKOM KUIKOCTHU C IIOMOIIIBIO TpaHCA0OMITHAIBHOM
WTJIBI; 71 BU3YyaJIu3allid KOHTYPOB IUIOAA M TIALICHTHI BBOOWIN PAagUOKOHTPACT.
B 1956 r. Fuchs u Riis [10] B cBoeii ocHOBoIIO/IAralolIeii cTatbe B XypHaye Nature
3aI0OKYMEHTUPOBAJIM IIepBOe MPUMEHEHUE aHaIN3a aMHUOTUYECKOMN XXUAKOCTH JUIST
onpeaeseHMs MoJia Ioja, rie KJIeTKW aMHUOTUYECKON KUIKOCTHA MPOBEPSUIA Ha
HaJln4yre 1oJjioBoro xpomatuHa (teabla bappa). B 1961 r. Liley [11] B Oxnenae (Ho-
Bast 3eJlaHIMsI) OIMyOJIMKOBAJ XOPOIIIO U3BECTHYIO KOPPESAIINIO MEXTY OTKIIOHEHU -
€M CIEKTPAJIbHOU KPWMBOW MOTJIOIIEHNS AMHAOTAUYECKOM XUIKOCTU TTOJ BO3IEH-
CTBUEM OMJIMPYOMHA U TSKECThIO pe3yc-u3onMmmyHusanuu. [locae otkpreituii Liley
aAMHMOILIEHTE3 CTaJIU IIIMPOKO MPUMEHSITh B aKyIIEPCTBE.

HccnenoBanue Steele 1 Breg mo KapoTUITMPOBAHUIO aMHUOTUYECKOMN XUIKO-
ctu [20] crayo peBoonMoHHBIM. B ToM xxe ronmy Nadler ony6iukoBat ucciaenoBa-
HUE 110 (DepMEHTATUBHBIM TeCTaM C MCITOJIb30BaHMEM KJICTOK IUIOAA M3 aMHHUOTH -
YECKOM XUAKOCTU W COOOIIMI 00 OMHOM M3 CaMBIX paHHUX ClIydyaeB Tpucomuu 21.
Ero uccnenoBarenu UCIOIb30BAIM IJII U3YUEHUSI XPOMOCOM KJIETKM, BhIpallleHHbIe
B J1abopaTopuu. B 1972 r. Milunsky u Littlefield [12] Hamucanu o MeTabOJIMYECKUX
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aHoMayuax y miageHeB. Brock u Sutcliffe B Be1koOpuTtaHun m omHOBpEMEHHO
Hino 1 coast. n3 Anoxnu B 1972 T. COOOIIMIIN, UTO y OepeMEHHBIX TUIOIOM C IeeK-
TOM HEPBHOI TpyOKM TOBBIIICH YpoBeHb a-deTtornporenHa (ADIIT) B amHMOTHYC-
ckoit xunkoctu [13]. B 1970 r. Nadler u Gerbie onyoiukoBaiu ¢hyHIaMeHTAIbHYIO
paboty «Poab aMHUOLIEHTe3a BO BHYTPUYTPOOHOI TMArHOCTUKE TeHETUYECKUX aHO-
MaJldii» , KOTOpas ITOCIYKIJIa HACTOSIIIIUM TOJTYKOM JIJIsSi TeHETUYECKOTr0 aMHUOLICH-
Te3a M JMarHOCTHKM.

B 1968 r. Mohr npeacTaBui aHTEHATAIbHYIO TeHETUUECKYIO TUAarHOCTUKY C UC-
MOJIb30BaHEeM BOPCUH XoproHa [14]. B aToM nccienoBaHnM OH MPOBOAMI TPAHC-
LIEPBUKAJIBHYIO OMOIICHUIO XOPHMOHA IO KOHTPOJIEM 9HAOCKOIIA JUAMETPOM 5 MM,
HO mepBoe 3(P(PeKTUBHOE TIpeHATATbHOS JMATHOCTUYECKOE MCITOIb30BaHUE OMO-
TICUM BOPCUH XOpHUOHA cocTosioch B 1975 1. B 6onbHUlle TuetyHr B AHmane (Ku-
Tait) [15], Toe ObLI ompemesieH IOJ IJIoaa ISl TIpeABapUTEIbHON CEeJICKIIMU T0JIa.
HNudopmanust 06 aTom ObLTa omydJMKOBaHa B OTHOM 13 HoMepoB Chinese Medical
Journal, tne coobmanu o 100 mauueHTKax, KOTOPbIM ObllIa TIpOBeleHa TpaHCLep-
BUKaJIbHAsT OMOTICHSI BOPCHH XOPHMOHA C TIOMOIIBIO CIETION acTipalvy MeTalInde-
CKoI1 KaHoJel nuamerpoM 3 MM. ITociie BBeAeHMSI KaHIOJIM B KaHaJ IeMKU MaTK1
MIPU OIIYIICHUN JIETKOTO COIPOTUBIICHUS TIOMEIAIN BHYTPEHHIO TPYOKY MEHbB-
IIero pasMepa, 3aTeM IPOM3BOAMIN 3a00p IUIAllEHTapHOTO MaTepuaja. beuto 1mo-
CTaBJICHO LIECTh OIIMOOYHBIX TUArHO30B Ha (hoHE 99 yCIEIIHBIX MOIBITOK U YETHIPE
OepeMeHHOCTH ObLTN MOTEPSTHBI. AMEpUKAHCKUE UCCIIeN0BaTe I HE CMOTJIN TIOBTO-
PUTb 3TH Pe3yJIbTaThl, IIO3TOMY Ha TO BpeMsI IIpeHaTabHasl JMarHocTuka B I Tpume-
cTpe 0epeMeHHOCTH ObLIa OTJIOKEHA.

IlepBble MOMBITKY (PeTOCKOMUU ObLTN TTpeanpuHaThl Westin B 1954 1. [16] ¢ mo-
MOLIBIO THUCTEpOCKOmNa auaMeTpoM 10 MM, BBEIEHHOTrO 4yepe3 LIeiHKY MaTKU IaliK-
€HTKaM, KOTOPBIM TIPEICTOSIO TIPOBEIeHUE a00pTa 110 MEAUIIMHCKUM TTOKa3aHUSIM
Ha cpoke oT 14 1o 18 Hen. TepmuH «petockonusi» ObLI BBeAeH Scrimgeour B 1973 1.
[17], xorma oH omuMcan BBeAeHWE Yepe3 CTEHKY MaTKU TIpU JIalTapoOTOMUN 2,2-MUJI-
JIIMETPOBOI'O 3HAOCKOIIA /Ul BU3yaJM3allMM aMHMOTHYECKOM MOJIOCTU M IUIOAA.
Valenti [18, 19] ucnonb3oBan «3HA0aMHUOCKOT» W COOOIIWI O TEPBOIl acmupa-
MM KPOBM IIJIOJA M YCIICIIHOM mMarHocTMKe reMorioomHoratuu (https://www.
obultrasound.net/hobbins.html).

2.2.2. OcHOBHbI€e 3Tanbl NOC/E BHEeAPEHUA YNIbTPA3BYKa B aKyLLEepCTBO

YnbTpa3Byk M MOJIEKYJsSIpHAs T€HETHKA BO3POIWIN MTOTPEOHOCTh B JOPOIOBOI
JUArHOCTUKE Ha paHHUX cpokax. Steele u Breg [20] KyJnbTuBUpOBaIM (heTallbHbIE
KJIETKM U3 aMHMOTMYECKOM XXMIKOCTU U MPOJOXWIN MyTh K KapUOTUITMPOBAHUIO
B 1966 1. Bce 3T paGoOThI MPUBEIM K TOMY, YTO aMHUOLIeHTe3 K 1970-M rogam cran
JTOMUHUPYIOIIMM METOAOM IPEeHATaIbHOIO TeHETUYECKOTO TECTUPOBAHUS, U B 1aJTb-
HeUIIeM ero paccMaTpUBaJIM KaK CTAHIAPTHYIO MTPAKTUKY B COOTBETCTBUM C YITOMSI-
HyTtoit nmyonukauueit Nadler u Gerbie B 1970 r. [21]. IIporpecc B o6;1acTu aMHUO-
LeHTe3a ObLT JOCTUTHYT OJIaromapsi NCIIOJIH30BaHUIO YITPAa3ByKa ISl BU3yaIn3aluy
TPaeKTOPUU UTJIbI B COOTBETCTBUU C MpoToKojgoM Bang u Northeved B 1972 r. [22].

Hobbins 1 Mahoney [23] u3 Menbckoro yHuBepcuTeTa, a Takke Patrick u coasr.
[24] n3 Kanamel mipoBei HOBaTOpPCKME pabOThI C MCIOJIb30BAaHUEM YJIbTpa3ByKa
nepen npopeneHueM GeToCcKonuu. DTU KUcciieaoBaTe/d coo0an 00 UCIOIb30Ba-
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HUM yJIbTpa3ByKoBoro ucciaegoBanus (Y3 M) 1jist TOUHOTO KapTUPOBAHUS TIIALIEHThI
U TTOJIOKEHMS TJI0/1a, @ TAKXKE TOYHOT'O OMpeAe/IeHUST PACCTOSIHUS MEXIy IIepeIHeit
OpIONTHOI CTEHKOI 1 XOpuaibHOM TmacTuHKou. B 1977 r. Hobbins m Mahoney co-
001N 00 YCHEITHOM UCKIIOYEHUHN (3-TajlacCeMMU M TUAarHOCTUKE CEPIIOBUIHO-
KJICTOYHOIT O0JIe3HU Oe3 IBHOTO PUCKa IS MaTepy U TITOAA TIPU IIPOBEICHUM TIPO-
uenypbl. Cpenu Apyrux Beaylux uccienopateneii — Alter u coasrt. [25], Fairweather
u coasT. [26] B JJonmone. Rodeck n Campbell [27] cooOuimim o uarHocTUKe BPO-
JKIEHHOI CITMHHOMO3I0BOM Irpblxku ¢ moMolibio Y3U. B 1979 r. Ta e rpymnmna n0Jjio-
JKHJIa 0 TIoJIy4eHN U 00pas3lioB YMCTOM KPOBH, ycrelrHoM Ha 94% B ripotiecce 51 11o-
MBITKY 3a00pa MyMOBUHHOM KpoBU. OHU BBEJIM METOJT ACTIMPAIIMU KPOBU U3 OJTHOTO
M3 KPYIHBIX COCYIOB Y OCHOBaHMS ITyIIOBUHbBI. BONBIIMHCTBO UCCIieaoBaTe/Ieii Ha-
YaJIi UCII0JIb30BaTh 3TOT METO AJIs AUATHOCTUKMU FeMOIJI0O0MHOIATHIA.

B CCCP B cBOEM nepBOM cO0O0LIEHNN 00 Hcnoab3oBaHUU Y3 -conpoBoXaeHUS
npu 6uorcuu BopcuH xoproHa Kasu u coaBT. [28] cooOLIMIm o MeToe yCTaHOBIIE-
HMUSI 10J1a TUIoa U (hepMEHTHOM aHaIn3e 00pa3IioB XOpHOHa Ha cpoke 6—12 Hep Ge-
pemeHHocTtu. Niazi 1 coaBT. pa3paboTanu 6osiee COBEpIIeHHbIE METOAbI BhIpalllBa-
HUs1 hubpobiacToB n3 BopcuH Tpocdodaacta B 1981 r. Ward B JIonnoHe BbImomHMIT
TpaHCLEPBUKAJIBHBIN 3a00p BOPCMH XOPMOHA C TIOMOIIIBIO YIBTPa3BYKOBOTO KaTeTe-
pa u mmpuieBoro orcoca. B 1983 r. rpynma Brambati B MutaHe 1okasaia, 4To Ipu
Y3U-KoHTpoJIe YBEIMYMBAETCS YacTOTa ITOJIyYeHUsI XOpMaJbHOIO Marepuaia ¢ 75
10 96%. Brambati ncroyib30Bajl OJUATUICHOBYIO TPYOKY AMaMeTpoM 1,5 MM ¢ MsIT-
KM 00TYpaTopoM M3 HepXKaBeIollleil cTaiu, KOTopas BIIOCIEACTBUM cTaja Haubosee
4acTO MCMOJIb3yeMbIM YCTPOMCTBOM I 3a0opa BopcuH XopuoHa. B 1983 r. Simoni
u Brambati [29] B MunaHe ony0auMKoOBaM MPOLIEAYPY MPSIMOTO XPOMOCOMHOTO
1 OMOXMMMYECKOTO aHaJli3a BOPCUH XopvoHa B I TpumecTpe 6epemeHHOCTH. Bop-
CHUHBI XOPMOHA aCIIUPUPYIOTCS WIM OMOIICUPYIOTCS U3 BETBUCTOIO XOpUOHa (chorion
frondosum) TinanieHTapHOTO AUCKa. BHYTpeHHUI clloit iMToTpodobIacTa, momesxa-
LM K HApY>KHOMY CJIOI0 CUHIIMTHOTPOo(00IacTa, B CBEXXMX 00pa3liax BOPCUH COCTO-
UT U3 aKTUBHBIX MUTOTUUYECKUX KiieToK. B 1984 1. Smidt-Jensen u Hahnemann [30,
31] B KoneHrareHe pa3pabdoTajiy TpaHCcabJ0MUHAIbHYIO TOHKOUTOJIbHYIO aCUpaliio
BopcuH. biarogapst MeHbIlIeMy KOJUYECTBY MH(MEKINI 1 HeyIauyHbIX IIP00, TPeOyIo-
IIIMX TTOBTOPHOT'O BBEICHUS UTJIbI, 3TOT IOCTYII CTaJl TOpa3io 0ojee pacipocTpaHeH-
HBIM, YeM ero TpaHCLIepBUKaJIbHBIN aHajor. I'pynma Brambati u Simoni B MunaHe
u rpytra Golbus B Can-®paHimcko B KoHIe 1980-X TomoB OTKPBUTH IPYTHE TTOIXOIBI
K UCMOJIb30BaHMIO yabTpa3Byka. B 1986 r. rpymma Golbus coobiimiia 06 OIbITe ITPoBe-
nerust 1000 Groricuit BOPCHH XOpHUOHA ¢ YPOBHEM ITOTEPh Ttona 3,8%, a Takxke 1,7%
CJIy4aeB XpOMOCOMHOTO MO3aMIIu3Ma, He TIOATBEPKIEHHOTO BIIOCIEACTBUM Y TUIOJA.

ITocne perockonuu 3a60p Mpod YUCTOI (heTaIbHOI KPOBU MO KOHTPOJIEM YJIb-
Tpa3ByKa, WM KOPAOILIeHTe3, ObUT BriepBbie TpuMeHeH Bo Opanium B 1983 1. Oep-
HaHoMm Haddocom (Fernand Daffos) [32]. Yuctyro deTaibHy0 KpoBb 3a0upaiu
in utero B ~18 Hem U3 MyIIOYHOM BeHBI BOJIU3M IMIPUKPETIJICHNUS ITYTTOBUHBI K TUTAIICH-
Te ¢ moMoublo Urisl 20 G 1oj yabTpa3ByKOBbIM KOHTpoJeM. [Tpuban3uTebHO B TO
Ke BpeMsI 3Ta Tipoleaypa obsuta BHeapeHa B Benukoopuranun Campbell u Rodeck
n3 6onmbHMLE KoposeBckoro koswtemka. I'pymna Hobbins u3 Menbckoro yHusepcu-
TeTa oIucaja CBO MeTOAUKY B 1985 I. 1 Ha3Baja ee «4peCcKOXKHOE B3SITHUE MYTTOBUH-
HOI KpOBU». DTOT MOIXOI 3aMEHIIT 3a00p KPOBU METOIOM (PETOCKOTTNY, KOTOPBIH
5Ta Xe TpyIna Brepsoie npemnoxwia 10 ronamu paHee.
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B 1988 r. Nicolini, pabotas Bmecte ¢ Rodeck B pongome koposieBbl LlapaoTThl
B JIoHIOHE, BIiEpBbIe OIKcal 3a00p KPOBU Y IUIOAA U3 BHYTPUIICUEHOUHOM 4acTu
MYITIOYHOM BEHBI B KAUECTBE aIbTCPHATUBHON MTPOLIEAYPHI IIPU 0€3yCTICITHOM ITyHK-
LIMU cOCcyn0B ITynoBUHBL. B KoHI1ie 1980-X ronoB ¢eTOCKOINI0 B OCHOBHOM UCITOJIb-
30BaJIM JIJIsT 3a00pa oOpa3lloB TKAHEH WJIM OpraHOB, a 3a00p KPOBW ILJIOA CTaIu
BCeT/Ia MPOBOIUTD C MOMOIIBIO TPAaHCAOIOMUHAILHOI UTJIbI TIOM YAbTPa3ByKOBBIM
KoHTpoJieM. CaMbIM pacIpoCTpaHEHHBIM ITOKa3aHUEM I 3abopa KpOBU ILIOIA
cTajo ObICTPOE MOATBEPXKIECHWE TIOMO3PEHMST Ha aHOMAJIbHBIN KapMOTUII B KOHIIE
II rpumecTpa, Korna Y3U BHISIBIISIIO MOPOKU pa3BUTUS TIJIOAA.

Ucnonb3oBanue kpurepusi TBIT nmpousseno peBomoLMIO B 001aCTH TTpeHaTalb-
Horo ckpuHuHra B 1990-x rogax 1 cTajo BaXHOM yJIbTpa3ByKOBOW OCHOBOI XpOMO-
coMHoro ckpuHuHTa B I TprMecTpe 6epemerHocTH [33]. Nicolaides n3 KoponeBckoro
komtemxka Jlonnona 1 Ville Bo @paHLy BHEAPUIN 3TY METOIUKY B BemkoOpuTaHum
u EBponie mocie 1991 r. 3areM oHa cTajia CTaHAAPTHBIM METOIOM CKPUHMHIA aHEe-
VIUTOWIMH TIJI0Ja B TIepUHATAILHBIX 1IEHTPax M0 BCeMY MUpY. Spencer U coaBT. [34]
nokazanu, yto TBIT mnoga Ha cpoke 10—14 Hex MOXKHO MCMOJIB30BaTh B COUETAHUU
¢ ouoxummyeckumu mapkepamu B-XI'1 u PAPP-A st moBbiieust acextuBHOCTH
CKpPUHUHTA aHeYIiouauu B I TpuMmecTpe. DKCIpecc-MeTOAUMKY aHaIn3a OMOXUMU-
YECKUX MapKepOB MO3BOIIWIM CO30aTh MHOTOMPOGUIBHYIO KIMHUYECKYIO KapTUHY
JUTSI OLIEHKY prCKa aHOMAJIUI TUTONIA, TIe 3a OMMH BU3UT MAIIMEHTKA MOXKET MOJIyIUTh
IpeIBapUTEIIbHOE KOHCYJIBTUPOBAHUE, COaTh OMOXMMMYECKUE aHAIU3bl, MPOMTHU
Y3U u nonyuuTh KOMOMHUPOBAHHYIO OLIEHKY prcKa B TeueHue 1 4 (Spencer [35, 36]).

2.2.3. BHekneTtouHaa AHK nnopa

KazakoB 1 coaBrt. [37] BriepBble COOOILIMIN O TPUCYTCTBUM BHeKJIeTouHoi [JIHK
iona B KpoBu 6epeMeHHBIX B I TpumecTpe. CBOOOIHO MaBaloiias BHEKJIETOUHAs
HHK mmoma, obHapyXeHHass B MAaTepUHCKOM KPOBU, MOXKET IIPOMCXOIUTH M3 KJIe-
TOK TpodobiacTa, TMMMOIIMTOB WM ACIUAYATbHBIX KJIETOK, U €€ BaKHOCTb TIpU
OepeMEHHOCTH OCBellleHa B 3ToM pasnese. IlepBoe McuepnbiBaloliee CooOIIeHUe
00 obHapy:XeHnM BHeKyIeTouHoi (etanbHoil JJHK B MatepuHCKOIi T1a3Me U Chl-
BOPOTKE KpoBU ObLIO ormybmnkoBaHo Lo u coast. [38]. HoBwiit aTan B ob6aactu mpe-
HaTaJIbHOTO CKPUHMHTA HacTynuia B 1997 1. mocne BoisiBieHus BHekiIeTouHoi JJHK
M IEeMOHCTpaLIMU YBEJIUYEHUS €€ KOHIIEHTPAIlMK C BO3PACTOM B IIa3Me KPOBU Ma-
Tepu [38]. DTH pe3yabTaThl CTAJU KJIIOYEBBIMU MJISI pa3pabOTKU albTEPHATUBHOTO
HEMHBAa3WUBHOTO METOJA CKpMHMHTA aHSYIUIONINY TUI0a, KOTOPBIA CTajl U3BECTCH
kak HUIIT. [TepBoHavyabHO Mpeanoaraim, 4To 3TOT METO MOXKHO UCIOJb30BaTh
B KaueCTBE MPaKTUYECKOTO TeCTa ISl CKDUMHUHTA, TIOCKOJIbKY IToce 6epeMEeHHOCTH
BHekyeTouHast JIHK yxe He mpucyTCTBYeT B MaTepUMHCKOM KpoBH (pHUC. 2.2, CM. 1IB.
BKJIEHKY). OgHako Toiabko B 2008 1. OBbIIO 1OKa3aHO, YTO TPUCOMMIO MOXKHO BbI-
SIBUTh B MaT€PUHCKOW KPOBU C TTOMOIIIbIO CEKBEHMPOBAHUS HOBOTO TTOKOJEHMUS
(NGS — ot anm1. new generation sequencing) [39, 40]. Fan, Chiu u coaBT. mpoze-
MOHCTPHUPOBAJIM BO3MOXKHOCTh CKPMHMHTA Ha TPUCOMUIO 21 C TIOMOIIBIO CEKBEHM -
poBanwmst BHeKsIeTouHOM JIHK ¢ HU3KOI moieit T0XKHOIIOIOKUTEIbHBIX PE3yITaTOB
y OepeMeHHBIX. DTO OTKPBUIO «TOHKY» 3a pa3pabotky jyummx HUIIT-tecToB ¢ uc-
noab3oBaHueM NGS, 4TOObI MPEMTOXUTh 00JIee TOUHBIN U 6€30MacHbI METO/, TT0-
3BOJISTIONINI M30€XKaTh IMOCIEAYIOIIMX MHBAa3UBHBIX UCCICIOBAHUIA.
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C MOMeHTa BHEIpeHUs IpeHaTaJbHOIO CKpMHMHTa Ha BHekieTouHyio JTHK
B 2011 r. 3a nocnenywoiuue 4 roga osu10 nposeaeHo 6oee 2 mad HUTIIT [41]. B Ha-
cTosiiee BpeMsl, Hapsiy C Pa3BUTUEM FeHETUYECKOrO TeCTUPOBAHMS B LIEJIOM PACTET
MOTPEOHOCTh B MOATBEPXKIACHUM 3I0POBbS IUIOAA, PA3BUBAIOIIETOCS KaK B Pe3Yilb-
TaTe €CTECTBEHHOTO 3a4aTusl, TaK U C TIOMOIIIbIO METOIOB 9KCTPAKOPTIOPATLHOTO
ortonotBoperust (DKO). beum Takke pa3paboTaHBl TCHETUUECKHE TECTHI C IETbIO
BBISIBJICHUSI CTaTyca HOCUTENST PEIIECCUBHOTO 3a00JIeBaHUS Y CYIIPYKECKUX Tap JUIst
OLIEHKM 10 3a4aTusl pUCKa HaCJIeI0BaHUs IIOJOM PELIECCMBHOTO COCTOSIHMS [42].

Puc. 2.3. MunoHepbl B 06/1acTU NpeHaTanbHOM AnarHoctukn. Cnesa Hanpaso: Tomac Opsuan
MeHuc, AnbbepT Yunbam Naiinn, Mapk Y. Ctun, ®puy ®Ppugpux dyke, OxKkoH Xob6UHC,
Yapnbs Pogek. Bropoit psg cnesa Hanpaso: 06pn MunyHcku, Mepemma MaxoHu, FeHpu Hag-
nep, Anbbept b. Fepbu, AH NyHHap Pt Mop, [xoH Ckpumaxop. TpeTuii pas cnesa Hanpaso:
depHaH Jaddoc, CtioapT Kamnenn, bpyHo bpambatun, Ymbepto Hukonnum, Kunpoc Hukona-
nauc, NleoHapa MlepueHbepr. YeTsepTbili paa cieBa Hanpaso: Bacuauii MiBaHoBMY Kasakos,
OeHuuc Nlo, KesuH CneHcep, KpuctuHa PaH, Pocca Yuny, [maHa B. bbaHKK. MAaTblit pag cnesa
Hanpaso: AHape by, MeHc baHr, Fosapg, Kakn, Hukonac (HuK) Yong,
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B kavecTBe aibTepHATHUBBI C TOMOIIBIO METOMOB i Vitro MOXHO TaKXKe MCTOJb-
3oBaTh JJHK G1acTonmcTsl 151 TMarHoCTUKY repen uMrutantamueii [ 1, 43]. [penm-
TUTAHTAIIMOHHAS TeHETUYeCKasl AMarHOCTUKA, OTHAKO, HE MCKITIOYAeT CTAHIAPTHOTO
aHTEHATaJIbHOTO CKPUMHUWHTA WU JUAaTrHOCTUYECKUX TecToB [44]. icTopus mpeHa-
TaJbHOW NMArHOCTUKU — 3TO IMHAMUYHBINA paccka3 O TOM, KaK IIMPOKO pacrpo-
CTpaHEHHbIE WHBA3MBHbIE MPEHATAJIbHbIE JIUATHOCTUYECKUE TECThl MOCTEIEHHO
cmeHuuch HUTIT, 1 Ha BceX OCHOBHBIX XPOHOJIOTMYECKUX 3TAaIax 3TO MPOUCXO-
JIAJIO TIPY YYaCTUW MHOTHMX KJIMHUIIMCTOB U YUEHBIX-TIEPBOITPOXO1IeB (puc. 2.3).

2.3. Tunbl HEUHBA3UBHOIO npeHaTtabHOro TeCtTupoBaHuA,
ncnoszibdyemboie Ha CEI'OAHHI.LIHMﬁ AE€Hb

AHaM3 1eJI0ro TeHOMa WJIW 11eJIeBOl TEHOMHBIN aHan3 (DparMeHTOB BHEKJIE-
touHoii JIHK [rakke ¢ WMCITOIBb30BaHMEM OTHOHYKJICOTHIHBIX MOJIMMOP(PU3MOB
(SNP — ot anrn. single nucleotide polymorphism)] cIy>kUT OCHOBHOI METOIOJIO-
rueit, ucronnzyeMoii 1 HUTIIT Ha ocHoBe 6eckiterounoii JIHK [45]. dns ananuza
MUJIJTMOHOB (hparMeHTUPOBAHHBIX MoOcaeaoBare/bHoCcTel 0eckinerouHoi JJHK uc-
MOJB3YIOT ApoOOBOE MaccoBoe mapajjejbHoe cekBeHupoBaHue (MITC) wiu xpo-
MOCOMHO-CEJIEKTUBHOE CEKBEHUPOBAHME C TOCIEIYIOIIMM OTHECEHUEM WX K MC-
XOIHBIM XPOMOCOMAM JUIST KOJIMYECTBEHHOM olleHKN. OOBIYHO TUIOMN C TPUCOMUEH
COJIEPKUT OoJiblllee KojandecTBO BHekyieTouHoil JIHK B mMarepuHCKOi KpoBU 1O
CpaBHEHUIO C BYIUIOUMIHBIM IUI0A0M [46]. OmHAaKO UCIONb30BaHUE TTOCIEI0BATEb-
HOT'O XPOMOCOMHO-CEJIEKTUBHOIO CEKBEHUPOBAHUS OIPEACJICHHOIOo yJyacTKa Xpo-
mocoM X, Y, 13, 18 u 21 naeT npenMyI1lecTBO B BUJIe CHUXKEHMS 3aTpaT, HO 1 YacToTa
OIIMOOK BBIIIE 1O cpaBHeHUIO ¢ NpodoBbiM MIIC [1]. B Tada. 2.2 nmepeuncieHbl
Han0oJIee YacTO UCTIOIB3yeMbIe METOIBI TIPEHATAIBHOTO CKPUHWHTA.

Kpome Toro, ucnonwszoBanue mynbTuruiekcHou TP mus BeiaaeHuss SNP
noMoraeT pas3janyaTh MaTepPUHCKMIA U TUIOAHBINA (bparMEeHThI, a TaKXKe KOJIMYe-
CTBEHHO OIpenesTh heTaabHyI0 (paKiiio B XPOMOCOMHO-CEJIEKTUBHOM CEKBE-
nupoBaHuu wiu [P ¢ yacroToit ommbok 4% [51]. B kauecTBe anbTepHATUBBI
cekBeHMpoBaHMIO (PparMeHTOB BHeKiIeTouHOM JIHK yXe HeckosbKo JieT IpumMe-
HSIOT KOJMYECTBEHHOE OIpeAeicHNe MUKPOMATPUYHOIO aHaIM3a, 9TO CIIYKUT
TOYHOI 1 00Jiee OBICTPOIT aIbTEPHATUBON XPOMOCOMHO-CEJIEKTUBHOMY CEKBEHM -
POBAHMIO U CHIMXKAET oTpelesIeHHYI0 BapuabelbHOCTh aHanu3a [52]. Kpome Toro,
171 TpucoMuu 21 cranu npuMeHsTh uudponyto ITHP (ulllIP), ocHoBaHHYIO Ha
CTpaTeruu IMojacyeTa OAMHOYHBIX MOJIEKYI. DTy TEXHOJOTHUIO CUMTAIOT SKOHOMU-
yecku 3 (PEKTUBHOM 1 OBICTPOI IO CPABHEHUIO C CEKBEHNPOBAHWEM CJIEIYIOIIETO
TOKOJICHHSI, HO TIPY 3TOM OHA MMEET OTpaHMYCHUsI, CBSI3aHHBIC C TEM, UTO IS
BBISIBJICHUSI HU3KOYPOBHEBOTO MO3aMIIM3Ma M CTPYKTYPHBIX XPOMOCOMHBIX aHO-
MaJIvii, TaKUX Kak cOajlaHCMpOBaHHAsl TpaHCAOKAIIMS, HEOOXOAUMO TOCTaTOYHOE
KonmyectBo BHeksieTouHoi [JIHK u ogun Hadop 3oHa0B [53]. NGS npeamnoutu-
TeJbHee OJlaromapsi CIIOCOOHOCTHM BBISABJISITH MUKPOMYIUITMKAIIMN/IENSIIUN TIpU
pa3pelieHnN, OrpaHNYeHHOM ~7—8 Meradba3zamu.

HenaBHo B kauecTBe anibTepHaTUBBI NGS 17151 BBISIBISHUS pacIpOCTPaHEHHBIX
TpucoMmuii mona Bo BHekaeTouHou JJHK 6puta mponemonctpuposana I1L[P B pe-
aJIbHOM BpeMEHH Ha OCHOBE MENTUAHO-HYKJIEMHOBBIX 30HI0B. B 3T0i TexHO1I0TM Y
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Tabnaunua 2.2. BUOXMMUYECKME M YNbTPA3BYKOBbIE METOAb! MPEHATAIbHOTO CKPUHUHTA

Tpumectp

Meron

Wurepnperanus

1 (11—13 Hen)

TBII + 6uoxumMuyeckre MapKephbl.

MeToabl CKPpUHHHTA

BM + TBII rwiona.

BM + cBoGomHbIit 3-XI'Y B cbIBOpOTKE
KkpoBu u PAPP-A.

BM + TBII + cBo6omnsrii 3-XI'1 u PAPP-A
(KOMOMHUPOBaHHBI TECT).
KoMOuHMpoBaHHBIN TeCT + HOCOBasi KOCTb
WM KPOBOTOK Yepe3 TPEeXCTBOPUYATHIN Kila-
MaH MO0 BEHO3HBII IMPOTOK

Yeemuenune TBIT + crap-
LW PEeNPOLYKTUBHBINA BO3-
pact Matepu + MOBBIIIEHHOE
conepxanue B-XI'Y = Tpu-
comuu (Orlandi et al. [47])

11 (16—20 Hem)

CKPUHUHT 10 OMOXMMUYECKUM MapKepam.
MeToabl CKpUHHHTA

BM + ceiBopoTtounbiit ADIT, XI'Y (nBoitHOi
TeCT).

BM + ceiBopotounblit ADTI, cBOGOIHBII
B-XT'Y (nBoiiHOI TeCT).

BM + ceiBopotounsiit ADIT, XI'Y, cBo6oa-
HbI 2CTPUOI (TPOIMHO TECT).

BM + cbiBopoTounbliit ADII, cBOOOIHBIIA.
B-XI'Y, cBOOOIHBII 3CTPHUOJ (TPOIHOI TECT).
BM + ceiBopotounsiiit ADII, XI''Y, cBo6om-
HBII 3CTPUOJ, UHTUOUH A (4€TBEpHOI TecT).
BM + ceiBopoTtounsbiit ADII, cBOGOIHbII
B-XI'Y, cBOOOAHBI ACTPUOI, UHTUOUH A
(4eTBEpPHOI TECT)

HexkoHblorMpoBaHHBIM
actpuoi + XI'Y = tpoitHoit
CKPUHUHT WIN C UHITUOU -
HOM A B KQ4eCTBE YETBEPHO-
ro CKpUHUHTA ISl OTIpe-
JieJIeHusT pucka aeheKToB
HepBHOI Tpyoku, T21, T18
(Dey et al. [48])

Iull

KIIC.
KTIIC 6e3 uarnouna A, KITC ceiBopoTKH
KpOBU

PAPP-A + TBII + ueTBep-
HOW CKPUHUHT JUISI BbI-
SIBJIEHUS pyUcKa TPUCOMUIA
(Wald et al. [49])

KOHTUHTeHTHBIN CKPUHUHT

PAPP-A + TBII + ueTBep-
HOM CKPUHUWHT IJIS1 BbI-
SABJICHUS pUCKa TpHCOMI/II‘/’I
(Wald et al. [49])

[MocnenoBaTeabHbIN CKPUHUHT

CyObeKTbl BHIOpaHbI U3
cKpuHMHTa | TpuMecTpa

M TIPeUIOKeHA MHBa3UBHAs
JIMArHOCTHKA.

Huskoe nonoxurenbHOE
MPOTHOCTUYECKOE 3HAYE-
HMe = noao3peHue Ha T21

I, T u Il
(c SHem)

y3nu

Msirkue mapkepsl + Y3U +
+ pe3yJbTaThl MPeabIIYIINX
CKPMHUHTOB = PUCK aHey-
mwrouanii (Dey et al. [48])
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IIpumeuanue: ADIT — a-deronporerH; BM — Bospact Matepu; KITC — KOMIUIEKCHBII TTpeHATaIbHbIN
ckpuHuHr; TBII — TosliMHa BOPOTHMKOBOIO MpocTpaHCcTBa; Y3 — yiabTpa3sBYyKOBOE MCCIIEIOBAHUE;
XI'Y — xopuoHuyeckuii roHagotponuH; PAPP-A — accolmmpoBaHHBIN ¢ 6epeMEHHOCTBIO MJIa3MEHHbIit
6eJ10K A (oT aHIII. pregnancy associated plasma protein A).



