OPFTAHW3ALHA 3APABOOXPAHEHHUA

Bonpockl rvHekonorum, akylepcTea u nepuHartonoruu, 2020, Tom 19, Ne6, c. 124-132 DOI: 10.20953/1726-1678-2020-6-124-132
Gynecology, Obstetrics and Perinatology, 2020, volume 19, No 6, p. 124-132

124

HopmaTuBHO-npaBoBoOe perynmpoBaHue
AOPOAOBOro CKPUHUHIra ¢ UCNoJsib30BaHUEM
HeMHBa3MBHOrO NMpeHaTasibHOro Tecta

B Poccunckon depgepauumn

A.C.OneHes', E.E.bapaHoBa??, O.B.Caranpgak®, A.M.ManaktnoHoBa®, M.C.BeneHukuH?,
B.A.l'HeTteukas®*, I.10.306koBa*%, E.B.KocoBa?, M.B.MakapoBa®, E.H.CoHronosa’

"Mopofckas knnHndeckas 6onbHuya Ne24, MockBa, Pocewiickas @egepauymns;

2Poccuiickast MeguUUHCKas akageMmsi HEMpepbIBHOMO npogheccrnoHasibHoro 06pa3oBaHus,
Mocksa, Poccuvickass ®enepauyusi;

3000 «9BoreH», Mockaa, Poccwiickas ®egepayus;

“Ipynna komnaHwi «Matb n gutsa», Mocksa, Poccwickas ®enepauus;

STopofckas kmHndeckas 6osbHuya Ne67 um. J1.A.Bopoxobosa, Mocksa, Poccwvickaa ®enepaums

B cTpyKType nNpuvyvH HeoHaTanbHOM CMEPTHOCTU M AETCKON MHBANMUAHOCTY BbIAENSAIOT BPOXKAEHHbBIE NOPOKN Pa3BUTUSA, MOHO-
reHHble HacneaCTBEHHbIe 3a60MeBaHNs U XPOMOCOMHbIE aHoManuu (XA). B pamkax CyLLecTByOLLEro npeHaTanbHOro CKpu-
HWHra | TpumecTpa puck XA nnoga paccyvTbiBaeTCs No KOCBEHHbIM MoKasaTensaM, 4To AenaeT UCCnefoBaHne He[oCTaToqHO
YYBCTBUTESNbHLIM W CMEUMPUYHbIM U HEepeaKo MPUBOAUT K MOSYHEHUIO NOXHOMONOXUTENbHBIX W JIOXHOOTPULATENbHbIX
pe3ynbTaToB W, Kak CNefcTBue, K HE060CHOBaHHbIM MHBA3MBHLIM BMELLATENIbCTBAM, a TakKe K HeAnarHoCTMpPOBaHHbIM CIy-
4YasiM XpOMOCOMHOW natonoriv nnoga. C passutnemM MonekynspHbIX TEXHONOMMA BCTAET BOMPOC O COBEPLLEHCTBOBAHMN Npe-
HaTaslbHOM ANarHoCTVMKN Ha OCHOBE BHEAPEHUS HEMHBA3WBHOrO NpeHatansHoro Tecta (HUMT). B kpoBu 6epemMeHHO XeHLLu-
Hbl 06HapyXxwuBaeTcs BHekneTouHas detonnaueHtapHas [OHK (cell-free DNA). o Heli MOXHO OLEHUTb XPOMOCOMHbIA Habop
nnofa € 4yBCTBUTESIbHOCTLIO CBbile 99% HadmHaa ¢ 10 Hef. 6epeMeHHOCTU. TOYHOCTL onpeaeneHns nona nnofa Takxe
O4€Hb BbICOKA: YyBCTBUTENMbBHOCTb U cneunduryHocTb metoga — 98,9 n 99,6% coorsetctBeHHo. HUTMT ocHoBaH Ha aHanvse
cell-free DNA v no3sonseT noBbICUTb 3WEKTUBHOCTL AnarHOCTMKM XA nnopa.
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Congenital malformations, chromosomal and monogenic disease play a significant role in perinatal mortality and child disability.
According to the early prenatal screening results in the Russian Federation in 2018, the overall ratio of chromosomal anomaly
prevalence is 1:250-1:300. Currently aneuploidy risk is calculated by using indirect biochemical and ultrasound markers, that
have low sensitivity and specificity which can cause false positives and false negative results leading to unreasonable invasive
procedures or missing chromosomal anomalies.
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Prenatal screening and non-invasive prenatal testing regulation in the Russian Federation

It is well known that cell-free fetal DNA is detected in maternal blood. Whole-genome sequencing based non-invasive prenatal
testing (NIPT) can detect fetal chromosomal aneuploidy with high sensitivity as early as 10 weeks into pregnancy. The accuracy
of determining fetal sex is also high: sensitivity and specificity are 98,9% and 99,9% respectively. Implementing molecular
technology into clinical practice is required to improve prenatal diagnosis in the Russian Federation, icluding Moscow.
Integration of NIPT to analyse cell-free fetal DNA will increase the efficiency of fetal chromosomal anomalies’ detection.
However, there are some legal and ethical aspects to consider when integrating a new technology for wide-spread use. This
review reveals arguable issues of NIPT integration into widespread clinical practice and possible ways of solving those issues.
Key words: NIPT, noninvasive prenatal test, prenatal screening, fetal sex, invasive prenatal diagnosis, X-linked disease,
chromosomal anomaly, chromosomal microarray analysis
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n 0 faHHbIM BcemupHon opraHusaumm 3gpaBooXpaHeHus,
MNafeH4yeckas CMepPTHOCTb SIBISIETCA MHONKATOPOM Kade-
CTBa OKa3aHus MOMOLLM MaTepu U pebeHKy, a Takxe oTpaxaeT
coumanbHble, 3KOHOMMYECKMEe W 3IKONMOrM4Yeckue YCroBusi, B
KOTOPbIX XWBET 06LEeCTBO, BKMOYasd MEAULMHCKYIO nomoLp [1].

B cTpykType MnageH4ecKon CMepTHOCTU Ha A0S0 BPOXAEH-
HbIX MOPOKOB Pa3BUTUA NPUXOAMNTCH OKOMO YETBEPTU BCEX CRy-
yaes [2]. Kpome Toro, BBMAY pasBuUTUa MeOMLMHCKMX TEXHONMO-
rMA 1 NOSIBNIEHNA HOBbIX METOA0B NMOMOLLM, BPOXAEHHbIE 3a60-
NeBaHUs BHOCAT BCe 60MbLUMIA BKNad B CTPYKTYPY OETCKOW 3a-
6oneesaeMocTn u nHeanuaHoctu [3]. ExerogHo B Poccuiickon
®epepaummn (PD) poxgaetca nopsgka 2500 geten ¢ CUHAPO-
MoM [layHa, 1, NOMMMO MoOpasnbHbIX 3aTtpaT poauTenen, nede-
HVWe, yxoh W MpoBefeHve peabunMTaumOHHbIX MepOonpuUATUA
y AeTel C BPOXAEHHbIMW WM HAaCNeACTBEHHbIMW MaTOM0rMAMM
ABNAIOTCA 3HAYUMbIM COLMANbHO- SKOHOMUYECKUM GpemeHeM
onsa rocypnapcrtea [4].

[ns BbISBNEHNS XPOMOCOMHbIX aHoManun (XA) Ha paHHeM
3Tane passuTuA nnoga paspadoTaH anropuTM MHCTPYMEHTarb-
HbIX 06CNefoBaHUM NpeHaTanbHOW OUArHOCTUMKW, KOTOPbIN AiB-
NAeTCs OQHUM M3 KITHOYEBbIX MHCTPYMEHTOB CHUXXEHUS MnageH-
YeCKOM CMepTHOCTM [5-7].

B | TpmecTpe 6€peMEHHOCTM XEHLLMHAM NPOBOANTCS YNbTpa-
3ByKoBOe nccnegosaHve (Y3WM) B coueTaHum CO CKPUHMHIOM MaTe-
PVHCKNX CbIBOPOTOYHbIX MapPKEPOB, Ha OCHOBAHWN KOTOPbIX MPOW3-
BOOMTCSH KOMMMEKCHbBIN NPOrpaMMHbIA pacyeT UHOMBMOYanbHOMO
pycka poxaeHuns pebeHka ¢ XpOMOCOMHOW nartonorven [8].

C 2011 r. noMnmMo 6MOXMMUHECKOrO MeToaa LUMPOKOE pac-
NPOCTPaHeHve Nony4nn eLle oavH MeToA NpeHaTanbHoro CKpu-
HUHra — HeuMHBa3VBHbIN MNpeHaTanbHbin Tect (HUMT). HUMT
OCHOBaH Ha BblOENEHUMN BHEKNIETOYHON deTonnaLeHTapHom
OHK (cell-free DNA) nnoga n3 KpoBu Matepu 1 SBASETCS BbICO-
KOS(hPEKTUBHLIM METOAOM ONPEAENEHNS PUCKA XPOMOCOMHOWN
naTonorui nnoga y 6epeMeHHbIX, 4TO AOKa3aHO PAAOM KPYMHbIX
MexayHapogHbix uccnegosanui [9]. Mpeumywectsom HUMT
ABNSIETCA OLeHKa HENOCpPeAcTBeHHO dhetonnaueHTapHon OHK,
a Takxe ero 6onee BbICOKas YyBCTBUTENbHOCTb U crieynduny-
HOCTb MO CPaBHEHUIO C BUOXMMUYECKUM mccrenoBaHmem [10].

Bnepsble HAMT ctan goctyneH B CLUA u MNoHkoHre [11]. TecT
6bIn paspaboTaH, Npexae Bcero, o1 TOYHOro CKPUHWHra Haum-
60onee 4acTo BCTPEYaeMbIX XPOMOCOMHbIX NaTofornMm — TPUCO-
M 21, 18 n 13- xpomocoM. [OMNONHUTENBHO TECTUPOBAHWNE
MOIIO BK/O4aTb BbISBIIEHWE HEKOTOPbIX MUKpPOZeneunin wu
onpenenexve nona [12].
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HUMT 6bicTpo 3aBoeBan MnoOMynspHOCTb BO BCEM MUpe:
METO[ He HeceT pucka pPenpofyKTUBHBLIX MOTepb, CBA3AHHbLIX
C NPOBeLEeHNEM MHBA3UBHOM NpeHaTanbHOM onarHocTukm, obna-
0aeT BbICOKOM YYBCTBUTENbHOCTBIO U CNELUMUYHOCTBIO NO OTHO-
LeHuto K Tpucommam 21, 18 n 13, a Takxe No3BonseT onpege-
NVTb NON NoAa, YTO NPaKTUYECKM HEBO3MOXHO B pamMKax npe-
HaTanbHOro ckpuHuHra | Tpumectpa. MNMpumeHenne HAMT npu
6epeMeHHOCTM ABOMHEN NoKasano CBOK BbICOKYIO 3(PeKTMB-
HOCTb B OTHOLUEeHMM Tpucommm 21, 18 [13].

HakonneHHble MUPOBbIE faHHbIE CBUOETENLCTBYIOT O ABHbIX
npenmyLlecteax mcnonbdoBaHua HAMT B cpaBHeHUM € 6GMOXU-
MUYECKNM CKpUHUHIOM | TpumecTpa [14]. B psge ctpaH mupa
HWUMT BKNoYeH B CTPYKTYpYy MpeHaTanbHOW [AMarHOCTUKU
[15, 16]. B P® B HacTosiLLee Bpems cdhopMmrpoBaHa HOPMaTUBHO-
npaeoBas 6a3a NpoBefeHWs npeHaTanbHON AMarHOCTUKN, BMe-
cTe ¢ TeM BHegpeHue HUNMT B anroputmM CKpUHUHra HaxoguTcs
Ha Ha4asibHbIX 3Tanax.

OpraHusauuns npeHartanbHoOM gmarHocTukm B P® Ha depe-
panbHOM YpOBHE OCYLLECTBMAETCA MO ABYM OCHOBHbIM HOpMa-
TUBHbLIM JOKYMEHTaM:

«[lopagok okasaHus MeAVUMHCKOM MOMOLLUM MO Npodusio
“aKyLlepcTBO U MMHekonormsa” (3a NCKItoYEHWEM NCMONb30BaHUSA
BCMOMOraTesbHbIX PENPOAYKTUBHBIX TEXHOMOMMIA)», YTBEPXAEH-
Hoii lNpukazom MwuHsgpaBa Poccun ot 1.11.2012 Ne572H
(manee — MNMpukas Ne572) [17];

«[lopagoK 0 coBEPLUEHCTBOBAHMU NpeHaTasnibHOM AnarHocTu-
K1 B NpohunakTnke HacnefacTBEHHbIX M BPOXAEHHbIX 3ab6onesa-
HUA Yy peTer», yTBEPXAEHHbIN npukasoMm MwuHsgpasa Poccun
oT 28.12.2000 Ne457 (ganee — Npuka3 Ned457) [18].

OpraHusauuns npeHaTanbHOW guMarHoctuku B P® Havanacb
c [lpukasza Ne457, pernameHTMpyloLLlero npoBefeHne Tpex-
kpatHoro Y3W Bo Bpemsa 6epemeHHoOCTU: B cpok 10-14 Hep.,
20-24 Hep., 32—-34 Hepn. 3abop KpoBM Onst NPOBeAeHUs 6MOXU-
MMUYECKOro uccnefoBaHus npepnaranocb NPOBOAUTL B CPOK
16-20 Hepn., To ecTb BO Il TpumecTpe 6epemeHHOCTU. B 61oxu-
MUYECKWU TECT BXOAMNO UCCefoBaHne He MeHee [IByX CbIBOPO-
TOYHbIX MapKepoB: anbda-geTornpoTenHa N XOPUOHUYECKOro
roHagoTponuHa Yenosedeckoro (XMY). Cnegyet oTMeTUTb, YTO
Ha TOT MOMEHT CKPWHWHI HE MMeST KOMOMHUPOBAHHOMO pacyeTa:
pUCK BPOXOEHHOro NMopoKa oLeHvBsarncs oTaesbHO Mo 6UOXUMU-
4YeCKOMY TECTY 1 oTaenbHo no Y3W.

YTBepXXOeHHas TakTukKa AencTeoBana B TedeHue 9 ner, ogHa-
KO He npusena K aeKTUBHOMY BbISIBIIEHNIO U CHUKEHUIO KO-
nnyecTBa feTen ¢ BpoxAeHHon nartonornen. OpHOBPEMEHHO
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6bI/I0 AOKa3aHO, YTO MpoBefAeHMe OGMOXMMUYECKOrO CKPUHMHIA
Bo Il TpumecTpe aBnseTcA HeaMEKTVBHLIM U UMEET BbICOKYHO
OO0 NIOXXHOMOMOXUTENbHLIX pe3ynsTtaTos [19].

B 2009 r. 6b1n ony6nvMkoBaH O6HOBMEHHbIN NOPSAOK OKasa-
HUA  aKyLLIEepPCKO-TMHEKOIOrMYECKO MOMOLUN, YTBEPXAEHHbIN
npvkasoMm MwuHUCTepcTBa 30paBOOXPAHEHUS U COLMAsNbHOro
passuTtus PO ot 02.10.2009 Ne808H (nanee — Mpukasa Ne808H),
B KOTOPOM Oblf1a U3MEHeHa TakTKa NpoBeAeHNs npeHaTasnbHO-
ro CKpUHMHra: 3abop KpoBu Afisa aHanusa 6uoXUMNYECKUX Map-
KEepoB Takxe cTan obasaTeneH K nposefeHuto B | TpumecTpe
6epemeHHocTH [20]. [ns 6moxmmMu4yeckoro Tecta B | TpumecTpe
nccnegoBanvcb YPoBHM Na3MeHHOro anbbyMyHa, accoummnpo-
BaHHOro ¢ 6epeMeHHOCTbI0, U CBOBOAHON -eanHuubl XITY.

Mo3gHee, B 2010 r., Ha4anocb NO3TanHoe pasBuTE N BHeape-
HVe YCOBEpPLUEHCTBOBAHHbIX anropMTMOB NpeHaTasibHoW auarHo-
CTMKM B paMKax MNPMOPUTETHOrO HaLMOHANbHOro MpoeKkTa
«300poBbe». B 0CHOBY HOBOro anroputMa paHHero npeHararnb-
HOrO CKPWHWHra 6bif1 MOMOXEH MEXAYHAPOAHbIN OMbIT U PEKO-
MeHJauun He3aBncnmon BpavebHon opraHmdaumm doHpa megu-
uuHbl nnoga (Fetal Medicine Foundation — FMF). B xope peanu-
3auMn HauMOHaNbHOro NpoekTa 6bIn peLleHbl 3aaa4qun no dop-
MUPOBaHUIO B PErmoHax CUCTEMbl OMArHOCTUKM 3KCMEPTHOro
YPOBHS, OpraHnsaumm cneumansHon NoaroToBKM M NOATBEPXAe-
HUS KOMMNETEHLUMIN Bpa4en-aKCnepToB A8 BbINONHEHWs ynsTpa-
3BYKOBbIX UCCNeaoBaHun B cpokax 6epemeHHocTn 11—14 Hen.,
4yTO 0becneymnBanocb cuctemon ceptudpmkaumm FMF [21].

B pamkax HOBOro anroputma 6epemMeHHbIM NPOBOANTCH KOM-
nnekc obcneposaHun Ha cpoke 11-13*6 Hepn. (korga KOMYMKO-
TEMEHHOW pa3mep nnoga cocTtaenget oT 45 go 84 mm): Y3U
nao[a Ha Hanu4vme mapkepoB (MPU3HaAKOB) XPOMOCOMHOM MaTto-
70T N BPOXAEHHbIX NOPOKOB pa3BUTUSA; ONpeaeneHne ypoBHs
6roxnMmnHecknx Mapkepos XA B KpOBU 6epeMeHHOM XEHLLMHbI
(B-X'4 1 accounmnpoBaHHbI ¢ 6€PEMEHHOCTLIO NMPOTENH Nnas-
Mbl A (PAPP-A)); ponnnepoMeTpusi MaTo4HbIX apTepuit; Lepsu-
KOMeTpus (M3MepeHne AfIMHbI LUEeNKN MaTkun); coop aHamHesa;
n3mMepeHue apTepuasnibHOro AaBMNeHUs Ha 06emx pyKax.

Torga Xe 6bIN0 BHegpeHO nporpamMmMHoe obecneveHue
(Astraia), koTOpoe MNO3BONSAET paccyuTaTtb WHAMBUAOYasIbHBIN
PUCK XPOMOCOMHbIX aHOMasnni Mo KOMOUMHALMW YNETPa3BYKOBbIX
N BUOXUMMYECKMX OAHHbIX, MOMYYEHHbIX BO BPEMSi CKPUHMHIA.
Mporpamma 6bina paspadoTtaHa opraHusauven FMF B JloHgoHe
1 yCneLuHo anpobupoBaHa Ha OrpOMHOM KITMHWMYECKOM MaTepuma-
e BO MHOIMX cTpaHax mupa. B HacTosiee Bpems cneumanmcr,
NPOBOAALLMIA PaHHUIN MpeHaTanbHbI CKPUHWHE, OOMKEH UMETb
MexayHapoaHein ceptudmkar FMF, garowmin npaBo Ha BbINos-
HeHve uccrnefosaHusa 1 paboTy ¢ nporpammont Astraia. Ceptu-
dmKaT NOATBEPKAAETCA €XXEerofHO Nocne CTaTMCTUYECKOro ayam-
Ta nNpofenaHHomn 3a rof paboTbl U cAa4n cepTUMKaLNOHHOIO
3k3ameHa. Takum o6pa3om obecnevmBaeTcs BbicoKas Ksanndu-
Kauus CneunanncToB N Ka4eCcTBO MPeHaTanbHOro CKPUHMHIA.

Mo3gHee HOBbIM MOPSAAOK MPEeHaTanbHOro CKPUMHUHra 6bin
ytBepxaeH lMpukasom Ne572H, KOTOpPbIA OTMEHWN OencTBue
Mpukasa Ne808 1 gencTByeT A0 HACTOALLIErO BPEMEHW.

CornacHo HOBOMY MOPAAKY, AN PAHHEro BbISIBIIEHNS BPOX-
OEHHbIX NaTonorvm nnopa npu cpoke 6epemeHHocTn 11-14 Hep.
6epemMeHHas XeHLUMHa HanpaenseTcs B MeAULMHCKYIO OpraHu-
3auuio, OCYLLIECTBNSAIOLLYIO 3KCMEPTHbIN YPOBEHb NpeHaTasibHon
OVNarHOCTUKW, AN MPOBEAeHMs KOMIMNEKCHOW npeHaTanbHON

(oopofoBOM) OMArHOCTUKM HapyLUeHUn pasBuTusa pebeHka,
BKntovawwwenn Y3 Bpavamu-cneuymanuctamu, npoLLeawmmm
crneumanbHyo NOAroTOBKY M MMEKOLLMMUN AONYCK HA NPOBEAEHNE
YNbTPa3ByKOBOIr0 CKPMHUHIOBOro o6cnenosanHns B | TpumecTpe,
N onpegefieHMe MaTepUHCKUX CbIBOPOTOYHbLIX MapKepoB
(PAPP-A 1 cesobogHou B-XIY) ¢ nocnegyoimm nporpaMMHbIM
KOMMJIEKCHbIM PacYeTOM MHOMBUMAYASIbHOrO pUCKa POXAEHWSA
pebeHKa ¢ XpOMOCOMHOW NaTofiormen.

C 1 anBaps 2021 r. Bctynaet B cuny lNMoctaHoeneHue lNpa-
Butensctea Poccurickon ®depepaumm oT 17.06.2020 No868
«O NpU3HaHWUM YTPaTMBLUMMW CUSTY HEKOTOPLIX aKTOB U OTAENb-
HbIX NOJSIOXXEHMI HEKOTOPLIX akToB lNMpaBuTtensctBa Poccuiickoin
®depepaumm 1 06 OTMEHE HEKOTOPLIX aKTOB hefepasibHbIX opra-
HOB WCMONHUTENbHOM BNacTh, CoaepXallmx obssaTenbHble Tpe-
60BaHuUs, CO6MIOAEHNE KOTOPbIX OLEHMBAETCH NpU NPOBEAEHUN
MEepOonpUATAA NO KOHTPOSIIO NPY OCYLLLECTBNEHUU rOCYAAapCTBEH-
HOrO KOHTPONA KavecTBa M 6€30MacHOCTM MeOULMHCKOWN hOes-
TENbHOCTW», COrNacHo kotopomy pencteue [Npukasa Ne572H
6yneT NpeKkpawleHo W B HAaCTosiLLee Bpemsi rOTOBUTCH NPOEKT
HOBOIO Nopsifka opraHn3aumm npeHaTanbHOW AnarHoCTUKMN.

Ha paHHbI MOMEHT B pamMkKax CyLLEeCTBYHOLLMX MPUKa30B U
peKoMeHOaLmnn BCEM XEHLLMHAaM rpynnbl BbICOKOro pucka (1:100
W BbllLE) PEKOMEHAOBAHO MpoBefeHne MeauKo-reHeTU4eCcKoro
KOHCYNbLTUPOBaHUS ANs peLleHns Bonpoca O NpoBedeHnn nHea-
3MBHOW NpeHaTanbHoi auarHocTuku (MMNLO). XpomocomHas narto-
norua nogreepxpaetca metogamu UMO y 30% >XeHLmH, nonae-
LIMX B rpynny BbICOKOro pucka. Npu 3Tom cnegyeTr OoTMETUT,
yTo npw nposegeHnn UMM nveetcs puck npepbisaHusa 6epemeH-
HocTu B 0,5-1% cny4aeB [22]. YunTbiBass OTHOCUTENBHO BbICO-
KYIO BEPOSATHOCTb OCNOXHEHWUN, TONbKO 40% M3 BCEX XEHLUWH
B rpynne pucka cornawialoTcs Ha NpoBefeHe NHBa3nBHbIX Ana-
FHOCTMYeCcKuX npouenyp (CornacHo AaHHbIM aHanuaa pesynbra-
TOB paHHero npeHatanbHOro ckpuHuHra B PO AyONT-2019).

C uenbio noBbiweHN 3thdheKTUBHOCTN 1 6e3onacHOCTH npe-
HaTanbHOM AWarHoCTUKM Ha Tepputopum P® ctan ncnonb3o-
Batbcs HUMT, ¢ nNOMOLBID KOTOPOro MOXHO OLUEHWUTb BECb
XPOMOCOMHBbIW Habop nnofa ¢ YyBCTBUTENBbHOCTLIO CBbille 99%
Ha4ynHas ¢ 10 Hed. 6epeMeHHOCTH.

PaHee HUMT npoBoanncsa TONbKO KOMMepYeckumu nadopa-
TOPUAMM 3a COBCTBEHHbIE CPeACTBa XEHLUMHbI. [epBbIi perno-
HasnbHbIA ONbIT MacLTabHoro ucnonb3osaHua HAMT B PO 6bin
B paMKax BHeOpeHWs MeTofa B anropyTMm npeHaTanbHon amna-
rHoctuku B r. Mockee. CornacHo yTBepxxaeHHomy Npukasy de-
naptameHTa 3gpaBooxpaHeHus r. Mockebl oT 13.03.2020 Ne199
«O6 opraHn3auum NPoBEAEHUs HEMHBA3MBHOIO NpeHaTanbHOro
TecTa B ropoge Mockee» (panee — lNpukas Ne199 [3M) npo-
BefieHne HUMMT npegycMoTpeHo 6epeMeHHbIM C HAMBUAyarb-
HbIM pyckom passutusa XA nnoga 1:101-1:2500, a Takxe y 6epe-
MEHHbIX C BbICOKMM puckoMm (1:100 1 BbiLLe) B cniyvae cornacus
nauMeHTKu Ha NpoBefeHne MHBa3MBHOM ANarHOCTUKKM [23].

B wone 2020 r. BHegpeHne HWIMT Havanock B fAmarno-
HeHeukom aBTOHOMHOM oOKpyre (AHAO). B uensx cosepLueH-
CTBOBaHWA MEOULMHCKOM MOMOLLY 6epeEMEHHBIM XEeHLLMHaM U
HOBOPOXEHHbIM [eTAM cornacHo npukasy oT 24.07.2020
Ne671-0 OenaptameHta 3gpaBooxpaHeHns AHAO crtaprtoBana
nporpamma HUMT gna 6epeMeHHbIX XEHLUWMH, COCTOSALWMX Ha
y4eTe No 6epeMEHHOCTM B MeAULMHCKMX opraHu3aumax AHAO,
Harpas/ieHHbIX Ha KOMOVMHWPOBAHHLIN NPeHaTanbHbIA CKPUHUHIE
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| TpumecTpa 6epemeHHoOCTU [24]. CormacHo yTBEPXOEHHOMY
npvkasy HAMT nposoauTcA BCEM NauueHTKam, HarnpasfeHHbIM
Ha CKPUHUWHT | TpumMecTpa.

Mo mepe HakonneHusi onbiTa MMaHMPyeTCs pacLuMpeHne
npakTuku npumeHenna HAMT v B apyrue cybbekTsl PO.

MoMMMO HOpPMAaTUBHLIX [OKYMEHTOB, npumeHenne HUIMT
TaKXe KOHTPONMPYETCH SKCNEePTHbIMM COO6LLECTBaMM, KOTopble
Nyo6nuKYIOT KIMHWYECKNE peKOMeHAaunn 1 pykosogcTea. Ame-
PUKAHCKWUIA KONNEMK MEAMLNHCKOM rEHETUKM U FreHOMUKM (Ame-
rican College of Medical Genetics and Genomics — ACMG)
0606LLMIT MUPOBOKM OMbIT U pasdpaboTan pPykoBOACTBO MO UC-
nons3osanunio HAMT [25]. Pag nonoxeHuin pykoBOoACTBa MOCBS-
LLleH Heo6XxoaMMOCTM MHADOPMUPOBAHMSA NALMEHTOB O BO3MOX-
HOCTSAX U orpaHnyeHuax HAMT.

ACMG pekomeHgyeT MHOPMMPOBAaTL NALMEHTOB O Pasnny-
HbIX JOCTYMHbIX CKPVHWHIOBbLIX TecTax Ans BbiseneHns XA nnoga
ONS NPUHATUS UMW 064YMaHHOrO peLleHns no BbI6opy MeTopa
npeHaTanbHOro NccnefoBaHns 1 NPefoCcTaBnTe UM NPaBo BblGO-
pa CKpUHMHIOBOWM npouepypbl. Heo6xoonmo Takke nHopmmpo-
BaTb MNaLMEHTOB O BO3MOXHOCTM NPOBEAEHNSA ANArHOCTUHECKOrO
TECTUPOBaHMSA (aMHUOLIEHTES UM BUOMNCUS BOPCUH XOpUOHa) Ans
BbISIBIEHMSA XA 1 KIMMHWYECKM 3HAYMMbIX Bapyaumii Yncna Konum
reHOB MPW MOMOXMUTESbHbIX Pe3ynbTatax CKPUHMHra.

PekomeHayeTcs MHpOpMMPOBaTh MAUMEHTOK O HAMBOSbLLEN
yysctBuTensHoctn HUMT Ha cuHgpombl [ayHa, [lMatay wu
OpBapaca no CpaBHEHVIO C APYrvMU BUAAMW MpeHaTanbHoro
ckpyHuHra. ACMG He pekomeHgyeT mucnonb3osats HUMT gns
CKPVHWHIra aHeyniouann gpyrux aytocom, kpome 13, 18 n 21.

HUMT Takxe BO3MOXHO NPOBOAWUTb AN CKPUHWHIa aHey-
NAOMANUA NO NMOMoBbIM XPOMOCOMaM, OAHaKO UCCNefoBaHue cre-
JyeT NpoBOANTL TOSBLKO MPWU HANMNYUN KIMHUYECKUX NOKasaHun
ONS UCKITIOHEHNA NPOBEAEHNA TecTa C Liefblo TOYHOro onpefe-
neHuns nona pebeHka. Heo6xoamMmo nHHOpMMpoBaTh NaLMEHTOB
O 3Ha4YUTENbHOW [0Me JOXHOMOMOXUTESNbHBIX Pe3yfbTaTos
TECTUPOBAHUS aHeynIonanin No NONoBbIM XPOMOCOMAM.

ACMG Takxe pekomeHOyeT MHGopMupoBaTb GepeMeHHbIX
XEHLMH O CyLLeCTBOBaHUN paclumMpeHHbix BapuaHtos HUMT,
[OMNOSTHUTENBbHO MO3BONAIOLMX NPOBOAUTL CKPUHWUHI KIIMHUYe-
CKM 3Ha4MMbIX BapuvaHTOB 4ucna konui reHoB. B npouecce
NpeaTecToBOro KOHCYNLTUPOBaHWA PekoMeHdyeTcs 06CyXaaTthb
C nauueHTaMn Heo6XOAMMYI0 UM CTereHb MOSIHOTbI reHeTuYe-
CKOW MHhopmauumn 0 noge n MHPOPMUPoOBaTb MX O 6onee Bbl-
COKOW BEPOATHOCTU JIOXKHOMOMOXUTENbHBIX W JIOXHOOTpULA-
TenbHbIX peaynstatoB npu nposepeHun HUMT Ha Bapuauum
yucna Konum reHoB Mo cpaBHeHuto ¢ HUIMT gna ckpuHuHra
aHeynnoungmii xpomocom 13, 18, n 21. Bmecte ¢ Tem ACMG He
pekomeHgyeT ucnonb3osaHve HAMT ana nonHOreHomHoro aHa-
n13a Bapvauum Y1cna Konuim reHoB. [py Heo6xoanuMoCTH Tako-
ro aHanmMsa PekoOMeEHOYeTCs WUCCNefoBaTb BOPCUMHBLI XOPWOHA
WM NPOBOAMTL aMHMOLEHTE3 C NOCNEeayoLMM MONEKYNSAPHBIM
KapuoTUNMPOBaHMEM.

OKcnepTbl MPULLAN K MHEHWUIO, YTO MpU WUCMOSb30BaHWM
HUMT mckniounTenbHO AN CKPUHUHIA TPUCOMUIA XPOMOCOM 21,
18 n 13 Heob6xoouUMO m3beratb MNOAYHEHUS OOMOSIHUTENLHOMN
MHdOpMaumMK 0 geneumnsax unm gynnukaumsax. OgHako nauneHTbl
JOSKHbI 6bITb OCBEAOMIIEHbI O BO3MOXHOCTU MOSIYHEHUS WH-
dopmMaummn o cny4anHbIX Haxodkax, KOTOpylo MM MOryT npepo-
CTaBuTb B criydae ux cornacus. Pacwmpenne HUMT ans ckpu-
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HVWHra aHoManuii NosioBbIX XPOMOCOM, a TakKxXe MuKpoaeneuuni
He TOJMIbKO yBenuMyMBaeT Npobnemsbl, CBA3aHHbIe C UHOPMUPO-
BaHMEM W KOHCYNLTUPOBAHWEM NMAUMEHTOB, HO TakXe MOXET
NPUBOANTL K YBEJIMHEHWIO KONNYECTBA UHBA3MBHbIX NpoLeayp v
B HaCToOsILLEe BPEMS HE pEKOMeHOyeTCS.

Mo3numn EBponernckoro o6LLecTBa reHeTUKM Takxe conocTa-
BUMbI ¢ pekoMmeHpaumsmm ACMG [16]. EBponelickne konnerun
ob6pallaloT BHMUMaHWe Ha TO, YTO, HECMOTPS Ha BbICOKYK TOY-
HocTb HUMT ana ckpuHWHra aHeynnouvaui, MNONOXUTENbHbIN
pe3ynkTar He CnefyeT paccMaTpuBaTh Kak OKOHYaTesbHbI aua-
rHo3. Ecnv npegnonaraetca npepbiBaTe 6€peMEHHOCTb, TO pe-
3ynetatel HAMT cTtouT nepenpoBepsiTb WMHBA3UBHbLIM MNpeHa-
TaslbHbIM TECTUPOBAHUEM.

B P® B 2015 r. 3KCnepTHbIM COO6LLECTBOM 6bIIN BbIMyLLEHbI
KNMHUYECKNEe pekoMeHJaumm «HeuHBa3uBHbIA MpeHaTasibHbIN
OHK-CKpuHWHI aHeynnomanm nnoga no KpoBu Matepy METOAOM
BbICOKOMNPON3BOANTENBLHOINO CEKBEHMPOBaHWSA» [26], roe ykasbl-
BaETCH Ha ero BbICOKYIO YyBCTBUTENILHOCTb M CNeLnUIHOCTb,
a Takxe Ha NoTeHuMasibHyt0 BO3MOXHOCTb 3aMeHbl 6B1oXnMmye-
CKOro uccnegoBanus. B HacTosiLee Bpems nget ux gopaboTka
n obHoBneHue. CnegyeT 06paTuTb BHUMaHWE, 4TO COMAAacHO
®epepansHomy 3akoHy oT 21.11.2011 Ne323 «O6 ocHoBax
oXpaHbl 300poBbs rpaxaaH B Poccuiickon degepauum» KInMHU-
yeckue pekomeHgaumm ¢ 01.01.2022 ctaHyT 0653aTenbHbIMU K
COOBJII0AEHVIO MPU 0Ka3aHU MeQULIMHCKOW nomoLuu [27].

KpaeyronbHblM KaMHEM B MpeHaTtasibHOW AUMarHOCTUKE Mpwu
BbISIBNIEHUN BPOXAEHHOW aHOManuu fiBASeTCs NPUHATUE peLue-
HUA O npekpawleHnn 6GepemMeHHOCTW. B cnydae BbisiBNeHMs
y 6epeMeHHO BbICOKOIO pUcKa XpPOMOCOMHOW NaTonorny nnoga
(=1:100) no gaHHbIM KOMOUHMPOBAHHOIO MPEHAaTasNIbHOro0 CKpU-
HuHra n/vinn HAMT npoBognTCs MEANKO-TEHETUYECKOEe KOHCYIb-
TMPOBaHWe, B pamKax KOTOPOro PEeKOMEHAyeTcs npoBefeHve
WHBa3MBHOW nNpeHaTanbHONW OuarHOCTUKM cornacHo [lpukasy
Ne572H ons nogTBepXaeHus anarHosa [17].

CornacHo ®epepanbHomy 3akoHy oT 21.11.2011 Ne323-03
«O6 ocHoBax OxpaHbl 300poBbsA rpaxpaH B Poccuickon depe-
paunn» [27], WCKYCCTBEHHOE MpepbIBAHUN 6GEpPEMEHHOCTU
[0 12 Hep. MOXET MPOBOAUTBECH MO XKENaHWI0 XXEHLUMHbI BHE
3aBUCMMOCTK OT Hanuums naronoruu nnoga. locne 12 Hen.
peLueHne 06 UCKYCCTBEHHOM MpepbiBaHUN 6epeMeHHOCTU MNpu-
HMMaeTCA KOHCUIMYMOM Bpa4veri Nno MEeAMLMHCKUM NMOKa3aHUsM.
MepuumHckue nokasaHua [Ana npepbiBaHMA 6epeMeHHOCTM
pernameHTupoBaHbl [lprvkazom MwuH3gpascoupassutus PO
o1 03.12.2007 Ne736 «O6 yTBEPXOEHUN NEPEYHS MEAULIMHCKUX
nokasaHui Ons MCKYCCTBEHHOrO MpepbiBaHNS GepemMeHHOCTU».
B yactn BpoXaeHHbIX aHOManui, fecdopmaumii n XA pelueHve
NPUHNMAaETCA KOHCUNMYMOM Bpaden. Bmecte ¢ Tem cnepyet
OTMETUTB, YTO AN cuHapomMoB JayHa, dpsapaca, MNatay n TepHe-
pa n HeKOTOpbIX Apyrux naronorun, kogmpyembix B MKB-10
Q92-93, Q97-99, npuHATUE peLLeHns O npepbiBaHNn 6epemMeH-
HOCTU 0 22 Hefdl. BO3MOXHO 6€3 KoHcunnyma Bpaden. OgHako Ha
NPaKkTUKe peLleHre No KaxAoMmy Cryval0 MCKYCCTBEHHOro npe-
pbiBaHNa 6epeMEHHOCTU MO NOBOAY BPOXAEHHOM aHoManum n XA
HaumHas ¢ 12 Hef. NPUHUMAETCS KOHCUITMYMOM CreLmanncToB.

Takum o6pasom, B HacTtoswee Bpemsa B P® cyuwecTtByer
o6LMpHas HopmaTuMBHO-NpaBoBas 6a3a, pernameHTupyloLas
anropuTMbl NpeHaTanbHON ANarHoCTUKM Kak Ha defeparnbHOM,
Tak U B psfe CyObEKTOB Ha pernoHanbHOM ypoBHe. BmecTte
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C TEM UMeEIOTC 0CO6EHHOCTU perynnpoBaHus, TpebyoLiue npo-
paboTKu, a Takxe, B psfe cnyyaes, BHECEHUS UBMEHEHUIN B HOP-
MaTuBHYIO OKYMeHTaumo. HopmaTtueHasa 6asa no npoBegeHuto
HWUMT B Haluen cTpaHe HaxoauTcs B CTaguKW HaNoOMHEHWs U cTa-
HOBMEHUSA N UMeeT paf HepeLleHHbIX BonpocoB. [lpoBeaeHue
Hay4HoO-uccrnegoBaTeflbCKUX paboT no COBEPLUEHCTBOBAHUIO
CyLLIeCTBYIOLLUMX anroputMos un BHeppeHnutio HUIMT asngaetca
OfIHUM U3 NEPCMNEKTUBHbIX HanpaBfieHNin oNTUMU3aL M opraHm-
3aumm NoMoLLM MaTepu 1 pebeHKYy.

OCc06eHHOCTM HEMHBA3MBHOIO NpPeHaTanbHOro TecTa

HUMMT nony4un wmpokoe pacnpoctpaHeHune B 2011 r. Metof
OCHOBaH Ha BbIOeNeHUN BHEKNeTOo4HOM heTonnaueHTapHon
OHK nnopga u3 KpoBu mMaTepu N ABNSETCA BbICOKOINEKTUB-
HbIM B BbISIBJIEHUN BPOXAEHHbIX NaTonorum nnoga y 6epemMeH-
HbIX, YTO OOKa3aHO PAOOM KPYMHbIX MEXAyHapOOHbIX uccne-
JoBaHun. BmecTte ¢ TeM nMeeTca pag ocobeHHOCTen MmeTopa,
KOTOpbIE HEOOGXOOMMO Y4MTbIBATb MPU MHTEPNpEeTauun pesyrnb-
TaToB, a TaKXe Mpu MPUHATUM BpavebHbIX peLLEeHNIA.

OnpepenexHne nona niopa

HUMT Ttakxe obnagaer BbICOKOW TOYHOCTBIO OMNpeneneHus
nona nnopa. YyBCTBUTENBHOCTb M CneUM@UYHOCTL TecTa npu
OLHOMNOAHON 6€PEMEHHOCTM B OTHOLLIEHUM OonpedeneHus nona
nnoga coctaenset 0,989 1 0,996 COOTBETCTBEHHO MNPU CPOKe
6epemeHHocTM 10 Hep. n 6onbLue [28].

B HacTosLLee Bpems Hanbonee pacnpocTpaHeHHbIM METOLOM
onpefeneHus nona nnoga senserca Y3W nocne 14 Hepn. recta-
uun [29]. YnbTpa3BYKOBOW CKpWHUHI Il TpumecTpa >XeHwmHa
npoxoauT B cpoke 18-21 Hepn. [17], COOTBETCTBEHHO B 3TOT ne-
puoa 60MbLUMHCTBY GEPEMEHHbBIX XXEHLLMH MPU UX XXENaHUM COo-
o6watoT non nnoga. B PO 3anpelleHo npepbiBaHne 6epemer-
HOCTW MO MONOBOMY MPU3HAKY, HO XEHLLMHA UMEET npaBo npe-
pBaTb 6epeMEHHOCTb MO XenaHuo Ao 12 Hef. [27]. BHeapeHue
HUMT B cTpykTypy npeHatanbHoW guarHoctukm ¢ 9-10 Hen.
6€epEeEMEHHOCTM NO3BONNUT C BbICOKOM TOYHOCTbIO BbIABMATH PUCK
Hambornee pacnpoCTpaHEHHbIX aHeynnouaun nnoja Ha Makcu-
ManbHO paHHEM CpOKe, HO NpW 3TOM MOXET Cnocob6CTBOBaTb
YBENIMYEHMIO MpPEpPbIBaHMN GEPEMEHHOCTN B 3aBUCUMOCTWU OT
pe3ynsTaTtoB aHanuaa rnonoBbIX Xpomocom. Hanpumep, B Cee-
po-KaBKa3CKOM pernoHe pacnpocTpaHeHbl NPEANOYTEHUS MYX-
ckomy nony pebeHka [30]. B HEKOTOPbIX CEMbSIX, YXKE NMEIOLLNX
OeTewn, NpeanoyTeHns no nony 6yayuiero pebeHka mMoryT 6biTb
CBfi3aHbl C XenaHneMm OOCTMXEHUs «banaHca» Nno KonuMyecTBy
neten pasHoro nona. B cBasu ¢ 3TUM LenecoobpasHo NpPoBoO-
ot HAMT ¢ 11 Hep. ¢ y4eTOM BpEMEHWN OXUAAaHWA pesynbTa-
TOB TECTMPOBaHWSA, a NpyY HEOO6XOAUMOCTIN NPOBOAUTL UCCIENO-
BaHWe B 6051ee paHHU CPOK — He coobLlaTb pe3ynbTaTbl TECTU-
poBaHWA B OTHOLLIEHWM nona pebeHka.

MoHoreHHble 3aboneBaHusi, cLernsieHHbie C MoJioM

BonbLuMHCTBO HacneaCTBeHHbIX MOHOrMeHHbIX ﬂaTOJ'IOFI/IVI,
CLENMEHHbIX C MOoSioM, NPeacTaBnaioT CO60N peLeccuBHbIE 3a-
60neBaHusl, accoLMmpoBaHHble ¢ X-Xpomocomoi. 3aboneBaHune
NPOSIBNAETCA B OCHOBHOM Y MY>XHYMH BBMAY HanM4yus TONbKO
ofHol X-xpomocoMmbl. CpefHss YacToTa X-CLENNeHHON peLec-
CUBHOM MOHOreHHown natonorum — 1:10 000 [31]. Hanbonee 13-
BECTHbIMWU U pacnpocTpaHeHHbIMM X-CLernsieHHbIMU 3a6oseBa-
HUSIMM SIBNSIIOTCS MblleYHas auctpodmsa [iolweHHa n remodm-
nusa. CoBpemeHHasi opraHM3auus npeHaTanbHOM AMarHoCcTUKN B

P® ob6ecne4yvBaetr npaBo 6epeMEHHON XEHLUUHbI C BbICOKUM
pUCKOM poxaeHust pebeHka ¢ peLeccrBHbIM X-CLUenneHHbIM 3a-
6oneeBaHMeM Ha npoBefeHne WHBa3WMBHOW NMpeHaTanbHOW Aua-
rHocTuku [18]. MNpw aTOM NpeagapuTensHoe onpegeneHve nona
nnoga He nposoanTcs. HeKoTopble XeHLWHbI, CTONKHYBLUWECS C
poxpeHnem 6onbHOro peéeHka, npoxogat HUMT Ha kommepye-
CKOW OCHOBE, HE [OXNAAACh CPOKOB, ONTUMAarbHbIX Af15 NpoBe-
OeHusa MHBa3uBHOM anarHocTukm n AHK-aHanusa. MNMonyyuns pe-
3ynetaTbl HAMT, XXeHLWnHbI CTpeMATCA npepBaTb 6epeMeHHOCTb
naogoM MyXckoro nona Ao 12 Hef., HECMOTPS Ha CyLLECTBYIO-
Wyt 50%-10 BEpOATHOCTb POXAEHWA 3IOOPOBOro Masbyuka.
[Mopno6Hble crydan Takxe roBopsT O LienecoobpasHOCTU Macco-
Boro nposefeHnsa HUMT He paHblie 11 Hep.

BmecTe ¢ aTuMm cnepyeT OuUEHUTb MOTEHUMANbHYO MNOMnb3y
onpefeneHus nona ¢ nomoLbo HAMT: aTo no3BonuT nsbexarb
NpoBefeHNs MHBa3MBHOW MpeHaTanbHON AWMarHOCTUKM Mnrofam
XXEHCKOro nona B cnyyae X-cuensneHHoro saéonesaHus.

MunkpoxpomMocoMHbie HapyLLUeHus

MonHoreHoMHbIi HANMT, ocHOBaHHLINM Ha METOE CEKBEHUPO-
BaHua cnepytowero nokonenns (NGS), ctaHoButcs Bce 6onee
3KOHOMUYECKM LienecoobpasHbiM. MeTof nonmHOreHoOMHOro cek-
BEHMPOBaHUSA MokKasan BbICOKYIO TOYHOCTb MPpu NPoBeAeHUN npe-
UMMMIaHTaUMOHHOIO FEHETUYECKOro TeCTUPOBAaHMUS/CKPUHMHIA.
Bbicokas TouHOCTb nonHoreHoMHoro HAMT pokasaHa ans BbisiB-
NEeHus TprcoMmmn 21- XpoMOCOMbI U Apyrux aHeynnonamn [32].
[MoMUMO HacTbIX TPUCOMUI, C WHIPOPMUPOBAHHOIO cornacus
XKEHLLIMHBI BO3MOXHO BbISIBIEeHWE MUKPOXPOMOCOMHbIX HapyLLe-
HUN — MUKpOZeneunn n Mukpogynnnkaumin. OnbIT Takux mccne-
[OBaHWA MMeeTCsl, OJHAKO Ha [aHHbIX MOMEHT He MOosy4eHbl
OfHO3Ha4YHble [aHHble O YyBCTBUTENILHOCTW MeToda. B csoem
uccnegoBaHun Zhu et al. coobLUaloT 0 4yBCTBUTENIbHOCTU MOSTHO-
reHomHoro HUMNT 70% Ans BbISIBNEHUA NaToreHHbIX MUKpogene-
LUMiA 1 MUKpoZynnMKkaumii pasamepom ot 5 no 20 Mb [33].

Mpu BbIABNEHUN MUKpoOAENeuMn unnm MUKpoZynInkKauun
no peaynstatam HUNMT TpebyeTcs npoBefeHne Meanko-reHeTu-
YEeCKOro KOHCYNbTMPOBAHMA M MOATBEPXOAIOLLEN MHBA3VBHON
OVarHoCTUKM C XPOMOCOMHbIM MUKPOMATPUYHBIM aHaiM3oM
(aCGH) [33]. B pamkax npeHaTtanbHOW AuarHoctmkn B P®
B rOPOACKUX YHPEXAEHMAX 30paBOOXPAHEHMSA NPOBOANTCS TOMb-
KO CTaHOapTHOE UWUTOreHeTM4Yeckoe WccrnefoBaHue, OAHaKo
YyBCTBUTENBHOCTE METOAA AN BbISBIIEHUSA MMKPOXPOMOCOM-
HbIX HapyLleHun He npesbiwaeT 30%. B rpynne pucka 1:2500 o
pesynbTatam MpeHaTanbHOro CKpuHWHra | TpumecTtpa oxupa-
eTcs BbIFBNIEHNE Mukpogeneuni/mukpogynnvkaumn go 1,5%
no pesynstatam HUMT. Heo6xogmmo chopmupoBaHue u pac-
CMOTpPEHME OOMONMHUTENBHbBIX PEKOMEHAALMIN Ana ob6ecrneyeHns
[oobcnenoBaHns 3TON rpynnbl 6€PEMEHHBIX XXEHLLMH.

Takmum 06pa3om, B HacTosLlee BpeMs Hanbonee onpasaaHo
ncnonb3oBanve HUMT gna onpepeneHns pucka Hanvyms Hawu-
60see 4acTo BCTpeyaroLmuxes aHeynnovann nnoga (21, 18, 13-
XPOMOCOMBI).

MepcnekTyBbI UCMONBL30BaHUS

HEUHBa3MBHOIO NpeHaTanbHOro TecTa

Mpenmywectsom HAMT saBnseTca oueHka HEMOCPEACTBEHHO
detonnaueHtapHon [OHK, a Takxe ero BbiCOKas 4yBCTBUTESb-
HOCTb 1 crneundnyHOCTb. HecMOTpS Ha TO, YTO CbIBOPOTOYHbIE
MapKepbl MO3BOMSAIOT OLEHWUTb TOSIbKO KOCBEHHbIE MPU3HAKM
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Hanuuus aHomanuw, B HacTosiLee BpeMs He NoAaTBepXAeHa
BO3MOXHOCTb WCKIIOYEHUSA GMOXMMMYECKOrO aHanm3a 13 KOoM-
NMEKCHOro pacyeta uHamMsugyansHoro pucka XA n HAMT pac-
CMaTpMBaeTCA He Kak 3aMeHa, a Kak [OMONHUTENbHbIN MeToq
B KOMMJIEKCHOW NpeHaTasibHOM AMarHOCTUKeE.

Takxe HeobxoOAMMO OTMETWUTb, YTO Ha CErOgHALUHUA [EeHb
HUMT He MOXeT 3aMeHUTb MHBA3UBHYIO ANArHOCTUKY Nartosio-
rvn nnopa. NposepgeHne HUMT noTeHumanbsHO cnoco6HO cokpa-
TUTb MONYyYEHUE JIOXKHOMOSIOXKUTESIBHBIX U JIOXHOOTpULATESb-
HbIX Pe3ynbTaToB, KONMMYECTBO HEOOOCHOBAHHLIX MHBA3MBHbIX
BmeLuaTenscTB. OOHako OTKPbITbIMU OCTaKTCA BOMPOChbI 06
onTUMarbHbIX cpokax 6epemMeHHocTn ans nposegeHus HUIMT,
JanbHenLwen TakKTUKN O006CnefoBaHma XeHLMHbI Npu Jornon-
HUTENbHOM BbISIBIIEHUN MUKPOXPOMOCOMHBIX aHOManui.

B HacTosilee Bpemst HUMT WMpoKo npumMeHseTcs ons npe-
HaTanbHOro CKpUHMHra Ha adeynnovgmm xpomocom 21, 18 n 13
C nocregyoLien NHBa3MBHOM NoaTeepXxaaroLlen AnarHoCTUKON
B 60NbLUMHCTBE CTpaH. B psage cTpaH yxe 3aBepLUeHO nnm Ha-
XoOomuTCs Ha cTagmm obeyxaeHus sHegpenne HUMT B kadecTtse
PYTUHHOIO CKPUHWUHIa 6€PEMEHHBIX XXEHLLVH.

B Hawel ctpaHe HUMT akTnBHO npoBoauTCA Mpevmyliie-
CTBEHHO 4aCTHbIMU MEOULMHCKMMW OpraHn3aumsMm n Uccnepo-
BaHWe He BXOOUT B 6a30BYyI0 Nporpammy o6a3aTenbHOro Meau-
LIMHCKOrO CTpaxoBaHus. JTO CBA3AHO B TOM YMCME C psgoM He-
peLLEHHbIX BOMPOCOB, TakNX Kak OnpeaesieHne nona nnoga npu
HUMT, 4TO MOXET BECTU K 3N0ynoTpebrieHnto TECTOM Ans OT-
60pa NogoB ONpeneneHHoro nona 6e3 MeguUMHCKMX nokasa-
Hu. BmecTe ¢ Tem B PD HauMHaeT akTMBHO pa3BuBaTbCs Nnoa-
rOTOBKa OTEYECTBEHHbIX FEHETUYECKMX NPOrpamMM, a Takxe oby-
YeHue cneumanucton [34-36].

C BHegpeHveMm B LLUMPOKYIO NpakTuky metoga HUMT oxumpaet-
CAl 3HAYUTENIbHOE CHUKEHME KONMYecTBa 6€peMEHHbIX XXEHLLWH,
KOTOpPbIM TpebyeTcs NPOBEAEHNE NHBA3VMBHOW NpeHaTanbHon ava-
rHOCTMKM, a CrefoBaTesibHO, M CBA3AHHbIX C HEM OCNOXHEHWUN [37].
OpHako BnmsaHme HUMT Ha 4mMcno npepBaHHbIX 6epeMEHHOCTEN U
poameLunxca geten ¢ XA eLle npeactout ndyumts [38].

Momumo ckpuHuHra XA, OTKpbIBaKOTCSt HOBblE BO3MOXHOCTM
npumeHeHns HWMT: BbiABNEHME MOHOrEHHbIX 3aboneBaHuin
[27], ocnoxHeHWI 6epeMeHHOCTM 1 Oaxe BOCCO34aHue reHoma
nnoga no kposu matepu [39, 40].

3aknioyeHue

XpoMocoMHasi naTonorus Mnofa, BPOXAeHHbIe MOpoKU pas-
BUTWS, & TaKXXe MOHOreHHble HacneACTBeHHble 3abonesaHns 3a-
HUMaIOT OfHY U3 BedyLUMX MO3ULMIA B CTPYKTYPE NPUYUH HEeoHa-
TaslbHON CMEPTHOCTU U OETCKON MHBANIMAQHOCTK, HTO onpepenseT
MEOULIMHCKYIO U CoLMalibHyt0 3Ha4YMMOCTb AaHHOW NPo6neMsl.

[na paHHero BbISBNEHNA BPOXAEHHbLIX NaTtosfiorMin nnoga B
HacTosilee Bpemsi B PO 6epeMeHHbIM XEeHLLMHAaM NpoBOANTCA
YNbTPa3ByKOBOE UCCNEA0BaHNE N CKPUHUHI MaTEPUHCKMX CbIBO-
POTOYHBLIX MapKepoB, HA OCHOBaHWM KOTOPbIX MPOU3BOAUTCA
KOMMJIEKCHbIA MPOrpaMMHbIN pacyeT MHOMBUAYASIbHOro pucka
pOXAeHUs pebeHKka C XpOMOCOMHOW natonorueit. C HegaBHeEro
BPEeMeHW B psifie CTpaH AononHuTensHo ncnonbaytotT HAMT B ka-
YeCTBE PYTMHHOIO CKpUHWMHra 6epemMeHHbIX. B PO metop npo-
XOOMT NnepBble aTanbl BHeapeHus — B . Mockee n B AHAO.

HopmaTtuBHO-NpaBoBas 6a3a NOCTOSAHHO COBEPLUEHCTBYETCS,
M B HacTosiLliee Bpemsi OOHOBMSOTCA MOPAAKWU, KIMHUYECKue
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pekoMeHOaunn, BHOCATCS WM3MEHEHWUst B pernameHTupytoLmne
npuKasbl.

BHepgpenve HUMT B cucteMy okasaHua MeauMLUMHCKOM NOMO-
LM TpebyeT obecnedeHus KOHTPONsa KadecTBa, obydeHust cre-
LManucToB, CUCTEMATUYECKOM OLEHKN 3DIPEKTUBHOCTU CKpU-
HUWHra, a Takxe obecnevyeHns paBHOM OOCTYMHOCTU TECTUPOBA-
HUS 0N BceX 6epeMeHHbIX XeHLWMH. [pn aToM pasnuyHble
cueHapuun CKpuHUHra ¢ ucronb3osannem HUMT pgomkHbI oueHu-
BaTbCs He TOMbKO C TOYKWU 3PEHUs AOCTYNMHOCTU TEX UM UHbIX
TEXHOSMOMMIN N 3KOHOMUYECKUX MapamMeTpoB, HO U C Y4ETOM
uenen n LeHHOCTen, NnpuemMnemMblix ans obLiecTtsa.

WNHcpopmauusa o puHaHCMpoBaHUMN

DuHaHcupoBaHue WCCIe[oBaHUs PoBOANTCA 3a cYeT
cpedcTB rpaHTa B ¢hopme cybeuamm mn3 6rogxeta r. Mocksbl
Ne(Q1-04-410 ot 06.02.2020.
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