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® B 0630pe paccMOTpEHbI IPENMYIIECTBA 1 HEZOCTATKM METOA HEMHBA3MBHOTO IpeHaTanbHoro rectuposanust (HUIIT)
XPOMOCOMHOII IIATOJIOTNH, MaTepHaIbHble, KafpOBble, (pUHAHCOBBIE U OPTaHM3ALMOHHbIE CIOXKHOCTY Ha ITYTU BHEApe-
HMSI 9TOTO IIPOTPECCHBHOTO METOAA B MPAKTUKY IpeHAaTa/lbHON AMArHOCTHKYU Poccum. O6CYXHAI0TCs aHATOTMYHbIE
IIpoO/IeMbI B eBPOIEVICKIX CTpaHaX U BAPMAHThI MX pelleHN .
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m Advantages and drawbacks of noninvasive prenatal testing (NIPT) of chromosomal anomalies are briefly reviewed. Ma-
terial supply, employment issues, financial and management problems in European countries and in Russia are discussed.
Many problems are rising under implementation of this new method into the clinical practice.
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BeepeHue

CrpeMuTenbHbI HAYIHbIN U TEXHOTOTMYECKII
Iporpecc MOJIEKY/IAPHON OMOIOruy, OMOTeXHO-
JIOTMM VI TEHETUKU CHe/ia/l HeOOXOAVMMBIM Iiepe-
CTPOJIKY HOATOTOBKM Bpaueil MHOTMX CIIeIyaib-
Hocrell. [eHeTnKa pelnTeNIbHO BOIIA BO MHOTHE
067TacTVt MEIMIVHBI, B TOM YNCTIe ¥ B aKYIIEPCTBO.
B monnoit Mepe 5TO OTHOCUTCA K OLIEHKE COCTO-
AHMA TUIOfA IO AHA/IN3Yy HYKIEMHOBBIX KUC/IOT
(IHK, PHK) kpoBu MaTepy — Tak Ha3bIBaeMOMY
HEMHBAa3MBHOMY IIPEHATa/lbHOMY TEeCTUPOBAHMIO
(HUIIT) wnm pesynbpraTaM HeMHBA3VBHOM IIpe-
HatanbHoOM guarnoctuxu (HUIIO) (1, 2].

B 2010-2013 rT. BO Bcex pPa3BUTBIX CTpaHaxX
BO3HMKJ/IA TIapajIOKCajibHasA CUTYyalMsd, CBA3AH-
Hasd C VMHTEHCUBHBIM BHEJPEHMEM TEXHOJIOTUU
HUIIT/HUII, B mnpeHaTanbHYy0 AMATHOCTUKY.
KomMmepnmanusupoBaHHas 1 aKTUBHO ITPOJBUTae-
Mas B npakTuky texHonorua HUIIT snaunTtenbHO
omepenuiIa HeoOXoMble HayYHbIe NCCIeTOBAHNA
1 06sA3aTeNbHble KIVMHNYECKIe VCIIBITaHNA, KOTO-

pble TpeOYIOTCS I HAay4YHOIO IIOATBEP>KICHUA
U JIeTa/IM3aluy JAHHON TeXHOJIOTUU U €€ MHOTO-
YJC/IEHHBIX MOAM(UKALMIT COOTBETCTBYIOLIVIMMA
roCyJapCTBEHHBIMY OpraHaMu. MexxiyHapoHOMy
MEJIUIIMHCKOMY COOOIIeCTBY IOHAaZOOMIOCh He-
CKOJIBKO JIeT IS afallTaliuy K CO3JaBLIENiCA CU-
Tyanyy. 3a IOCIefHMe TPU Tofja OIyOIVIKOBAaHBI
INAHHbIE MHOTOYMC/IEHHBIX MCHOBITAHUII U KIK-
HUYECKVX HaOTIOfleHNiT, IIPOBEeeHHBIX B PasHBIX
cTpaHax. Axuotax Bokpyr HUIIT-texnonmormii
IIOCTENEHHO CTUXAET, YCTYTIasA MEeCTO B3BEIIeHHbIM
U IPOBEPEHHBIM pEIIEeHUAM, IOJJEeP>KIBAaEMbIM
Hay4YHBIM coob1iecTBOM [3, 4]. OfHAaKO IO CHX ITOp
HUIIT n HUIIJ, He cepTudunupoBaHbl B opra-
HaX 3[IpaBOOXPAHEHMs HM B OJHOI CTpaHe MMUPa,
a BBICOKas CTOMMOCTD MICC/IeIOBAHNII He TI03BOJIA-
€T PeKOMEH/IOBaTh X K IIMPOKOMY IIPUMEHEHNIO,
B ToM uncne HUIIT, B kadyecTBe CKpMHMHTIA «II€p-
BOI muHUM» [5].

B 2003-2005 rr. B mabopaTopuy IpeHaTasb-
HOI [MArHOCTUKYU HAC/IEeNCTBEHHBbIX Ooe3Heln
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OPUTMHAJIBHBIE MCCJIEHOBAHNMA

HUM AIuP um. 1.0. Orra O6bIIM MCCAESOBAHbI
BO3MOXXHOCTM KOMOVHMPOBAHHOTO Y/IBTPa3By-
KoBoro u Ouoxmmmyeckoro ckpununara (KCI)
B paHHME CPOKYU OepeMeHHOCTH C Leiblo Gpopmm-
POBaHMA TPYIIIBI BHICOKOTO PUCKA IO POXKAEHUA
pebenka c 6omesubio [layHa. [Iis1 CHUOKEHWS BIIN-
SHMSA UHAVBY/IYaTbHBIX Pa3/INunil B OL[eHKe KO-
YeCTBEHHBIX Y/IbTPa3BYKOBBIX ITapaMeTpOB (KOII-
4yyKo-TeMeHHoro pasmepa (KTP) mnona, TonmumHer
BOpoTHMKOBoOro npoctpanctsa (TBII) u mp.) Bce
OepeMeHHbIe HAOMIONANMNCh Y OFHOTO CIEIVIajIN-
CTa YIbTPa3BYKOBOJ [MarHOCTUKN. Pe3ynbrarpl
MICCTIeIOBAaHNUII TO3BOIMIN OIpPENeNNTb MeVaHbl
pacnpenienneHus OMOXMMUYECKMX MapKepoB CbI-
BOPOTKM KpoByu >kutenbHul, Cankr-Iletep6bypra
¢ 10-11 mo 13-10 Hezem0 6€peMEHHOCTY, YTOYHUTD
yIbTPa3BYKOBbIE ITapaMeTPhl, aCCOLMMPOBaHHbIE
C XpOMOCOMHOII TIaTonoruen mmoga, u ¢ 2006 1.
pexomenpioBatb MaccoBblii KC1 B kauectBe a¢-
(dbekTUBHON PODUITAKTUYECKOI MePBI IO CHIDKe-
HUIO B TOPOJie POXKIEHNA JleTeil C BPOXKIEeHHbIMMI
HOpOKaMM pa3BuUTuA [6].

[TepBoHayanpHO ropopckue Cay>x0pr CaHKT-
[TerepOypra Boife/sIN PUHAHCHUPOBAHUE TONBKO
Ha obcrefioBaHMe 6epeMeHHbIX 35 JIeT U CTaple.
B yxasaHHOI rpynme 6epeMeHHBIX 3a00p KpoBU
ocymectBisanca B JIIIY B 10-12 nHepmennp, a yib-
TPa3BYKOBOJ CKPMHJHT IIPOBOJVIIN CIeLVaTACThI
Y3[I MI'L] cpasy Ha 2-M ypoBHe 00cC/IeToBaHUS.
Yerkas oprannsanysa KC1 nosponmia JOCTUYb Bbl-
asnennda 70-80 % cnydaes curgpoma Jlayna (CII)
y wiopa B 2006-2011 rT. y 6epeMeHHbIX cTapIuei
BO3pacTHOII rpynmnbl. Cpefy MOMTOBIX MALMEeHTOK
cenexTyBHBI KC1 okasascs 6omnee appekTuBHBIM,
4eM OMOXMMMYECKMIT CKPYHUHT 2-TO TPUMECTPa,
IpY 9TOM [0/ HALMEeHTOK M3 TPYIIIbI BBICOKO-
ro pucka CJI y nnopa, corlacuBIIMXCA Ha MHBA-
3MBHYIO JMArHOCTUKY, BbIpocia ¢ 36 mo 47 % [7].
OmnpiT Cankr-IleTepOypra ObIT CIONTB30BaH MPK
BHenpeHnu KC1 B nenom no crpane [8]. [Ipu atom
VMHAVBYIyaJIbHBINl pacyeT pUCKa XPOMOCOMHBIX
aHoMaymii (XA) y miofa Havamyu IPOM3BOIUTD
C TIOMOIIbI0 HOBBIX NPOTPAaMMHBIX CPeACTB, IO-
3BOJIAIOLINX He TOJIbKO KOHTPO/IMPOBATh Ka4yeCTBO
OMOXMMMYECKVX VICCTIEJOBAHNIL, HO ¥ IPOBOJUTD
IIOCTOSIHHBIN ayAUT M3MEPEHUI YIbTPasBYKOBBIX
IapaMeTpOB, UTPAIINX BeAYILYIO PO/Ib B OIleHKe
pucka XA y miopa.

Xopol1o M3BeCTHO, 4TO KauecTBO Y3V 3aBu-
CUT OT paspelIarollell CIOCOOHOCTM ammapary-
pblL, 3HaHUI 1 onbITa cenyanucra Y3]. B koH1e
90-x rr. XX B. ycwamsAMM Bpadeil, paboTarommux
B rocniutane Koponesckoro komnemxa B JIoHJ0He,
Obl/la IpefIoKeHa MeTOAMKA CTAaHAAPTM3ALNN

U3MepEeHNiI pasMepoB U JOIUIEPOMETpPUM IUIOAA,
pesko yBemmuuBiIasg sddexruHocTs KC1 [9].
C 2010r. B Poccunm, a c 2012r. B CaHKT-
[TerepOypre Haua/jcs MacCOBBINI paHHUII IpeHa-
tanpHbll ckpyHMHT (PIIC), mpemycMOTpeHHBIN
TeppuropuanpHoit nporpammoit M3 P®. B nierom
no crpase 3a 2010-2016 rr. appextnBrOCTH KC1
no BuiABneHno CJI Bbipocna 1o 79 % npu cHU-
JKEHUM TPYIIBI BBICOKOTO pucka mo 1,7 % [8].
Hecmotps Ha siBHOe ynydiieHne pOpMUpOBaHNA
TPYyIIIBl GepeMeHHBIX BBICOKOTO PMCKa, CHYDKEHME
4acTOThl POXJEHMA feTeil ¢ cuHApoMoM [layHa
OTM€YasIoCh JajeKo He Besne. AHanmm3 o6001eH-
HBIX JAHHBIX IIOKAa3bIBAET, YTO HEPEAKO MallVIeHT-
KM TPYIIBI BBICOKOTO PUCKA OTKa3bIBAIOTCS OT
fla/IbHelIero o6c/nIefoBannA ¢ MOMOIIBI0 MHBA-
3MBHOII ITpeHaTanbHoit auarHoctuky (VII]T), mi6o
IBITAIOTCA Jja’Ke CKPBITb TPEeBOXKAIL[Mil pe3y/IbTaT
" HalTu Apyrux cneumanucros Y3Jl. Pacder mo
Y3 mapamerpaM, HONTy4eHHBIM B OoJee MO3fHUE
VI TI09TOMY MeHee MH(OPMATVBHbIE CPOKI, MOXKET
MHOT/Ia IPUBECTU K CHVDKEHUIO MHAVBU]IYa/IbHOTO
pucka. HekoToppie Bpaun cpasy COBETYIOT Ially-
€HTKe JOXXJaTbCsl BTOPOTrO CKpMHMHroBoro Y3V
B 20 Hefenb GepeMEHHOCTH, KOIA y IUIOAA IpK
Ha/INM49MM XPOMOCOMHOJ ITaTOIOTVUM MOTYT OBITDH
B 40 % cny4yaeB BbIAB/IEHBI YIbTPa3BYKOBbIE Map-
Kepbl, MO3BOJLAKLME IOBTOPHO OTHECTU MAaLM-
€HTKY K TPyIIe BbICOKOTrO pucka. OfHaKo B 9TOM
CIydae CyIIeCTBEHHAs 3ajiep>Kka 00c/IemoBaHmA
CO3JjaeT JIOTO/IHUTENIbHBIE CIIOKHOCTU /Il CaMoii
VHBAa3VMBHOJ [MAarHOCTUKY, a NPU IOATBEPXKJeE-
HUM HeO/IaronpusATHOTO OTBeTa — /I MpepbiBa-
HUsI HeXenaTelnbHO 6epemeHHoCTH. Boree Toro,
10 HauieMmy ombITy, gaxke nocne VIIJI, snasa o ma-
TOJIOTMY KapMOTHIIA ¥ HeOTaroNpUATHOM IPOTHO-
3e )KVM3HMU U 3T0POBbs peOeHKa, XKEHIIVTHA MOXKET
HACTayBaTbh Ha IIPOJIOHIMPOBaHNM 6epEeMEHHOCTIL.
B rabnuie nmpuBefeHa CTaTUCTUKA POXKIEHNS Jie-
ten ¢ CIl y matepeit, ydactBoBaBumx B PIIC
B Cankr-Iletepbypre B 2012-2016 rr. (Tabm. 1).
B 2011-2016 rT. B 2,5 pasa yBenum4maach rpymmna
JKEHIIVH C UCTUMHHO IOJIOKUTETbHbIMU Pe3yb-
tatamu PIIC, popmBmmx peTeil ¢ CUHAPOMOM
Hayna. Otmedaercss TakXKe yBelIMYeHME YNCIA
OTKa3oB OT MHBAa3VBHOM IIpeHaTa/bHON [Jua-
rHocTuku. Tak, B 2015 1. mo pesynpratam PIIC
B CankT-IletepOypre cornacwmce Ha VII]] Tompko
32 % >KeHIIVH IPYIIIbI BBICOKOTO pucka. [Ipu stom
BBIPOC/IO YMC/IO NMALMEHTOK, KOTOPble COXPAHANN
6epemennoctp mocne JVIIJI, sHas, uyro y mioma
[IVMarHocTupoBaH cuHApoM JlayHa. [TpranHbI oTKa-
30B OT IpepbIBaHsI OepeMEHHOCTI ObUIV Pa3HBIMIL:
9TUYECKYIe, PeUTVIO3HbIe, pUHAHCOBbIE U fip. B 3Ha-
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OPUTVIHAJIBHBIE MCCJIENOBAHVIA 35
Tabnuya 1
PoxkaeHue geteit ¢ cuHgpomom fayHa B CaHkT-MeTepbypre (1997-2016)
Table 1
Newborns with Down syndrome in Saint Petersburg (1997-2016)
1997-2006 2007-2011 2012-2016
Toger
n (%) n (%) n (%)
He crosanm Ha y4ete 58 (15,5) 51 (23,5) 66 (22,8)
He yyacTBOBa/Mu B CKpMHUHTe 155 (41,4) 69 (32,3) 123 (41,4)
VICTMHHO TONIO>KMUTENbHBIE Pe3y/IbTaThI 89 (23,8) 60 (27,6) 82(27,5)
JIoxxHOOTpUIIaTEIbHbIE PE3y/IbTaThl 51 (13,6) 58 (27,6) 94 (31,5)
Bospact marepu 35 net u 60mee 96 (25,6) 85 (39,7) 147 (48,8)
OTKa3sbl OT MHBA3MBHOI IIPEeHATAIbHOM 37 (10) 49 + 9% (27) 66 + 16* (27,5)
IVIaTHOCTUKI
Bcero pogunoce 374 (100) 214 (100) 298 (100)
BrraBnenne nnonos ¢ curgpomoM JayHa 127 u3 501 (25) 309 u3 523 (59) 409 3 703 (58)

[Tpumedanye: * IPONOHTMpOBaHMe OEPeMEHHOCTH IIOC/Ie VIHBAa3VMBHON IIpeHaTalbHOM AMarHocTukm: 1997-2006 —
MAacCOBBIIT OMOXMMMIECKIIT CKpMHUHT B 15-18 Hep. 6epemennoctyt; 2007-2011 — a1t 6epeMeHHBIX MOTOXe 35 eT —
MAacCOBBIII OMOXMMMUYECKNIT CKPUHIHT B 15-18 Hef. 6epeMeHHOCTH, 35 /1eT 1 cTapiie — KOMOMHMPOBaHHBI CKPUHIIHT
B 1-M Tpumectpe; 2012-2016 — paHHMII IpeHATaJIbHbI CKPUHMHT (MAacCOBBII KOMOMHMPOBAHHBI CKPUHMHT

B 1-M TpuMecTpe)

YUTENbHON Mepe OHM CBA3aHbl C HUSKMM YPOBHEM
00pa3oBaHHOCTY HACe/IeHIsI ¥ HEKOMIIETEHTHOCTBIO
Bpaueil B BOIIPOCAX MeAVMLIMHCKOI TeHeTUKI.
Hemocrarounas WHQOPMMPOBAHHOCTb >KeH-
IMH O 30poBbe Oymymiero pebeHka ¢ 60e3HbIO
JlayHa, O BO3MOKHOCTM LJIOTO psAfa TSAXKEIbIX
CONYTCTBYIOIIMX 3a00T€BaHMII U T. H. OCTAeTCs
Beflylliell TPUYMHON OTKAa30B OT MajbHeNIIero
obcnemoBanys, Bkmodas VIIJ. Hemamyio porb
B NpuHATUM pemenua urparor CMMU, nomyna-
pU3MpYIOLie POMaHTUYeCKOe OTHOIIeHMe K Ha-
VYMIO B CeMbe TsDKenmoro MHBanupa. C ppyroii
CTOPOHBI, MHOIMe CIEeLUAIUCTBI, Oa)Ke Bpayl,
He CBsA3aHHbIe C IIPeHATa/lbHOI [AUATHOCTUKOIL,
CYIIECTBEHHO IpEYBEINYMBAIOT PUCK MHBA3UB-
HBIX BMelIatenbCcTB. OCOOEHHO B 3TOM IIpeycIie-
BAlOT HeOOPOCOBECTHBIE  PACIPOCTPAHNUTENN
pexnampl HUIIT, 3aBbrimas puck MIII m otro-
BapyBasg O€peMEHHBIX OT 3aK/IIOYNTE/NTbHBIX JVa-
THOCTUYECKNX IPOLIEAYP, CBA3aHHBIX C AHA/IN30M
IVIOIOBOTO MaTepuaja. B oTeuecTBEHHON MeTo-
IMYECKOJ NUTepaType HEONHOKPAaTHO YKa3blBa-
7I0Ch, 4TO pUCK npepbiBanus nocne MII meHb-
IIe, YeM PUCK CaMOIPOU3BOIbHOIO IpepbIBaHNA
mo6oi 6epeMeHHOCTM (IO pe3y/nbTaTaM CIIeIV-
aINCTOB jTabOpaTopuy IpPEeHATaJIbHON AMArHO-
cruku HUW ATuP um. [1.0. OrTa, OH cocTaBseT
meHee 0,3 %) [10, 11]. HekoppekTHoe mpeyBenu-
yeHue onacHoctu MIIJ B pasnnuHbIX M3ZaHUAX
B IIOC/IEHME TOABI IOATONKHYIO 3apyOeXHBIX
CIIEIVIA/IVICTOB K ONYOIMKOBAaHNUIO pPe3y/IbTaToB
mHoronetHero onbita MIII. ¥ 33714 nainueHTOoK,

obparuBIIMXCcs B rocuutanb npu KoponeBckom
xomnemxe (Bemmko6puranma) no mosopy KCl,
ObIIM IIPOAHANIM3MPOBAHBI MCXOMBI OepeMeHHO-
ctu (13 Hux y 404 (1,2 %) oHa caMOIIPOM3BOILHO
npepBanack) [12, 13]. AHanu3 npu4mMH IpepbiBa-
Hust 6epemeHHOCTU cperu 33 000 o6cmemoBaHHBIX
B 1-M TpuMecTpe IOKasal, YTO IPU YBeIMYCHNUMN
TBII oTHOCUTENBHBI PUCK IPEpBIBAaHNSA YBE/IM-
yuBaeTca B 1,8 pasa, a IIpu peBEPCHOM KpPOBO-
TOKE B BEHO3HOM IIPOTOKe IIIofla — B 2,2 pasa.
broxumMmyeckue n ynpTpasByKkoBble MapKepbl XA
ABJIAIOTCA OJHOBPEMEHHO MapKepamy Hebmaro-
HOPUATHOTO PasBUTKS OepeMeHHOCTH. ABTOPBI
HpeIOKWIN MOJIeTIb pacdyeTa pHUCKa IpepbIBa-
HIA OepeMEeHHOCTM U IIOKas3asy, 4To cpefu Oe-
PEMEHHBIX II0C/Ie MHBA3MBHOI IPOLEAYPbl 3TOT
PUCK He OT/INYaeTCsA OT TAKOBOTO B KOHTPO/IBHOI
rpymme [12, 13]. Ony6nukoBaHHbIE pe3y/IbTaThl
MaccoBOro KoMOuHupoBaHHoro ckpuuyuHra (KC1)
(147987 6epeMeHHBIX) U NTOC/IEAYIOL VX IHBA3UB-
HBIX BMeLIaTeNbCTB B JlaHMM Takke CBUMETENb-
CTBYIOT O 6€30IIaCHOCTH OIIepPALNii ITO IOy YeHUIO
marepuana wroga g VI, Tak, npeppiBanue Oe-
PEMEHHOCTH B IPYIIIIe MAIMEeHTOK Ooc/Ie 6Momcum
BopcuH xopuoHa (bBX) cocrasmio 0,11 %, a 1mo-
cne amHuoueHTesa — 0,22 % [14]. Takum o6pasom,
PUCK TIpepbIBaHMA OepeMEHHOCTH HOC/Ie T00ro
BapuanTa JVIII]] ne npespimaer 1 cryyas Ha 1000
U He HeCeT JNOIO/IHUTENIbHOro pucka, ecmyu MIIJI
OCYIIeCTB/IAETCA B CIEMaTN3/POBAHHOM IIEHTpe
KBa/IM(PUIVPOBAHHBIM CIELMANTNCTOM, BBIIIOTHA-
oM He MeHee 100 MIII B rop [10].
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Tabnuya 2
YyBCTBMTENbHOCTD HEWMHBA3WBHOIO NPEHaTaNbHOro TECTUPOBAHUA MO BbIABIEHUIO YacTblX TPUCOMUI HA OCHOBE
meTaaHanmsa 117 uccneposanuii [15]
Table 2
Detection rate of NIPT for common trisomies using meta-analysis data from 117 studies [15]
N —— Yncno 6epeMeHHbIX BoraBnennas naronorus YyBCTBUTENDHOCTD JITTP
Y A (uen.) (crmy4daes) (%) (%)
Tpucommsa 21 148344 923 99,8 0,04
Tpucomus 18 146 940 290 97,7 0,05
Tpucomus 13 134691 212 90,6 0,02
IIpumeyanne: JITTP

O6pamaem BHuMaHue Bpavert JIIIY Ha To, 4TO
HUIIT o xpoBu MaTepu sIBNIAETCA COBPEMEHHBIM
BApUMAHTOM CKPMHUHTIA YacThIX XA y II/Iofa U UMe-
eT oIpefeneHHble orpanndenns. C ofHOI cTOpo-
Hpl, yyBcTBUTenbHOCTE HUIIT mo BblABIeHMIO
Hanbosee 4acThIX TUIIOB aHEYIUIOAUM JOCTUTAeT
96-99 % mpu cepbe3sHOM CHIDKEHMM YMCIIA JIOXK-
HOIOJIOKUTENbHBIX pe3ynbTaroB (Tabm. 2) [15].
Opnako B 4-5% cnyyaes HUIIT HeBO3MOXHO
M3-3a HU3KOJ KoHueHTpanym ¢etanpHoit JHK
B KpOBM OepeMeHHBIX, a NPV IIOBTOPHOM 3abope
KpoBM B 6oree mo3gHme cpoku (okomo 17 Hemenb
6epemenHocty) 10 % MAILMEHTOK 3TOJl TPYIIIBI
He Ioydar otser [16, 17].

[TocnemHue pnaHHBIE CBUAETENBCTBYIOT 00
ycremHoM coderanmu PIIC ¢ HUIIT (tak Ha-
3pIBaeMOe KOHTVHTEHTHOe TeCTUpPOBaHUeE).
B Bemmko6puranum npu mnposegeHun KCl
y 6651 GepeMeHHOII B TpyIIe BBICOKOTO PYCKa
xpoMocoMHbIX aHoManuit (XA) (260 yen. — 2,9 %)
npejyiaranuch Ha Beioop mi6o VI ¢ uenpio Ka-
PUOTUIIMPOBaHUA KIeTOK Iiopa, nuo6o HUIIT;
B Ipymme 6epeMeHHBIX C IPOMEXYTOYHbIM (IIO-
rpaHndHbIM) pUCKOM XA (Y/15,-"/1500) (2017 werm. —
30 %) mpemmaramicy nu6o HUIIT, nubo orkas
OT JaypHeNmx uccnegosanmit [16]. [Tpu stom ma-
L[I€eHTKaM T'PYIII BBICOKOTO ¥ IIOTPAaHMYHOIO PUCKa
coobwany, uro metox HUIIT ynobuee, wem UII]I,
HO M€Hee TOYE€H, TaK KaK ero 4yBCTBUTEIbHOCTD
coctapisgeT 99 % Tonbko masa Cll, HO cHMKaeTcs
1o 97 % s cuHapoma dpBappca (Tpucomus 18)
n 1o 92 % mna cungpoma Ilaray (Tpmcomms 13).
Kpome toro, HUIIT He BbIABIAET HUKAKOI ApY-
TOJMl XpPOMOCOMHOJI ITaTOJIOTUM, PE3Y/IbTAThI C/IEMY-
eT OXUAaThb 2 Hememu, U 5 % 6epeMeHHBIX MOTYT
He TO/NIy4XUTb OTBeTa. sKeHLVHBbI MOANNCHIBAIN
NVICbMEHHOE COIJIacye, MOC/e 4Yero MX o6pasipl
(20 M1 BEHO3HOIT KPOBM) OTIPABJISUIN Ha UCCIIEO-
Banue B CIIIA. Ha MIIJI cormacumoce 40 % 6Gepe-
MEeHHBIX BbIcOKOro prcka, HUIIT Boi6pamm 57,3 %.
2,7 % 6GepeMeHHBIX BBICOKOTO PUCKAa OTKa3aluCh
OT Ja/nbHeNmuX 00C/IeOBaHMIl, TaK KaK He pac-

CMaTpUBaIM BapMaHT IIpepbIBaHUA OepeMeHHO-
CTM Fa)Ke IIPY IATOJNOIMY Y IUIofa. B rpymme Ge-
PEMEHHBIX, MMEBIIMX BBICOKMIT puck XA mocre
KC1 u ne nonyunsumx pesynprar HUIIT, nposo-
munachk VIIJL. B rpymnme mpoMeXXyTOYHOIO pucKa
91,7 % 6epemenHbIx cormacuauch caenarb HUIIT.
[Mono6Has crparerust mpumenenns HUIIT coxpawsi-
eT npermyiecTsa KC1 (KOppeKTHO ycTaHOBIIEHHBbII
CpPOK OepeMeHHOCTY, paHHee BbIsIBJIEHVI€ OCHOBHBIX
fiebeKTOB PasBUTHA IUIOfIA U OIIpefe/IeHNe IPYIIIIbI
pYICKa OCTIOXHEHWIT 6epeMeHHOCTH, B KOTOPOII BO3-
MO>KHa TIpoMIaKTHKa 9TUX OC/IOKHeHMiT) [16].

Bnusune o6vema deranphoit dpakuyu [JHK
Ha BoaMoxHOCTb HMIIT 6b10 M3y4eHO Ha BBI-
60pke 06pasoB KpoBu 10698 >KeHIINH C OJHO-
IJIOHON OepeMeHHOCThI0. IIpocmekTuBHOE MC-
crefloBaHMe II0Ka3ajo0, YTO YyBCTBUTETbHOCTD
no CJI y mroga cocraBuna 98,7 % (156 us 158),
no C3 u ITaray — 80,7 % (49 us 61) mpu 0,22 %
JIO>KHOIIONIOKUTENIbHBIX  pe3ynbTraToB [18, 19].
Cpennsist BennuuHa geTanbHOi GpaKLym COCTaB-
nsma 11,0 % (8,3-14,4 %) B KpoBU MaTepeii ¢ HOp-
MaJIbHBIM KapMOTHUIIOM IUTofa (KoHTponb), 10,7 %
(7,8-14,3 %) mpu TpycOMMUU XPOMOCOMBI 21 y 110~
na, 8,6 % (5,0-10,2 %) mpu Tpucomun 18 u 7,0 %
(6,0-9,4 %) mpu Tpucomun 13. AHanU3 IEPBUYHO-
ro obpasia KpoBu (B cpok 10-13 Hezenb) He yaai-
cs1y 2,9 % 6epeMeHHBIX B KOHTPOJIBHON TpYIIIIe,
y 1,9 % B rpynmne ¢ tpucomueir 21,y 8,0 % ¢ tpu-
comueit Xxpomocombl 18 m'y 6,3 % c Tpucommen 13.
CHikeHre ob6bemMa QeTanpbHOM Gpakiym, CKopee
BCEro, CBA3aHO C YMEHbILEH)eM Macchl IIaleH-
TBl Y IUIOJOB C HeKoTopbiMu XA [17]. YacToTa
curgpoMa JlayHa B rpynne HeygayHoro HUIIT
He ObUIa NOBBbINIEHA. TakuM ob6pasom, y bepeMeH-
HBIX C HM3KOM (eTasnbHON (paKuyell MOBBIIIEH
puck Tpucomuu 18 u 13 [19], 4To AUKTyeT HeoO-
xopumocTh nposefenusa VI B rpyme ¢ Heynas-
muMcs pesynbratom HUIIT.

AHanu3 TNpeAnodYTeHMi MaIMeHTOK IIOKasall,
4T0 B AHDIMM ¢ 2006 1o 2013 1. 6epeMeHHbIe IPyII-
IIBI BBICOKOTO pyicka XA (2358 ven.) B 74 % cy4a-
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€B cormamanuch Ha nposenenue VI, a B 26 % ot-
KaspiBamuch. B 2013-2014 rr. mpu BO3MOXHOCTH
Bpi6opa HUIIT mnn UII]] Bcero 4 % GepeMeHHBIX
OTKa3a/iCh OT YTOYHAIONIMX obcnenoBanuii, 44 %
Betoparm VI u 52 % — HUIIT [20]. Cambim
BOXXHBIM aBTOPBI CUMTAIOT CHIDKeHME Ha 94 %
4yIC/Ia MALMEHTOK, OTKa3aBLINXCSA OT JaTbHEeNIINX
obcnenoBanmit [20]. OpHako cpegyu 6epeMeHHBIX,
HOTYYUBIIUX IOTOKUTENbHbIE Pe3yIbTaThl (Tpu-
COMMSI XpPOMOCOMBI 21) Ipy KapMOTUIVPOBAHNUA
KJIETOK IUIOZIA, B JaJ/IbHEIIIIIeM IIpepBay OepeMeH-
HOCTb 94 % (15 m3 16), a moc/Ie IONIOXUTENbHbBIX
pesynbratoB HUIIT (Bbicokuit puck CJI) — Tomnb-
K0 33 % (1 n3 3). CxogHbIe pe3y/IbTaThl HOMTY4VIN
TOJUTAHZICKYe MCCIefioBaTenn. B rpynme 6epemen-
HBIX, BBIOpABIINX IHBAa3VIBHOE BMELIATE/IbCTBO IS
OINpefle/IeHNA KapMOTuIla IJIOfA, HaMepeBasuch
npepBaTh OepeMeHHOCTb IIPYU TPUCOMUU XPOMOCO-
MbI 21 y mtopa 86,5 % >KeHIUMH, a Cpefy BhIOpaB-
mmx HUIIT — 58,4 % [21]. CrremoBaTenbHO, ITOCIE
HUIIT xeH1mHbI Yaie MPMHUMAIOT pelIeHne CO-
XpaHATb 0epeMeHHOCTD IUIOOM C XPOMOCOMHOI
IIaTOJIOTMeEN, YeM nmocne crangapTHoit VI,
CornacHo MaTepuanaMm, IpeACcTaBIeHHbIM B [0-
KTaJjax Ha KOHQepeHIMN 110 NpeHaTalIbHON Aya-
rHocTrke B Bemukobpuranum (FMF Advances
Course, London, 2016, Dec. 3-4), HaumHas
€ 2017 r. B psifie CTpaH NpenronaraeTcs opumab-
Ho BKmounth HUIIT B cucremy mpeHaTanbHOTO
CKpUHUHTa OepeMeHHBIX C BBICOKMM PUCKOM XPO-
MOCOMHOII naTonorun y mioga. Tak, B [lanun, rae
IpeHaTaIbHOe 00C/IeflOBaHNe, COITTACHO MHEHUIO
MexayHapogHOTro o0miecTBa IO IIpeHaTa/TbHON
muarnoctuke (ISPD), opranmsoBaHo Hauboree
IOJIHO ¥ TPaMOTHO, TOCYApPCTBO ObecrednBaeT
OeCIIaTHBI IIpEeHATa/IbHBI KOMOMHMPOBaHHBII
CKpMHUHT 1-ro Tpumectpa [22]. IIpn pucke cun-
npoma Jlayna 6omee yem '/, u npu TBII mropa
6omnee 3,5 MM pexomenpyetcs VI ¢ nenbio Ka-
puotunuposanus miofga. Oxsar KC1 npu stom
cocraBimaer 91 %, na VII]] cormamaerca 6ornee
82 % OepeMeHHBIX BBICOKOTO PMCKa, a Ha IIpe-
pbIBaHMe OepeMEeHHOCTH B Cly4yae XA y miofa —
82,2 % (454 u3 556) [23]. C 2017 r. 6epeMeHHBIM
JKeHIIMHaM [laHuy npepiaraeTca B cay4ae BbICO-
koro (!/;, n Bbie) pucka no pesyapraram KClI
v TBII mmoma 6onee 3,5 mm mubo MIIM, 6o
HUIIT. bepeMeHHBIM C NOTPAaHUYHBIM PUCKOM
(0T /39, O 1/ 90) TIpemaraercst 6ecrurarnoe HUITT
B YHMBEPCUTETCKMX naboparopusax Janunm [23].
BHesipeHue HOBBIX TEXHOJOTMII B PasHBIX
CTpaHax umeeT cBou ocobeHHocTu. Hampumep,
B [o/mmanpgum cymecTByeT rocyfgapCcTBeHHas M-
nensusa Ha nposefieHne KC1 M CKpMHUHIOBOTO

Y3W B0 2-M TpuMecTpe 6epeMeHHOCT, HO TONIBKO
30 % GepeMEHHBIX Y4aCTBYIOT B 9TOM 00C/IefoBa-
Hyu. B 2014 r. rpymnma BhICOKOTO pucka XA cocra-
Buma 6 %, u u3 HuX 86 % OGepeMeHHBIX IPefIOoY-
mu HUIIT, koTopoe IpoBOANTCS B MabopaTopusix
BOCbMU yHuBepcuteToB lommanpuu [24]. HUIIT
IJINTCA OKONMO 14 pHel, a ero 4YyBCTBUTEIBHOCTD
cocrasseT 99,7 %. C 2017 r. HUIIT 6ypet BHenpe-
HO B MacCOBBIII IPeHaTa/IbHbIN CKpMHUHL. CpegHas
croumocTb ogHoro HUIIT cocrabnsger 650 eBpo
Y YaCTUYHO OyfieT OIIauMBaTbhCSA CaMOMl YKEHIIV-
Hoit [23]. BHepeHMe HOBBIX TexHOMOrNU B EBpore
MPOVICXONT IIpY PUHAHCOBOI U 3aKOHOZIATE/TbHOI
HOJJep>KKe Ha YPOBHE IIPaBUTENbCTBA.

[TaBHBIMU NIPENATCTBYAMY K BHEIPEHNIO U LI -
poKoMy mcnonb3oBaHuio HoBbIX JJHK-Texnomornii
flake B TIE€PENOBBIX €BPOINENCKMX CTpaHaX SBJIA-
€TCsl BbICOKasA CTOMMOCTDb TeCTa ¥ OTCYTCTBUE JIO-
CTaTOYHOTO 4MC/Ia KOHCYIbTUPYIOIIMX Bpadyeri,
CITOCOOHBIX NPABWIBHO NPENOCTABUTD IAI[VIEHTKe
MHQPOPMAINI0 O BOSMOXKHOCTAX M OIpaHNYEHM-
ax HUIIT. Bmecte ¢ Tem u B EBpomne, u B Poccun
CYILLIECTBYIOT MHOTOYMCIIEHHbIe YacTHbIe (UPMBI,
aKTMBHO peKnamupymomue npeumymecrsa HUIIT
U SABJIAIOLINECS TOMBKO ITYHKTaMM TIePeCBUIKY 00-
pasloB KpoBM OepeMeHHBIX 3a rpaHuLy. I1aTh
aMepUKaHCKMX (UPM, aKTMBHO IIpejIararoiyx
ceou ycnyrm Ha pbiake HUIIT, asnaworca cyry-
60 KOMMEpYEeCKUMM, OHY He 3apervCTPUpPOBaHBI
B EBpome u Tem 6onee B Poccun. OpHako Takue
UCCTIeloBaHNA BO3MOXKHbI B Poccum u yxe mpo-
BopATCA B MockBe [25], HO mis Hamieil CTpaHbI
3TOTO0 HMYTOXKHO Majno. Kpome Toro, B HacTosIee
BpeMs OTeYeCTBEHHble O0OpYHOBaHME M PeaKTU-
Bbl miaa nposefiennsa HUIIT nHe mpomsBoparcs,
OTCYTCTBYIOT CepTU(UIMPOBaHHbIE IIPOrPaMMBI
u 6a3bl JaHHBIX I 6MOMH(OPMALMOHHOTO aHa-
/132 HOTyYEHHBIX IIPY IIO/IHOTEHOMHOM WJIN 1iefie-
BOM CEKBEHMPOBAHIN pe3ynbraToB. Kommepueckue
BapUaHTBI IePeCbUIKM 00pasI[0B KPOBYU WIIN TIpeN-
BapUTe/NbHO BbIfleNleHHbIX oOpasuos JJHK 6epe-
MEHHBIX 3a I'PaHMIYy BCTYIAIOT B KOHQVKT C 3a-
KOHofiaTenibcTBOM P®, a monyuaemble u3-3a pybexa
3aK/II0YeHNA He ABJIAIOTCA IPUANYECKN JOCTATOY-
HBIM OCHOBAaHNEM Ji/IA IpepbIBaHMsI OepeMEeHHOCTI
VIV JIJIS1 5Ka/t06 GepeMeHHOI B C/Tydae OMnbOIHOro
pesynbrara. Cutyauus ycyryonseTcs TeM, 4To Io-
cne HUIIJ maxe mpy momydeHUy HeOmaronpusT-
HOTO OTBETa >KEHIIJMHA 3a4acTyl0 OTKa3bIBaeTcs
ot npoBepku Meromamu VIIIJI. Bonee toro, samna-
B 35-50 TbIC. pybneit sa HUIIT, 6epemennas
He MOXKeT B C/Ty4ae HeJOCTOBEPHOTO 3aK/II0YeHNs
WIN OTCYTCTBMS pe3y/bTaTa MpeXbsIBUTb IpeTeH-
3uM HU K (pupMe-IIOCpeNHIKY, HI K y1aboparopuu,
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nposopubLIert aHanmn3. OHa JaeT coriacue Ha Iie-
PECBUIKY OMOJIOTMYEeCKOro MaTepyuasa 3a IPaHMIly
M Ha BO3MOXKHOE OTCYTCTBUE pe3y/bTaTa, I0c/e
4Yero Hy OfiHA VHCTAHLMS He HeceT I0pUANYECKO
OTBETCTBEHHOCTH 32 JIa/IbHENIINE PE3YIbTaThl.

HemanoBaxHoit mpo6eMoii, 3aTpygHsOLelt
UIMPOKOe BHEIpPeH)Ee HOBBIX METOMOB, SIBAETCS
HebUIIT CHEelMaNNCTOB, CHOCOOHBIX KBauQu-
LIUPOBAaHHO OCYLIECTB/IATb IIpe- ¥ MOCTTECTOBOE
KOHCY/IbTYPOBaHue OepeMeHHBbIX.

Kak MbI HeogHOKpaTHO oTMmewanu [1, 2, 26],
BO3MOXXHBIJI IyThb peUIEHNA YIOMAHYTHIX IIPO-
6mem B Poccum 3axmodaeTcss B OpraHms3anun
cnenyanusupoBaHHbix HeHTpo HUIIT ¢ ceprn-
¢unMpoBaHHBIM 060PyLIOBaHNEM Ha Ha3e yxKe Cy-
mecTtByromux HVIV n ®epepanbHbIX HEHTPOB MO-
NeKY/IAPHBIX MCC/IEJOBAHMIA, @ TaKXKe MOCTOSHHO
HEeVICTBYIOIVX IMK/IOB IO MOBBILIEHNIO KBaIN(U-
Kallyy Bpayell aKyllepOB-TMHEKO/IOTOB 10 MefIN-
LVHCKOJ TeHEeTVIKE U ITpeHaTa/IbHOM AVAarHOCTHUKE.
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