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HenHBa3umBHaa npeHaTanbHad AMarHOCTUKA:
UCTOKK, peanuu, Onnxaiiume nepcneKkTuBbl

H.I1. BeponoTtsensiH, F0.C. Morynsii

Mesk001aCTHOM HEHTP MeMIIMHCKON FeHETUKH U IIPEHATAIbHOI AuarHocTuku, r. Kpusoii Por

OnHoii U3 Hesneii coBpeMeHHO! NePHHATOJIOTHU M MeIUIIH-
CKOIi TeHETHKH SIBISETCS CO3/IaHue Ge30MACHOI U HaJIesKHOI
npeHaTanbHOU auarHoctuku. Ilbitasick pemuTts 9Ty NpoGIe-
MY, OBLI NPE/JIOKEH aIbTEPHATHBHBIA MOX0/l — HEMHBA3HB-
Hblii 3a60p mI01HOr0 MaTepuaia ((deranbHbIX KIETOK, a M03-
ske deranbHoii BHekneTouHON [IHK (cffDNA) u3 kpoBu ma-
TepH Ha PaHHUX CpoKax Gepemennoctu). Ha ceroausmnmii
JIeHb TaKOH MeTO/] HCIIOIb3YIOT /I ONpe/ie/ieHIs pe3yc-cTa-
Tyca, MoJja IUI0JIa, BISIBJICHUS HEKOTOPHIX MOHOTEHHBIX 3a-
6osieBaHUil, AMATHOCTHKH XPOMOCOMHBIX aHIYIIOUIAHA
(21,18,13,X,Y). PaccmarpuBaiorcsi pa3iMyHble IOXOJbI
NPUMEHEHUs] TAKAX METOJHUK JIJisi MACCOBOrO CKPUHUHIa Oe-
peMeHHbIX. Pa3BuTHe 1aHHOTO HampaBJeHUS MpeHAaTaJbHOMH
JIUaTHOCTHKU OCYLIECTBJAETCS ABYMsS MyTSAMH: pacllupeHHe
CIIEKTPa BBISIBJISIEMOI MaTOJIOTHH U MOBBIIIEHHE HATHOCTU-
YeCKOH TOYHOCTH HCCJIeJOBaHMIA.

Kantouesvie caosa: npenamanvias OuazHOCMUKAa, MOHOZEHHbIE
3a001€6aHUsL, CKPUHUNZ OEPEMEHHBIX, HEUHBAZUBHLE METNOODL.

a CeroflHANIHUN IeHDb BLIJEIAIOT 4 YPOBHS IIPODUIAKTUKI
HBpoxc/:LCHHOI‘/’I W HACJIE/ICTBEHHON MATOJIOTUY TJIO/A: TTpera-
METHYeCKUH, MTPEe3UTOTHYECKII, TPeHATAIbHBII W MOCTHATAND-
HBII.

OHUM M3 Ty Teil CHUKEHWS YACTOTBhI BCTPEYAEMOCTH BPOJK-
nennoit u Hacaencteennoi natonorun (BHIT) cpenn noBoposx-
JIEHHBIX SIBJISIETCSI IpeHatajibHas auarHoctuka. CoBpemeHHast
NpeHaTaJbHas ANArHOCTUKA BKIOYAET B cebst GOJbIION apceHal
MCCTeIOBaHIH, CPEM HIX 0CO00E MECTO 3aHUMAIOT HHBA3MBHbBIE
MeToibl (¢ TIOCTIeAYIONMMU JTaboPaTOPHbIMY (IIUTOrEHETUYEC-
KUMH, MOJIEKYJISIPHO-TEHETHYECKUMK, OUOXUMUUYECKUMHU) HC-
CJIeIOBAaHUAMHI PAa3HOTO MaTepuala MI0HOTO TPOUCXOKACH),
KOTOpbIE KaK JII060e BHYTPUMATOYHOE BMEIIATENHCTBO COTIPSI-
JKEHBI C OTPEJIEJIEHHBIM PUCKOM [pepbIBaHUsT OepPeMEeHHOCTH
(0,5-2%).

Onnoiil u3 1eseil COBpeMEHHOH [EPUHATONIOTUU SBJIACTCS
coszlanue 6e30MacHON 1 HaJIe)KHOI TPEHATANBHOIN IMarHOCTUKH.

[Ibrrasich pemmThb 3Ty mpobJiemy, ObLT MPE/IOKEH albTepHa-
TUBHBII TI0/[X0/l — HEMBAa3UBHBII 3200p IJIO[HOTO MaTepUaJIa.

JloJirre TobI pellieHre JaHHOTO BOTIpoca ObLIIo choKyCupo-
BaHO Ha OOHAPYKEHWH KJIETOK TIJI0/[a B KDOBOTOKE MaTepH Kak
HCTOYHMKA MaTepuasa (heTaabHOro IIPOUCXOXK/ICHUS /IS IIPOBe-
JICHUST HEMHBA3UBHOM ITPEHaTaIbHON IMarHoCTUKK (noninvasive
prenatal diagnosis (NIPD)). Oanako ceifuac Takoii moaxoz He
PEKOMEHYIOT UCII0JIb30BATDh B CUILY CBOEI HEHA/[eKHOCTHU.

OTKpbITHE HAIM4YUST BHEKIeTOUHOH (heTanbhoit /[HK B kpo-
Bu marepu (cell-free fetal DNA (cffDNA)) cTano HOBbIM 1miarom
B Pa3BUTUU HTOTO HAINPABJIEHUS [IPEHATATBHBIX UCCIE0BAHNI.

HecmoTpsi Ha aKTyaabHOCTB, Ba’KHOCTb, TIEPCIIEKTHBHOCTD
u OBICTPOE Pa3BUTHe HAIPABJIEHUs HEMHBA3WBHOI MTPEHATANb-
HOI1 JINarHOCTUKH, B OT€YeCTBEHHOI JiuTeparype nHhopMaIus o
JTAHHOM BH/IE UCCJICIOBAHNIT TTOKA HE OCBEIICHA.

KPATKAA UCTOPUYA NIPD
B 1893 roay Schmore BriepBbie TPEATIONOKIII, YTO KIETKH
noaa MoryT ObITh 0OHApPYsKeHbl B KpoBU Matepu. Ero npezro-
JosKeHre 6a3upoBaJIOCh HA BbISIBJCHHBIX UM MHOTOSIIEPHBIX 111~
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TOTJIA3MATHIECKUX (parMeHTax (KOTOpble MMEJH ITalieHTap-
HOE IIPOMCXO’KEHUE) B KPOBU U3 JIETOYHBIX COCY/OB, B3STON y
SKEHIIIH, YMEPIINX OT akjammcun |1, 2].

ITO OTKPHITHE HA HEKOTOPOE BPEMST OBIIIO 3a0BITO, TIOCKOJTb-
Ky He IIPEACTaBIIAIO AUATHOCTUYECKOH LEHHOCTH IIPU CYIeCT-
BYIOIIMX METO/IaX UCCJIEIOBAHUI.

HexkoTopbie yuenble eraai HONBITKY HOATBEPAUTD CYIIECT-
BOBaHMeE KJIETOK IJIOJIHOTO IIPOMCXOXK/IEHNUS B KPOBH MaTepPH, UC-
M0JIb3Ysl PA3JIMYHbIe METOAMKHU (IIUTOreHeTUYecKuit anamms |1,
3]; oxpammBanme akpuxunom [1, 4]; xyasruBuposanue [1, 5];
nporounas nuroMerpus (Covone AE., 1984). Oxnaxo muorue
U3 3TUX METOJIOB ObLIN HecHeluMUUHBIMUI M HEBOCIIPOU3BO-
TVUMBIMU Ha pYTUX rpynmax [1].

U TOJIBKO C pa3BUTHEM MOJIEKYJISIPHOIN O1OJIOTHN OBLIO BHE-
NIPEHO MHOKECTBO HOBBIX M BBICOKOUYBCTBHUTEIBHBIX UHCTPY-
MEHTOB JIJISI OTIpe/IeJIeHNUS U MOATBEPSKACHIS COIePsKaHIs Kile-
TOK IIJIOZIa B MATEPUHCKOH KPOBU.

V3HavyasibHO Oblia cllelaHa TOMbITKAa UCIoab3oBath Cay-
3epH-GJIOTTHHT /15t onipesiesienust Y-xpomocomsr B 1pobe JTHK,
BbIJIEJIEHHON U3 1iepuepryecKoil KPOBH KEHIINH, KOTOPbIe Obl-
s GepeMeHHBI MII0I0M MY3KCKOro TioJa [6], a Takke Lo YMD u
COABTOPaM C HCIIOJIb30BAHUEM <«THE3/I0BO» IIOJTMMepasHoi
nennoii peakuuu (IIIIP) yranocs onpenenuts namuune DYZ —
sokyca B ipobe THK us nepudepuyeckoit kposu 19 Gepemen-
HbIX [7].

[lna uccrenoBanus Y-XpOMOCOMBI UCIIOJIb30BAIUA PA3JINy-
uele yuactku (DYZ1, DYZ14, ZFY, SRY). B nanbneiiniem Heko-
TOpbIEe MapKepHbie (hparMeHTbl ObIIN BHIOPOIIEHBI U3 TI€PEUHST
crenudUIecKnuX JIOKYCOB, IPUTOHBIX JIJI 9TUX HCCIEeL0BAHUIL.
U yxe B 1992 roay Kao ¢ coaBropamu coobun 0 92% TouHoc-
TH TaKUX MeTOIuK [1].

B 1993 rony Lo YMD ¢ coaBropamu BHEIpUIIM OLIpe/iesieHre
ele 2 ayTOCOMHBIX T'€HOB HEWMHBA3MBHBIM MeTOMOM. llepBbIM
6b11 TeH pesyc-akropa (RHD), a Bropyto paspaboTaHHyO cuc-
TeMy HCIIOJIb30BAIN /I AUATHOCTUKYU YHACJIE[OBAHHOIO OT OT-
1a Lepore-Boston rena [8, 9].

B nasbreiitneM GOJBIINHCTBO HMCCIEA0BATENEN O 110
[yTH OIpee/eHus] ayTOCOMHO-JIOMIHAHTHBIX 3a00JIeBaHuii,
YHACJIEZIOBAaHHBIX OT OTIIA.

[Tockombky KOMMYECTBO KJIETOK IIJIOZR, IIMPKYJINPYIONINX B
KpOBU O€PEMEHHOIA, OIIEHNBAETCS] KAaK KpaiiHe He3HAYUTETbHOe
(1o HamTyuImuM otleHKaM 1 kieTka Ha 1 MJT MaTepUHCKOI KPOBU
(10-7 anpepubix kierox) [10, 11] mpoBenenue uccaegroBaHUI
ObLIIO 3aTPYHEHO HEOOXOAMMOCTBIO TOAKIIOYEHUST CIIOKHBIX
MEeTO/IUK 000TalleH s] MATEPIHCKOTO MaTeprasia KJIeTKaMu 110~
na.

Permenune 510it mpobsieMbl ctajsio Bo3MokHbIM B 1997 romxy
nocsie otkpeitst W.K. Rossa 1 coaBTopos Baekserounoin [HK
IJ7T0/1a B MAaTEPUHCKON T1asMe (pe3yJbTaT arolioTo3a KJIETOK
tpoobiacra) [12, 13]. Onu nokazanu, uro deranphas JTHK
MOKeT cocTaBisaTh 0koJio 10% ot [IHK mMaTepuHCKOil 11a3Mbl 1
MOJKET aHAIU3UPOBATHCS OA30BBIMU MOJIEKYJISIPHO-TEHETHYEC-
KMMU TeXHUKAMH.

Kak pesynbrar, BHeksmeTounas eranbhas JJHK B maTepun-
CKOI1 TJIa3Me CTajia MHOTOOOEIIAIOIINM HCTOUHUKOM TeHEeTHYeC-
KOro Marepuasa 1oaa s pazsurus NIPD.
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NUCNOJIb3OBAHME KJIETOK AJ141 NIPD

CocTaB KJIETOK TJIOJIA B KPOBSTHOM PYyCJie MaTePH BapbUpyeT
U TIPEJICTABJIEH BJIeMEHTaMU COOCTBEHHO KPOBH ILJT0/1a (sII€PHbI-
MU 9PUTPOIUTAMHU, JIEUKOIIUTAMI) U KJIETOUHBIMI dJIEMEHTAMHU
mareHTsl [11].

CoBpeMeHHas TEXHUKA BBIIEIEHIS KJIETOK IT0/[a 3 KPOBU
MaTepu BKJIIOYAET METO/Ibl IIPOTOYHOI 1iuTohoTOMeTpun, (hJio-
opectierthoii (FACS) u maruuTHoit aktuBaruu (MACS), a Tak-
JKe TpajiieHTHoe IeHTpudyruposanme [11, 14].

[TpeAnpuHSITHI yCIIEIHbIE TOTBITKH TTOJTyYeHUs] BOCIIPOU3-
BOJIIMBIX PE3yJIbTATOB B CTAHAAPTHBIX JJAOOPATOPHBIX YCJIOBUSIX
C MCTIOJH30BAHNEM CTYIIEHBYATOTO MeHTPUBYTUPOBANHS B Ipa-
JIMEHTE MI0THOCTU (BUKOJIIA, MO0 1IyTeM 0TGOpa TAKUX KJIETOK
Ha MPEMETHBIX CTEKJIaX MPU TTOMOIIU UIJIbI MIKPOMAHUITYJIsI-
TOpa TocJe MPe/IBAPUTETbHON OKPACKW Ha BBIABJIEHNE (DeTasb-
Horo remorsiobuna. IlpuMeneHue TUX METOAOB B IIMPOKON
MPAKTHKE 3aTPYHEHO 0 TIPUYNHE MX BBICOKOI cTommocTu [ 11].

Metoabt FACS u MACS ocHoBanbl Ha aHTUTEHHBIX Pa3Jin-
YUSX KJIETOK U SIBJISIIOTCST HAHOOJIee 4acTo MCIOJIb3yeMble 1St
wennBasusHoit [1/1 [14].

Kpamxas xapaxmepucmuxa xiemox onss NIPD

Tpogpobracmot

ITepBbiMu ObLIM OOHAPYIKEHBI B KPOBOTOKE OEPEMEHHBIX.
OnHako TP JIATbHEHIINX NCCAe/JOBAHISAX OKAa3aJI0Ch, YTO HC-
nosb3oBanue ux aug NIPD sarpyanuTesnbHO 110 HECKOTIBKUM
MIPUYITHAM:

- X BBISIBJISIIOT B KPOBOTOKE HE Y BCEX JKEHIINT;

— BO3MOXKEH XPOMOCOMHBIIT Mo3auiuaM B 1% ciydaes;

— KaK MHOTOsI/IEPHBIE KJIETKH HE MOTYT MCIOJIb30BATHCS JIJIST
nccaenosanns FISH-meromom;

- MMeeT MeCTO BBIPabOTKa CHeln(UUecKuX MOHOKIOHAJb-
HBIX AHTUTEJ TIPOTUB MOBEPXHOCTHBIX AHTUTEHOB TPO(obIaCTOB
B opranuame mMatepu [ 1, 14].

Jletikoyumot

[IepBbIM CBOIICTBOM, KOTOPOE 3aMHTEPECOBAJIO HMCCIIE0BA-
TeJell 10 MCIOJb30BaHUI0 (DETANBHBIX JIEHKOIMTOB, OblIa HX
CIIOCOOHOCTD K TIpoJidepanuu in vitro. ITo e CBOHCTBO U 3a-
TPYAHUJIO IAJTbHEIITIIee NCTIOTIb30BaHIE TAKUX KIETOK JIJIsi HeUH-
Ba3WBHOI [TPEHATAIBHOI AMATHOCTHKH, TIOCKOJIBKY TIpoJndepa-
I¥s1 TPOUCXO/IUT U B OPraHax MaTePUHCKOIo OpraHuaMa in vivo.
[ToaTOMY BO3HUKIIO TIPEITOIOKEHNE O HEBO3ZMOXKHOCTU UCTIOJTb-
30BaHus Jelikonutos 1oaa A NIPD koHkperHoii Gepemen-
HOCTH, MOCKOJIBKY YaCTh MOJIYYEHHbBIX JEHKOIMTOB MOTYT OBITh
IIPOJLYKTAMU» OT TIPOIILIBIX GEPEMEHHOCTEN.

OmsATh JKe OTpaHUUYEHHEM TaKIKe sIBJISIETCST BBIPAOOTKA aHTH-
TeJl IIPOTUB JICHKOIUTOB I1JI0/Ia B MATEPUHCKOM opranusme | 14].

Cmeo06ble KiemKi U npeouecmeeHHUKU 2eMON0I3aA

[Ipobiemy MaIoro KoJmuecTBa (heTaibHbIX KIETOK B KPOBO-
TOKEe MaTepPH MBITAJINCH PEHINTh TAKIKE IIPU TOMOIIH CTBOJIOBBIX
KJIETOK TIJIOZIa B KPOBOTOKE MaTepu, UCIOIb3Ys MX TpoJindepa-
TUBHBIH MTOTEHIINAJ B YCJIOBUSX in Vitro.

[TpoBenentbie 9KCIIEPUMEHTHI IO KyJbTHBUPOBAHUIO (e-
Ta/lbHbIX IIPeLIeCTBeHHNKOB KaeTok kposu (Lo et al., Valerio et
al.,, 1994-1996) He yBeHYAINCH YCIIEXOM, IIOCKOJIBKY IIOJIy4eH-
Hasl KYJbTYPa KJIETOK MMeJla YHUKAJIbHYIO IIUTOKIMHOBYIO KOM-
GuHaIio (MaThb—ILJI0L).

[TombITKM MCTIOTH30BATh ME3EHXMMHUATIBHBIC CTBOJIOBBIC
KJIETKI TAKKe He ObLIIH YCIIETHBIMIL.

WX BBICOKHII TIOTEHITMAJ K CAMOBOCCTAHOBIIEHMIO U inde-
PCHIIMPOBKE OTPAaHMYMBACT UX IMPHUMEHEHHE B KJIMHMYECKOI
IIPAKTUKE, IIOCKOJIbKY BO3MOKHBI IIePEKPECTHDIE TIEPEPOKICHUS
KJIETOK MIPY TIPOXO’KIEHUH Yepes IIAleHTy WU BCTpeye ¢ Iep-
CUCHCTUPYIONIUMI KJIETKaMK OT MPebIAYIIX GepeMeHHOCTel
[14].

Ipumpobnacmot

@DerasnbHble 9PUTPOOIACTBI OKA3AINCH KJIETKAaMU ¢ Hanbo-
Jiee JKeJTaHHbIMU XapaKTePHCTUKAMIL.
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OHU MMEIOT OrpaHUYEHHBIH CPOK JKU3HH, XapaKTePHYIO
MOPGhOIOTHIO, TOCJIEA0BATENBHO IPUCYTCTBYIOT HA IPOTSKEHUN
Beeil 6EpeMEHHOCTH 1 MMEIT OrPaHMYEHHYIO0 MpoJmdepaTiB-
HyIo criocobnocts [1, 14].

BHEKJIETOMHASA AHK NJIOOA

Detanpuyio [[HK B MaTepuHCKOIl 171a3M€e BO3MOXKHO BbI-
SBUTH yKe Ha 32-H JIeHb rectaiuu, Ho HeOOXOAUMAs ISl UCCIie-
JIOBAHUS KOHIIEHTPAINS HAKATUIMBAETCST TOJBKO K 7-i Hepese
(HeobxoanmMblil MuHUMYM cofepxanust deranproin JJHK co-
crapisier 3-4%) [15]. Tax, 4yBCTBUTENLHOCTD /10 7 HEJl Ol[eHUBa-
ercst B 50-77% [16].

B uccaenosanuu G. Ashoor ¢ coasropos [17] Gbu10 nokasa-
HO, uTO ypoBeHb cff-DNA B KpoBu GepeMeHHOIT B3auMOCBsA3aH
¢ 2 OCHOBHBIMU (DaKTOPAMU: MACCOM TeJa MaTepu U Pa3MepoB
ILJIATIEHTHL.

ITpu oxnomnoanoii Gepementocru B cpoke 11-13 nex mounst
cff-DNA B mmasme marepu cocrasisier 10%. Otmedena npsiMas
3aBHCUMOCTD 3TOTO 1oKasareJist o1 yposeii f-B-hCG u PAPP-A
1 obpaTHast 3aBUCKMOCTD OT MacChl TeJia Matepu (TIPH Macce Te-
Ja 10 60 KT 3TOT mMoKaszaresb cocTaisieT 12%, a mpn Macce Teaa
120 kr — Bcero 6%). He ormeueno 3aBucumoctu yposHsi cff-
DNA ot Bo3pacra MaTepu, pacoBOii IPUHAJIEKHOCTH, KyPEHUSI,
a takke KTP, Tosmuibl BOPOTHUKOBOTO TIPOCTPAHCTBA, 1M0JIA 1
kapuotuna mioza [17].

CoryjlacHO JlaHHBIM YJbTPAa3BYKOBBIX MCCJENOBAHUIA,
MpoBeeHHBIX B pexkume 3D, cyIecTByeT KOppessiiust MesxK-
ny Becom (ob0bemom) muarenTsl u ypoBusiMmu B-hCG u
PAPP-A, urt0o 00bsACHSET JUHEIHYIO 3aBUCUMOCTh MEKLY
nogeit deranproit JIHK u ypoBHAMM OHOXMMUYECKUX Map-
KepoB, MMOCKOJIbKY MCTOYHUKOM (hetanbuoil cff-DNA siBs-
ercs nuanenta [18].

Taxske ormMeueHo, 4to yposenb cff-DNA B kpoBu GepemeH-
HOIl MOBBIIIEH TIPU DKJIAMIICHH 1 3ajiepKKe pocTa miaoza. [To-
BbIlIeHNE yPOBHsI BHekJseTowHoit dpakiun IHK mroxnoro
POUCXOXK/IEHUST B 9TOM CJIydae MOKHO OOBSICHUTH THOesbio
KJIETOK IJIAIEHTBbl U/NJIK KJIETOK II0/Ia U MHKPOBOPCHH, CO-
JiepKaHue KOTOPhIX B KPOBOTOKE MaTepU BO3pAcTaeT IIPH TIpe-
akgamicun [19].

Cumxenue yposst eranbHoii cff-DNA ormevaior mpu tpu-
comuut 18 (U4TO CBA3AHO ¢ MAJIEHBKUM 00BEMOM TUIAIIEHTHI TIPU
3TOH aHAYIIONINH ), TOTA KaK P TpucoMun 21 aTOT ypoBeHb
TaKOH sKe, KaK IIPH dYIIOUAHBIX OepemertocTsx [20].

BuyTtpennue orimyus Mexny GheTasbHONl M MaTepUHCKON
BHekseToyHOH [{HK mcmosb3yioT a1 OBBIIIEHNS OTHOCUTEIID-
Horo kosmyecrsa JTHK mioza, Briodaone ot6op KOPOTKUX
dparmenTos JITHK u upenTHdGUKAINIO YHUBEPCATbHBIX MapKe-
pos detanphoii IHK.

Jlnst oboramenust o6pasia cff-DNA ucmosnb3yior cienyio-
1€ METOANKI:

- BKCTPAKIUS C UCTIOIb30BaHIEM (OPMaTIBICTH/IA;

- cemaparus 1o pazmepy (pparMeHToB;

- ANUTeHeTHYeCKre OTInYKs (METUITYYBCTBUTEIbHAS PECT-
pukius, ummysnonpernunuraiys (MeDIP)) [21].

[TpoBesientible MCCI€OBAHNS CBU/IETENBCTBYIOT, YTO HAJIM-
gyme BHekseTouHol /JJHK miozna siBisieTcst Xopomnm MapKepoMm
«buaromnoyunst» cunutTuoTpodobaacta [22].

B kposu matepu cff-DNA 1upkyaupyer B BUIE HyKJIEOCOM.
Taxske B 2004 roxy Chan u coaBTOpbI COOGIIMIN O TOM, 4TO
(parmenTo! BHekseTounoil JJHK mrona asisoTcs oueHb KopoT-
kumu (He 6osee 313 11.0., a B cpesrem okoJio 162 11.0.) (B To Bpe-
Mst kak marepuHckue hparmentsl JHK sHauntenpo nmnnee)
1 BIIOJIHE TIPUTO/HBI /LIS PA3JIITYHBIX MOJICKYJISIPHO-TeHETHYeC-
KUX TexHuk [ 15, 21].

Jluist IpoOBeIeHNs aHaM3a HeOOXOAMMO OBICTPOE OUMIIEHIEe
cff-DNA 13 MaTeprHCKO# JIa3Mbl, TIOCKOJIbKY BPEMsI MOJTyPac-
najzia ee cocrapisiet 16-30 MuH, 1 yKe CTAaHOBUTCS HEOTIPEIeJIsi-
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emoit uepes 1-2 4. Xors ormeueno, yto npu sxiaamicun JHK
BO3MOKHO OUHMIIATh Gosiee MeieHHo [15].

Omnpenenmtsd mnogoByio JJHK B MaTepuncKkoit KpoBu TeXHU-
YEeCKU CJIOJKHO, TIOCKOJIbKY MaTepuHckas BHekserounas /JHK
sBJIsieTcst npeobIagatonieil. Takske He TPEACTaBASETCs BO3MOK-
HOCTH BBIIETUTD gncTyio heranpuyio [[HK, mosTomy Bee ombITh
OCHOBAHBI HA OIPEJIEJIEHUN MapKepPOB, KOTOPBIX HET Yy MAaTEPH.
TIepBbIM TaKUM MapKepOM CTaJl MapKep, CIEMJIEHHbIH ¢ T0JI0M
—ren SRY.

Mertumnbublii npoduis dheranpnoit JHK cran ognum us anb-
TEPHATUBHBIX EMMUTEHETHYECKUX MapkepoB [15].

CHauajia TaKiM INaTHOCTUYEeCKUM TTPU3HAKOM CTaJT TITalleH-
TapHblil enureHernyeckuii mapkep maspin [SERPINBS5]: npo-
MOTOP JIAHHOTO TeHa CHJIbHO METHJINPOBAH B MATEPUHCKUX Jieii-
KOIUTaxX M TMITOMETUINPOBaH B traiienTe. I ¢ momompio SNP
(single-nucleotide polymorphism) ananusa ynaercst onpeeaurn
TUTIOMETHJINPOBAHHBIN TeH TITAIIEHTbI, & TeH JICIKOIMTOB MaTe-
PH TOJILKO T10csie 06paboTku 6ucyabdarom [23].

Ipyrum nozxxogom cran SABER-meron (single allel base
extension reaction) ¢ nocJyeyoIieil Macc-CeKTpOMeTpHeid. JTa
TeXHUKA MCITONB3YETCS [IJIST  OTIPE/IESIEHNs YHACIEIOBAHHBIX OT
OTIa MyTaHTHBIX ajtesieit [15, 24].

Ceityac mpoBejieHIe HEIIOCPEJCTBEHHO UCCIIEI0BAHUN aHd-
YIUIOWMIT OCHOBAaHO Ha ABYX nozaxomax: MPSS (massively par-
alleled shotgun sequencing) u DANSR (digital analysis of
selected region), 0CHOBaHHBIX HAa OJTHOBPEMEHHOM aHAJIN3€e MHO-
JKECTBA Pa3JIMIHBIX MaPKEPOB MJIM OTPAHMYEHHOTO YHCIa Map-
KepoB. OTHAKO 9T METOJMKH MOPA3YMEBAIOT 33/I€ICTBOBAHIIS
AJITOPUTMOB MOJICYETA PUCKA TI0 PE3yJIbTaTaM TeCTa Ha OCHOBE
nporpammuoro obecnedenus (Hanpumep, FORTE (Fetal frac-
tion Optimized Risk for Trisomy Evaluation)).

KJIMHUWYHECKOE NPUMEHEHUE NIPD

1. RHD-tunupoBanue

C 2001 roma pesyc-TUIMpOBAHUE € UCHOJb3oBaHueM cff-
DNA npumensiercst ipu BeIeHUU JKEHIIUH C TIOBBIIIIEHHBIM PUC-
KOM TEMOJIUTUYECKOU (OJIE3HN HOBOPOKAEHHBIX 0 PA3BHUTHS
YTPO3bI TJIOY WJIN HOBBIEHus THTpa anturen [25, 26]. Meto-
JMKa 3akioyaercs B obnapyskennn RHD-rena B KpoBu pesyc-
OTPUIATEIbHBIX JKEHIITHH.

Ceifyac IPOUCXOINT BHEPEHNE TAHHOTO MOAXO0/A KaK CKPH-
HUPYIOIIETO /ISl JKEeHIIUH TPYIIIbI prcKa (10 M0JCYeTaM PHUCK
JIOKHOOTPHUIIATEIBHOTO pesyJibTaTa coctasser 0,2%) [25, 26].

2. Onpepenenue noJa 1mioja

WccnenoBanus mpoBOAATCS ¢ TIPUMEHEHNEM B Ka4eCTBe JIH-
arHocTmdeckoro Mapkepa renoB DYS14 nmm SRY, pacnosnosken-
HbIX HA Y-Xpomocome [25].

Yarre Bcero Takue MCCJIE0BAHUS TPOBOJSAT JIJIsT MCKIIOUE-
Hus X-clermiennpix 3aboeBanuii (4acTo BPOKAEHHON TUIep-
IJIa3UK KOPbI HAIIIOYEYHUKOB, TeMo(uinu, muonaTtuii) [28].

Oubka mpu TecTUPOBaHUY Tocsie 7 Hell 6ePeMEHHOCTH CO-
crasJsier 2,2%, a Ha GoJiee paHHUX cpoKax enle GoJbiie [25].

3. Monorenubie 3a60aeBaHus

NIPD npuMeHsIfoT Jis JMAarHOCTUKH 3a00JIeBaHITH, YHACIE0-
BaHHBIX OT OTIIA, peske 3aboseBannii, Bosuukiux de novo [13, 29].

B ocHOBHOM MPOBOASAT MUATHOCTUKY CJEAYIONIX ayTOCO-
MHO-/IOMUHATHBIX 3a60JI€BAHII: aXOH/POILJIA3Usi, MUOTOHIYEC-
Kast IncTpodust, CHHAPOM XaHTHHTTOHA.

JIMarHoCTUKy ayTOCOMHO-PEIeCCUBHBIX 3a60JIeBAaHUN TPO-
BOJISIT TOJIBKO B CJIy4ae, €CJIU CYNPYTH SBJISIOTCS HOCUTEIISIMI
PasHBIX MyTaIWil B OTpe/iesisieMoM TeHe. Takoil moIxo1 mprume-
HSIIOT JI/Is1 MyKOBHCIMIO32, TATACCEMUH, METAO0IIMIECKUX 3200~
JieBaHUii, reMorsobuHoNaTHii 1 peruHonaruii (tabs. 1).

[Tpn nammyuu y popuTesieil OJMHAKOBBIX MYTAIlWil IpUMe-
uaior moaxox RMD (relative mutation dosage) [30].

O/IHAaKO 3TO He OTMEHSIET TOCeYIONIe NHBAa3UBHBIC BMe-
[IATEJBCTBA, & TOJIBKO COKPAIIAET IPYIITY 00CIe/yeMbIX.

Jls onpenesierust 3abosieBanuii de nOvo AMarHoCTUYECKUM
KpuTepueM Jisi 0160pa TAIlMeHTOB IPYIIbI PUCKA SBJISIOTCS
Y 3-mapkepsbl.

4. JIluarHoCTHKAa XPOMOCOMHBIX aHIYILIOUIAUI

OrpeziesieHne aHEYTIOU/INIA TPOUCXOMUT MOCPEACTBOM Jie-
TEKIUU KOJNYIECTBA KOPOTKUX KAPTUPOBAHHBIX (DPATMEHTOB OT-
HOCSIINUXCS K TOH WJIM NHOM XPOMOCOME.

Ha peinke yoke mpezicTaBieHbl KOMMEPUYECKHE TECT-CUCTEMBI
IS aHasm3a o 5 xpomocomam: 21,18,13, X,Y.

OmubKa JI0KHOMONOKUTENbHBIX PE3YJIbTATOB TPH TAKUX
uccneposanusx orenusaercs kak 0,1-0,9% (0,1% must Tpuco-
mun 110 21-it xpomocome 1 0,9% — must pucomun mo 13-t xpo-
Mocome) [31].

MeHblIiiast TOUHOCTH onpeiesienust Tprcomuu 13 o6ycrosiie-
Ha BBICOKKM ILJIAIEHTAPHUM MO3AIU3MOM, 0COOEHHOCTBIO CTPO-
enns JITHK 13-it xpoMocoMbl (HU3KUM COAEPKaHUEM IyaHUHA 1
IIUTO3MHA), & TAKKE MEHBIINM cojiep:KaHueM deTanbHOl hpak-
nun JIHK B xpoBu marepwu, uem ripu Tpucomun 21[32].

Onnako 1ocJie/iHIe MOAXO/bI K OIpeiesieHIo Tpucomun 13
¢ nomotnipio NIPT cBUeTebCTBYIOT 0 BO3MOKHOCTH TTOBBIIITE-

Tabnmua 1

MoHoreHHble 60ne3Hu, KOTOpble BO3MOXHO AMArHOCTMpPOBaTb, ucnonb3ys cff-DNA [16]

Bone3Hb (D — ALOMUHATHbIV TUN HacneoBaHUS;

UccnepoBatenu

R — peueccuBHbiin; X-X — cuensieHHbIn)

MuoToHuyeckas auctpodus (D)

Amicucci et al., 2000

Xopest XaHTuHrTOHa (D)

Gonzalez-Gonzalez et al., 2003, 2008

Axonpgponnasus (D)

Chitty et al., 2011, Saito et al., 2000

JMCTOHMS ¢ paHHUM Hayanom (D)

Meany and Norbury, 2009

XLRP (X)

Bustamante — Aragones et al., 2006

Temodunus (X)

Tsui et al., 2011

Mykosucumpnos (R)

Bustamante — Aragones et al., 2008; Nasis et al., 2004

a-Tanaccemns (R)

Tungwiwat et al., 2006

{B-Tanaccemus (R)

Chan et al., 2010

lMponnonosas aunpemus (R)

Bustamante — Aragones et al., 2008

BIKH (R)

Chiu et al., 2002

Amagpo3 Jlebepa (R)

Bustamante — Aragones et al., 2008
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Tabma 2
CooTHoweHue BcTpevyaemoctn T21,T18, T13 B pasnuyHbie
Ccpoku GepeMeHHOCTH

T18:T21 T13:T21

3amepLume 6epeMeHHOCTH 1:1,5(13:19) 1:1,1 (17:19)
| TpUmecTp 1:2,2 (27:60) 1:7,5 (8:60)
Il TpumecTp 1:2,6 (83:218) 1:7,8 (28:218)

B
i
NIPT
Il

HUs TouHOCTH ArarHocTuku. Tak, G. Ashoor u coaBTopsl c006-
IAI0T O BO3MOKHOCTH MPOBEICHNS 2-3TAITHBIX NCCICOBAHNIT Ha
tpucomuio 13 [33].

PaccMaTpuBaeTcest BOIIPOC O 1eJ1eCO00PasHOCTH TIPOBEICH S
JIMATHOCTUKY OTHOCUTENbHO Tpucomun 13. B cpoke 11 — 13 nen
BcTpeyaeMocTb Tpucomuii 18 u 13 otHocutesbHo Tpucomun 21
oreHnBaroT Kak 1:3 u 1:7 cOOTBETCTBEHHO, a Cpe/ii HOBOPOKIICH-
HbIxX Kak 1:12 1 1:28 coorsercreenno [33]. TpubimsurensHo Ta-
KO€ COOTHOIIEHIE BCTPEYAEMOCTU TPUCOMUN OTMEYEHO B Pas-
HBIX TOIYJISIUSX, B TOM YKcJIe B YKpanHe, 4YTO TO3BOJISET HC-
TI0JIb30BATD 3TH PACcYeThl M /I Halllei CTPAHbL.

Tak, 1O HAIIUM JaHHBIM, OCHOBAHHBIM Ha HMCCJIEI0BAHUU
okouo 1300 samepix 6epemernocteii u 6osiee 7000 nperaTaiib-
HBIX nccsenoBannii B I — IT TpruMecTpax, MpoBeJIEHHBIX B CyOIIO-
nyasiuu Gepemennbix u3 Ilenrpasbioro u Oro-Bocrounoro
pernona Ykpaunbl B OKY "MexoOJacTHOI 1EHTP MeuIMH-
CKOI TeHeTHKH U npeHataabHoii iuarnoctuku’” (r. Kpusoii Por),
MOJTyY€eHbI cJieyiomine gamupie (tabi.2).

Cpenu HoBoposkneHHbIX T18, T13 B pernone, KOTophIii 0XBa-
teiBaer OKY "MIIMI u II/1", npakTrueckn He BCTpevaioTcs,
MOCKOJIbKY OHU BBISIBJISIIOTCSI TIPEHATATIBHO W CBOEBPEMEHHO
MIPEPBIBAIOTCSI.

Ha ceroaust The California Technology Assessment Forum
(CTAF) Bruiouaet 5 KpUTEpUEB, KOTOPHIM JIOJIKHBI COOTBET-
crBoBaTh NIP -recTsr:

1. TexHosorust 10JKHA GbITH YTBEPIKAEHA COOTBETCTBYOIIH-
MU TOCYZIaPCTBEHHBIMU OPTaHAM.

2.Hayunble uccyieloBaHus MO3BOJSIOT TPUITH K 3aKJII0Ye-
HUIO 06 9(HEKTUBHOCTH TEXHONOTUI OTHOCHTENBHO 37[0POBbSI
obecTsa.

3. TexXHOJIOTHS JIOJKHA YIIydIlIaTh COCTOSIHYE 3/0POBbs 00-
IeCTBA.

4. TexuoJorus 10JKHA OBITH [OJIE3HON B TAKOH JKe CTEIEHH,
KaK 1 aJbTePHATUBHBIE TEXHOJIOTUH.

5.Jlo/kHA GBITH JOCTYITHONW BHE HMCCJIEA0BATEBCKUX [EHT-
poB.

[Toka aTuM KpHUTEpUSIM OTBEYAIOT TOJBKO TeCThl Ha 21-10 1
18-10 xpomocomy [32].

BHEKJIETO4YHAA PETAJIbHAA PHK

AnprepraruBubiM noaxozxoM NIPD Taxoke craso omnpezese-
nue BreksaeTouHoit MPHK-reHoB, KOTOpbIe HKCIPECCUPYIOTCS
TOJIGKO Ha MPOTSKEHUH BHYTPHYTPOOHOTO passuTus [15].

Cuuraercst, uto yposetb Brekaerounoil MPHK mosker GbiTh
CUTHAJIOM TLJIAIEHTHI [IPU aHAYILIOUUSX, CTPYKTYPHBIX aHOMA-
JINAX TIT0/1A, XPOHUYECKO THIOKCHH, aKTamMIcnn [34].

cffmRNA Takske BO3MOKHO OIPEeUTh ¢ 4-I HeJlesIi recTa-
UK, IMEET BPeMsI TIOJTYKI3HU, paBHoe 14 MUH, ee ypoBeHb OcTa-
eTcst CTabMIIBHBIM Ha MTPOTSIKEHUH Beell OepeMeHHOCTH.

Omupegnenenvie yposast cffmRNA  ucrosnbsyior st garnoc-
TUKH [IPeaKIaMIICuu 1 anaytuionauii [15, 35].

C 2004 rosa st TaKOW AMArHOCTUKN UCTIOJB3YIOT MTOAXO/L €
HCIOJIb30BAHUEM MHKPOUYHIIOB, Pa3pabOTaHHbIX sl Olpe/iese-
HUS TJTaleHTapHbix MapkepoB MPHK.

K npumepy, cunzpom /layHa onpesessior ¢ mOMOIIBIO TeHa
PLACA4, sokanuzosanuoro Ha 21-it xpomocome [15].
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noaxonbl K MIPUMEHEHUIO NIPD

W3navanbHo mianuposaock, uto NIPD nocrenenno Bbitec-
HUT W 3aMEHNT WHBA3WBHYIO IPEHATANbHYIO THarHOCTUKY. Ofi-
HAKO JI0 CUX IIOP 9TOTO HE IIPOU3OIILIO.

Kpome toro, NIPD co Bpemenem crajin paccMaTpuBarh He
KaK AWAarHOCTHKY, a KaK OJAWH W3 JMAarHOCTUYECKUX TECTOB
(NIPT), 0CKOJIbKY JIaHHBIII BUJI IMATHOCTUKH MTOKa He 00J1a/1a-
et 100% 4yBCTBUTEIBHOCTHIO, KOTOPYIO TIO/IPa3yMeBaeT OIpeie-
JIEHWE «/INaTHOCTHKA».

Heckonbko acconmanuii (the California Technology assess-
ment Forum (CTAF), The International Society of Prenatal
Diagnosis (ISPD), The United States National Society of
Genetic Counselors (NSGC)) ne Bocipunumaior NIPT kak ju-
arHOCTUKY M B HACTOsINEE BPeMs He MPU3HAIOT €ro B KauecTBe
"30J10TOTO cTaHAapTa", KaK B cJIy9ae KapUOTUIHNPOBAHUS, 1 KaK
CII0OCOOHOTO €r0 PABHOIIEHHO 3aMeHHTH [32].

Tepmunonornueckasi geUHUINS SBJASETCS KpaiiHe Bak-
HBIM aTPHOYTOM HE TOJIbKO KJIMHUYECKH, HO ¥ METOANYECKH OIl-
peiesIIoNUM CTaTyC MeTo/Ia U BCEro MOAX0/a B MePapXUuecKon
1IETIOYKe BBIIAUN 3aKJIIOYEHUST O Pe3yJIbTaTe UCCIACIOBAHIS KaK
OKOHYATEJbHOTO BEPANKTA.

[Toatomy, B nacrosmiee BpeMsl c(HOPMUPOBAJIUCH pasHbIE
mozxobl ipuMmenennst NIPD.

1. Tlo pesysbraTaM KOMOMHUPOBAHHOTO CKPUHUHTA B | TpH-
mectpe Oepementocti (Y3U + MBX-cKpUHUHT) B TPYIIIIE BbI-
COKOTO PUCKA TIPUMEHSTh HEMHBA3UBHbBIC TIPEHATAJIBHBIC TECTDI.
OHako Takoii MoAxoj He ObLI MCHOJB30BaH B CAMOM Havaje
npumenenus NIPD B cuity ero nenazieskHOCTH.

2. IIpumenenne NIPD B kauecTBe CKpHHUPYIOTIEIT TIPOrpaM-
MBI BMECTO KOMOWHHPOBAHHOTO MPEHATAIBHOIO CKPUHIHTA
(MM KaK BapuaHT BMECTO OMOXMMHYECKOTO IMPEHATATbHOTO
CKPUHIHTA) C TIOCJIEYIONUM ITPOBE/ICHUEM NHBA3UBHOW TIPEHA-
TaJbHON IMArHOCTUKHU B caydae nosutusuoro NIPT (puc. 1).

3. Tperbum nozaxonom crano npuMmenenus NIPT B kauectse
JIOTIOJTHUTEILHOTO TecTa 1Mo 0TOOPY Ipymibl prucka. Takol moj-
XOJI B HACTOSIIIEE BPEMSI SIBJISIETCST HAOoJIee 1e71ec000PasHbIM 110
9KOHOMUYECKOMY U MEJUKO-TeHeTHYECKOMY aclleKTaM (puc. 2).

[Ipu weratuBuom NIPT-pesymbrare (T21,T18,T13,
XO,XXY) u namuuuu Y 3-mapkepoB XA M0Ka3aHO TIPOBeJECHIE
6picTporo kapuoruiupoBanust FISH; npu orpuriatesbHoM pe-
3yJIbTATE MOCIIEIHETO 11es1ec000pa3Ho MPOBEIEHIE CTAHIAPTHOTO
kapuorunmposanus (¢ G/C okpackoil) /sl UCKITIOYEHUS IPY-
rux XA n/nnmu CGH a1 AnarnocTiky CTpyKTYPHBIX MUKPOQHO-
Masnii (MUKPOZIETEIUH, IYTITNKAIUY U T.21.) (puc. 3).

OKOHOMMUYECKUE ACIMNEKTbI
N 3DDPEKTUBHOCTb UCMNOJIbSOBAHUSA NIPT
NMPU PA3JIN4YHbIX MOAENAX CKPUHUHTA
XPOMOCOMHbIX AH3YIJIOUAUNA
JLu1st TecTUPOBAHMS HA XPOMOCOMHBIE AHAYTIJIOUNH IITHPOKOE
BHenpenne NIPT moka octaercst oz BOITpocoM, yIUTHIBask BBICO-
KYIO CTOMMOCTD HccJlejoBanuii (B EBporie cTouMocTb IpoBeieHIs
OIHOTO TecTa Ha aHdyruiouauu oreHuBaercss B 1000-2000 modr.
CHIA, B Poccum mo mpeaBapuTeNbHBIM OIIEHKaM  (3aIycK
nanupoBasics B kontie 2012 roga) oxosno 1000 o CIHIA. .

ITpn cxpunmpytomeM nozaxone (MCKIIOYUTENBHO C TIOMO-
mipio NIPT ¢ nocnenyiommum nposenerem UIT/1) na BoisiBienue
1 cayyasa cunzgpoma Jlayna y mioga (punaHcoBbIe 3aTpaThl Bapb-
upyioT oT 2 10 15 MJIH /I0JI. B 3aBUCUMOCTH OT CTOMMOCTH OJIHO-
ro NIPT (aHaJormyHble 3aTpaThl B Pe3yJbTaTe KOMOMHHPOBAH-
noro rtecra/TBII+PAPP-A, fB-XTY9 /(200) ¢ nocienyiommm
nposezernem BBX (1500 gost. CITTA) B rpyiiiie BBICOKOTO PUCKA
— cocrasiisiet pumepro 250 Thic. o, CIITA). Omrako 3aTpats
Ha IPeI0TBPaIeHne TTOTePU IYIIONTHON OePEMEHHOCTH BCIIe/[-
CTBUY MHBA3UBHOII IIPOIIEYPHI B TPH Pa3a MPEBBIMIAIOT 3aTPaThI
Ha BBISIBJIEHIE OHOTO cay4ast Tpucommn 21 [35].

[Tpu npyrux noaxozmax ¢ IocJe/JoBaTeJbHBIM [IPOBeleHUEM
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koMOuHUpOBaHHOTO cKpuHuHra B I pumectpe, a 3atem NIPT co-
BOKYITHBIE 3aTPAThI CYIECTBEHHO HIKe. Takke BO3MOXKHO TIPO-
senenre NIPT nocasie «<kBagpos» tecra (ADII, {B-XTY, HD, NA)
B 15-19 nex 6epeMeHHOCTH.

TIpu 5TOM TaKsKe HYKHO YUUTHIBATH POIYCKHYIO CIIOCOOHOCTh
J1abopaTopuii, B KOTOPBIX MOKHO TIPOBOJIUTH 9TH HCCJIEI0OBAHHSL
OzHako ciefyeT OTMETUTD, YTO BO3MOXKHAS YacTOTA JIOXKHOIIOJIO-
sKUTeIbHBIX peakiuii mpu NIPT onennBaercst B cpemteM 10 0,5%, B
TO BpeMsl KaK [PY KOMOMHUPOBAHHOM CKPMHUHTE U Pa3JIMYHbIX Ba-
puaHTax ero Mojiesieit (Harpumep, 2-araraom) — 2,5-3% [34]. B to
JKe BpeMs 1Ipu nocJiefioBatesibHoM T1ipoeiennt NIPT nocsie kom-
OGUHMPOBAHHOTO TECTa YyBCTBUTEJIBHOCTD AeTekimu T+21 Bospac-
TaeT 710 96% 1pu Jio;kHOTONOKUTETLHOM pesysibrate 0,03% [35].

Opnako B mocsenneii nyGmukannn Karyn Hede (despasb
2013) nokazanbl y:xke apyrue ganabie. OCHOBBIBAsSCH Ha aHAJMTH-
Y4eCKO! MOJIeJIH B 9TOH 1ybumKarmu ussosxkeno, uro NIPT mipu uc-
TOJTb30BAHUY €TI0 BMECTO CKPUHUHTA | TprMecTpa u MHTErpupOBaH-
HOTO CKPHHIHTA MIO3BOJIUT BBISIBJSTH Ha 23 — 43% Gosibiiie Tpuco-
muii 21, 1 O3BOJIUT COKPATUTH MHBA3UBHYIO IMArHOCTHKY Ha 95%
|36].

Kpome Toro, aBropsl ormevaior, uto croumoctb NIPT na
$382,844,191 memblite, yem CTOMMOCTD CKpUHUHTA | TprMecTpa, n
na $516,534,401, yem UHTErpPUPOBAHHDBIA CKPUHUHT (CTOMMOCTD
ykazana Ha pumepe CIIIA).

Taxas 3asBKka MOXKET IIPECTABIIATD yIAYHbII MapKETHHIOBLII
XOJ1 B IOOOUPOBAHIN MHTEPECOB KOMIIAHHH, IIPEJIAralolUX HA Phi-
HoK NIPT Kak HOBBIN BUJI COBPEMEHHBIX JIaGOPATOPHBIX TEXHOJIO-
ruii. MbI He curTaeM, 4To 3a TUM CTOUT TOJIbKO KOMMEPUECKHIi H-
Tepec. OIHAKO TO MOJKET CTaTh MOBOPOTHBIM MOMEHTOM B Tiepe-
CMOTpE CyIIECTBYIOIIEl CTPATErui OpraHU3aIlni MacCOBOII IIpeHa-
TAJILHON JIMAarHOCTUKN XA Cpejin IJI0/I0B, TIOJIHOCTBIO BBITECHUB
OGUOXUMIYECKUI CKPUHIHT KaK BAKHYIO COCTABJISIIONIYIO B CYIIEC-
TBYIOIIEH MOJZIENH, C TIEPEXOIOM OT PacyeTa BePOSTHOTO MaTeMaTH-
4ecKOro pucka XA 10 IOJIy4eHnsT OJHO3HAUHbIX Pe3YJIbTaTOB.

DunHaHCHpPOBaHUE CUCTEMBI 3[IPABOOXPAHEHUSI B OCHOBHOM
COCpeIOTOYNBAETCS Ha (DMHAHCHPOBAHUH MEIUITTHCKUX YCJIYT,
OKa3bIBAEMbBIX HA MH/IMBU/YQJIbHOM YPOBHE, I B MEHbIIIeii cTere-
HU Ha YPOBHE MOMYJISIIUOHHBIX MEPOITPUATHII U TPOTpaMM (He-
OHATAJIBHBIII CKPUHUHT Ha TsIKeJIble HACIe/CTBEHHBbIE OOJIe3HH,
CKPUHMHT paKa MeHKN MaTKU, paKka IPyAHON JKeJIe3bl U /ip.).

TocynapcrBennoe dhuHaHCHPOBaHIE MacCOBOTO TIPEHATAIb-
HOTO YJIbTPa3ByKOBOTO CKPUHIHTA BEAYT BO MHOTHX CTPaHaX, B
TO BpeMsI Kak olpejiesienne GHOXMMHYECKIX MapKepoB 110 [Po-
rpaMMe CKPUHIHTA BBIIIOJHSIOT IPEUMYIIECTBEHHO 32 CUeT ca-
MUX TTaIlUEHTOB.

Anpobaius NIPT kak MaccoBOro CKpUHUPYIOIIEro TecTa pe-
aJln30BaHa Ha OT/eNbHBIX BbIOOpKax B Kurae (ToHKOHT, [TekuH)
u CHIA.

Kuraiickuii onpit, mpeaycMaTpuBaioniuii npeobpasoBamie
CUCTEMBbI 3/[PABOOXPAHEHUST HA PRIHOYHBIX IPUHITUTIAX B KOHTEK-
cre GoJiee MMMPOKUX IKOHOMUYECKUX U3MEHEHNIH, BBEJIEHHBIX B
cTpaHe B KOHIIe IIPOIILJIOTrO BeKa, HeceT OlIpe/ieJIeHHbIe YPOKH /LTI
npyrux crpas [31].

B crpanax co cpeTHUM M HU3KUM YPOBHEM /I0X0/10B (prHAH-
CUPOBAHUE MEUIUHCKUX YCJAYT 0OIIECTBEHHOTO 3[PaBOOXPaHe-
Hu ere GOJIblie CTPaZaeT OT KOHKYPHUPYIOIIEro PhIHKA MepCo-
HAJIBHBIX MEJIUIITHCKIX YCIYT B YCJAOBHSIX JKECTKUX OIO/KETHBIX
OrpaHUYeHni, 4To 0COOEHHO AKTYaJbHO B MEPHOJ BBIXOAA U3
9KOHOMUYECKOTO KPHU3HCA.

[Toatomy B Gimskaiiiue rogpl NIPT 1oka emie He MOKET ObITh
MIUPOKO JIOCTYITHBIM METOIOM  a0COJIIOTHO ISl BCEX KOHTHHTEHTOB
GepeMEHHBIX, & TOJIbKO JUIS CEIEKTUBHBIX IPYIIIL

MEPCIMEKTUBbI NIPD
3a 15-s1eTHuil 1Iepro/| ¢ MOMEHTA OTKPBITHS (heTaabHOIT BHe-
kaerouroil [THK B MaTepHHCKOII T71a3Me MponsoIiess GoIbInoi
rporpecc.
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Ha ceropusmnumii iennb onpezesienue noJia (¢ y4eTom aTuye-
CKHUX BOIIPOCOB TOJIBKO /IS UCKJIIOUeHUs X-CIeNIeHHbIX 3a00-
JIEBaHNI) W peayc-cTaryca Iofa (Ui MPaBUJILHOTO BeIeHUS
MAIMEHTKU YK€ ¢ CaMOro Hadasa 6epeMEeHHOCTH ), a TaK/Ke aHa-
JIN3 YHACJIEIOBAHHBIX OT OTIIA MYTAIil Peasnu3yeTcst JIJis IIPO-
KOTO KJIMHIYECKOTO MTPUMEHEHUS.

[Mupokoe Bueapenne NIPT npoucxoxut B Kurae, CIIA,
Benuko6puranuu, Mcnanuu u Tepmanum.

B Poccnn 1 Ykpante taxke yKe HauaThl TaKne MCCTEI0BA-
Hus (0IHAKO II0KA TOJIBKO 110 OIIPEZEIeHUIO pe3yc-cTaryca I1JIo-
Jla ¥ TI0J1a).

Ceituac mosBIIseTCS MHOTO KOMITAaHWI, KOTOpbIe Ipejiara-
10T KOMMepUecKue TecT-cucTeMbl it mposegenns NIPD.

B yactHoctu, Ha ocsietnem 11-m BeemupHroM KoHrpecce mo
meaunrie maoga (Iperus, 2012 rox) ¢BOIO TPOAYKINIO TIPE-
craBuan komnanuu <«Berry Genomics» (Kwurail), «Nateras
(CIITA), «Life Codexx AG» (Tepmanus), «Sequenom» (CIITA),
«Verinata Health» (CIIIA), KoTOpbIe NPEAIOKIIN CBOM TTOAXO-
nbl K NIPT 110 quarnocruke anayiou/mii.

Takske mosiBistiorcst Takue komnanuu u B Pocenn (3A0
«T'enoanammtukas (Mocksa), « KimHIueckmii eHTp KJIEeTOUHBIX
texnosiornii» (Camapa)).

B CHIA B Hacrosiiiee BpeMsi CYIIECTBYIOT TPU KOMITaHUH,
KOTOpBIE AKTHUBHO IPOJBUTAIOT HEMHBA3UBHYIO ANATHOCTHKY
amdyonauii: "Sequenom” (BHeapuan tect Ha T21 B okTsiOpe
2011r. u tect na T21,18,13 B peBpasie 2012r.); "Verinata" (tect
Ha T21,18,13, monocomnio X B Mapte 2012r.); "Aria
Diagnostics” (mait 2012, Tect na T21,18,13) [32].

Passutie Takux ucciIeoBaHui B GasKaiiiem Oy yiem Ha-
1IeJIEHO Ha PellleHre CAeIYIONNX 3a/1a4:

- pa3paboTKa TeCTOB /ISt MHOTOIIJIO/IHBIX OepeMeHHOCTE;

- BO3MOJKHOCTD ITPOBE/ICHUS UCCJEIOBAHUIT TPU MO3AUYHBIX
COCTOSHUAX (IO, TIJIAIICHTA, HAIUEHT);

- IMATHOCTHUKA CyOXPOMOCOMHBIX aHOMAJIUI (HAIIpUMED, He-
Goabitme gesertuu 11-i XxpoMocoMBbl, AyTKaIin 6-it XpoMoco-
MBI, MUKpozesernu 12-it u 22-it xpomocom) [35].

- pagpabotka «mnaneseit» ast NIPT-uccienoBanuii ¢ yaetom
HTHOTEHETHYECKUX 0COOEHHOCTEH MOy IAnii.

SAKJTIOMEHUE
[lasmpHeiimmas peanusanus U MUPOKOE BHEAPEHUE B KIMHU-
yeckyio npaktuky NIPT Gyzer onpeesneno aByMst OCHOBHBIMU
(akropamu: orpaboTKa TEXHUKN CTAaOUIBHOTO 1 (oJiee T0CTO-
BEPHOTO Pe3yJibTaTa (3a CUeT MCIOJIb30BAHNUS BBICOKOCTIEINbU-
yeckux MapkepoB (peranmbioii BHekgerounoit /IHK) npu maua-

THOCTUKE Pa3jMYHBIX TUIIOB TeHETHYECKOIO CTaTyca ILIOAR;
YMeHbIITeHne ce6eCTONMOCTH MCCIEIOBAHIIA.

Korma 6yzeT 0CyIiecTBIeHO OMTNMAIBHOE B3aNMO/IECTBIIE
9TUX JIBYX COCTABJIAIONIUX, TOT METOJ, CKOpPee BCEro, BBITECHUT
[peHaTaIbHbIN GHOXNMIYecKuil ckpuHrHT. Kpome Toro, 3a 910
BpeMs PACIIIPUTCA U CIIEKTP BBIABISAEMOIl TTATOJIOTHH, YTO TIO-
3ot nocraButh addexrusHocTs NIPT Ha eme Gosiee Bbico-
KU ypOBEHb.

HeivBa3uBHa npeHaTanbHa AiarHOCTUKa: BUTOKM,
peanii, HanGNWX4i NepcrneKTUuBn
M.TI1. BeponotsensiH, KO.C. Morynsiii

Opnieto 3 11iseit cyyacHoi nepuHATOIOTIT | MeIMYHOT TeHEeTUKH € CTBO-
perns Gesnevynoi i HaAiiiHOi MpeHaTanbHOi AiarHocTuku. Hamararo-
YKCh BUPIIIUTH 1110 TIPOGIeMy, OYB 3alIPOTIOHOBAHUIT aIbTEPHATUBHUIL
miaxin — neinBasuBHMIT 3a6ip mogoBoro Marepiany (dberaabHUX
KJITHH, a Takosk misHime ¢eranproi noszakiituauoi JJHK(cffDNA) i3
KpoBi Marepi Ha paHHiX TepmiHax BariTHocTi). Ha choromuinrmiit
JleHb TaKUii MeTO/l BUKOPUCTOBYIOTD /IJISI BU3HAYEHHS Pe3yC-CTaTy-
cy, craTi Naoja, BUSABJEHHS JESIKUX MOHOTEHHUX 3aXBOPIOBAHb,
JiarHOCTUKY XpoMocoMHuX aneynoiniin (21,18,13,X,Y). Posrasna-
I0ThCS Pi3HOMAHITHI MiXOAM 3aCTOCYBAHHA TAKUX METOJUK JJIST Ma-
COBOTO CKPHMHIHTY BariTHuX. PO3BUTOK /IaHOTO HAIpPSIMKY IIpeHa-
TAJTBHOT IIarHOCTUKHU 3/1iFICHIOETHCS ABOMA TIIJIIXaMU: PO3NTUPEHHST
CIIEKTpa HATOJIOTI], 1110 BUABJISAETHCA, i MiIBUIIECHHS /[iarHOCTUYHOT
TOYHOCTI JJOCJIiJI>KeHb.

Kntouosei cnosa: npenamanvia diaznocmuxa, MOHO2eHHI 34X60PHOBAH-
HSl, CKPUHINZ BAZIMHUX, HETHBA3UBHT MEMOOU.

Noninvasive prenatal diagnosis: origins, realities,
immediate prospects
M.P. Veropotvelyan, Y.S. Poguliay

One of the goals of modern perinatology and medical genetics is the
creation a safe and reliable prenatal diagnosis. Trying to solve this
problem was proposed alternative approach — a non-invasive sam-
pling of fetal material (fetal cells and fetal cell-free DNA (cffDNA)
later from maternal blood in early pregnancy). To date, this method
is used to determine Rh-status, sex of the fetus, revealing some
monogenic diseases, diagnosis of chromosomal aneuploidies
(21,18,13, X, Y). We consider various approaches of applying such
techniques for mass screening of pregnant women. The development
of this direction of prenatal diagnosis performed in two trajectories:
the expansion of spectrum of detectable pathology and increase
diagnostic accuracy studies.

Keywords: prenatal diagnosis, monogenic diseases, screening of preg-
nant women, non-invasive methods.
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Ecnun pebéHok MmeanieHHo Habu-
paeT BeC B MepBble TpU Mecsua
XWU3HW - 3TO ewWe He MOoBOA Ans
6ecrnoKoncTBa, Aokasanu y4éHble
13 yHmBepcuteTa B bpucrtone, Be-
nmkobputaHus. PeaynbTtatbl Npo-
BeOéHHoro ob3opa 6bin onybnu-
KOBaHbl B XypHasne The Journal of
Pediatrics.

Kaxxaoro HoBOpPOXAEHHOIro 065-
3aTenbHO B3BELUMBAKOT N U3MEPS-
0T ero pocT. 3a U3MEHEHNEM 3TUX
nokasartefniern NOCTOSHHO cneasT
He TOMbKO MeguaTpbl, HO U camu
poamTenn Manbllen, a OTKIIOHe-
HVWE OT HOPMbI CPa3y BbI3bIBAET Y
H1X 6ECNOKOICTBO.

[pynna y4éHbIX, BO rnaee ¢ npo-
deccopom AnaHom IMOHOOM, NPO-
aHananpoBann gaHHble 11499 pe-
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Tel, NPUHMMAaBLLMX y4acTue B of-
HOM 13 OpYrnx nccnenoBaHnin. beino
BbIsiBNeHO, 4To 507 netei, KoTopble
Me[JIeHHO Habupanu Bec B Te4eHne
nepBbIX BOCbMW Heaesb XU3HW, O0-
FOHSNIN CBOMIX CBEPCTHUKOB K OBYM
rogam. Ewe 480 peteirr mensieHHO
pocnn Ao OeBsTn MecsueB, Ho K 13
rogam OHW COBCEM He OTIMYanCb
OT POBECHUKOB. Pa3Hble cpoku B
3TUX ABYX rpynnax oO0bACHATCS
PasnMyHbIMU NPUYNHAMU MedJ1eH-
HOro yBeNMYEeHNs Macchl Tena.
Y4y€Hble OTMEeTU/IN, 4TO Heon-
paBOoaHHoe OecnoKoWCcTBO poaum-
Tenem nNpuBOAUT K TOMY, YTO OHM
HayMHaloT 60sbLLIEe KOPMUTb CBOUX
neten. Ho Heo6XooMMO MOMHUTD,
4TO 0COOEHHOCTM NUTaHMS BO BTO-
POM MONYroamn Xmn3Hu onpenens-

10T Oyayuiee yBenuyeHne Beca pe-
6éHka. [loaTomMy noTpebneHune
60NbLLIOr0 KONMyecTBa Kanopui B
MageH4eCckOM BO3pacTe Mno3xe
MOXEeT NPUBECTU K OXUPEHUIO.

Ecnn y pebéHka HeT cumnTo-
MOB Kakux-nnbo 3abonesanHun, a
OH TOJIbKO MefJjieHHO HabupaeTt
BEC, 3TO HE FOBOPUT HU O KakoW
naTtonornu.

HokTop CanmMmoH Hbetoann, Buue-
npe3nneHT Koponesckoro konne-
[ka negmaTpum u geTckoro 340po-
Bbs, oTmMeTun: "Ecnn Bec n pocTt
Ballero pebéHka He NoaxoauT nog,
cpenHve nokasatenu ans ero Bo3-
pacTa, OHM BCE paBHO MOTyT ObITb
COBEpLLEHHO HOpMasibHbIMN™.
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