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AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

Konnexkmus asmopos nocsaujaem caoli mpyd 0CHOBamMesIo 0me4ecmBaeHHOU NpeHamasisHol dUa2HOCMUKU,
yqumernio, Kossle2e U COpamHUKYy, YieHy-KoppecnoHdeHmy PAH, npogeccapy, d-py Med. Hayk

BBEOEHWUE

B pasgene BpomaeHHbIX M HacnefcTBEHHbIX 60e3HeN
yenoBeKka 0cob60e MeCTo 3aHWMalT XPOMOCOMHblE aHOMa-
nmun (XA) B cuiy UX 4acToTbl M NPEUMYLLLECTBEHHO CMOHTaH-
HOr0 XapaKTepa BO3HWKHOBEHWA. PeanunsyAcb B OCHOBHOM
KaK oLwMbKa B NpoLiecce raMeToreHesa M paHHero sMbpuo-
reHesa, JaHHaA rpynna naTofiorMyeckux COCTOAHWIA 3a-
HMMaeT BaKHOe MecTO cpefiM NMpWuMH 3abonesaemocTu
1 CMEPTHOCTW, BAMAA Ha NoKa3aTenu 06LiecTBeHHOro 340-
POBbA.

B cTpyKkType XpOMOCOMHOM MaToNoruM YenoBeKa
45 % cnyyaeB OTHOCATCA K aHeynnouaMAM MOMOBbLIX Xpo-
MocoM, a 25 % npuxoauTcA Ha rpynmny ayToCOMHBIX TPUCO-
MWIA, CaMbIMU YacTbIMU W3 KOTOPbIX ABAAIOTCA TPUCOMUM
no xpomocomam 21, 18, 13 (Tp21, Tp18, Tp13). OtcyrcTBME
3QdeKTUBHBIX 1 Be30MacHbIX ANA KIMHWUYECKON NPaKTUKM
FeHETUYECKUX METOJ0B KOPPEKLMM HacefCTBEHHOM naTo-
normy onpepenAeT HeobXOAMMOCTb COBEpLUEHCTBOBAHMUA
CYLLECTBYIOLLMX M MOWUCK HOBBIX METOJOB MPEHaTaNbHOMo
TECTUPOBAHWA B KayecTBe OCHOBHOMW CTpaTerMm MacCoBOW
NPOGUNAKTUKN XPOMOCOMHbIX 60ME3HEN.

Haunbonee ycnewwHomn u BocTpeboBaHHOM ABAAETCA pas-
pabotaHHasa QoHgoM MeguumHbl nnoga (FMF, pykosogu-
Tenb — npo¢. K. Hukonanpec, JIoHA0H) MeTogonorus KoM-
6UHMPOBaAHHOTO paHHEero npeHatanbHoro ckpuHutra (PC)
C NpoBefeHWEM YNbTpa3ByKoBoro uccneposanus (Y3W) cne-
LiManbHO NOAroTOBMIEHHBIMU M INLIEH3UPOBaHHLIMU CMeLM-
anucTamu, UCCieoBaHUEM CbIBOPOTOYHBLIX MapKepoB Ma-
TEPUHCKOW KPOBU M pacyeToM UHAMBUAYANbHOMO pyucka XA
Ha cpokax 11-14 Hepienb 6epeMeHHocTW. [Tpy pacyeTe pu-
CKa y4mMTbIBalOT 6a30BbIV PUCK (BO3pacT MaTepu 1 CPoK be-
PEMEHHOCTH) U KO3QdMLMEHTBI OTHOLLEHWA NpaBaonoaodumA
3HauMMbIX (aKTOpOB: PA NOKa3aTeNen aHaMHe3a U cTaTyca
MaTepy, YNbTPa3ByKOBbIE M CbIBOPOTO4HBIE MapKepbl [cBO-
bogHaA GeTa-cybbeaMHMLA XOPMOHUYECKOr0 FOHAAO0Tpo-
nuHa (cB. B-XIY) M accouMmMpoBaHHbIN ¢ bepeMeHHOCTbIO
nnasMeHHbi 6enok A (PAPP-A)] [1]. B cuctematuyeckoM
KoKpaHoBCcKoM 0630pe npoaHanM3MpoBaHbl faHHblE KOM-
6MHMPOBAHHOMO NpeHaTaNbHOr0 CKPUHMHIA Ha CUMHOPOM
[Hayna (Tp21) B | TpMMecTpe bepeMeHHOCTM MO NpUBEAEHHO-
My anroputMmy. 0630p BKlo4an 152 nybnmkauum B TedeHue
31 ropa (1 604 040 pesynbtatoB CKpUHMHIa 8454 cnyyaes
Tp21) 1 NpogeMOHCTPUPOBaN YyBCTBUTENIBHOCTb CKPUHUHIA
bonee 90 % npu 3-5 % NOKHOMONOMKMTENBHBIX pe3yNbTa-
TOB. 3QPeKT JaHHOM MOLENU CKPUHMHIA NPOABUIICA TaKKe
B PE3KOM CHUMKEHWUM BEMIMUMHBI FPYNMbl BLICOKOTO pycka XA
W YnCna UHBA3MBHbIX NpOLieayp, OCHOBaHHLIX paHee B H0ib-
LUMHCTBE CBOEM Ha MaTepPUHCKOM BO3pacTe M MoKasaTensx
CbIBOPOTO4HLIX MapKepoB [2].

Mogenb KOMO6MHMPOBAHHOrO CKPUHMHra | TpuMecTpa
bepeMeHHOCTM bblna ycnewHo anpobupoBaHa B nabopato-

Bnaducnasy Cepeeesudy bapaHosy 8 Yecms ezo obunes

PV MpeHaTanbHOW AMarHoCTUKM HacnefcTBeHHbIX bones-
Hen OIBHY «HUW ATWP um. [1.0. OtTa», 4to no3sonunio
B 2006 r. pekoMeHOoBaTb AaHHYl0 TexHonoruio B CaHKT-
MeTepbypre ANA CHUMKEHUA 4acTOTbl POMAEHWA [eTen
¢ cuugpoMoM [layHa u K 2011 r. goctnub 70-80 % vacToThl
BblABNEeHMA Tp21 B rpynne 6epeMeHHbIX B Bo3pacTe 35 net
u ctapue [3].

B Poccum wnpokoe npumenenune PIIC no MexayHapoa-
HOMy CTaHAapTy 6bI10 UHULIMMPOBaHO MUH3apaBCcOLPa3BU-
1A Poccum B 2009 r. ¢ nosTanHbIM BHEAPEHMEM HOBOrO
anroputMa B cybbeKTax cTpaHbl B nepuog ¢ 2010 no 2014 .
Ha coBMecTHoM 3acepaHuu coBeTa npu [lpesugente Poc-
cuiickon Qepepaummn No peanmsauum NPUOPUTETHBIX Ha-
LLMOHANbHBIX MPOEKTOB M AeMorpaduyeckor NOAUTUKE
1 MeKBEAOMCTBEHHO paboyer rpynnbl N0 NPUOPUTETHOMY
HaLMOHaNbHOMY NPOEKTY «3[0p0oBbE» U AeMorpaduyecKon
nonutuke 17 gespans 2010 r. 6bin0 npeanoeHo noaaep-
¥aTb (POPMMPOBaHME HOBOW CUCTEMBI MPeHaTanbHOW aua-
FHOCTMKM B CTpaHe. [nA yHUMLMPOBaHHOW Mexaucumn-
JIMHapHOM NOArOTOBKM OpPraHU3aTopoB 34paBOOXPAHEHMA,
aKyLLEepOB-IMHEKOSI0M0B, FEHETMKOB, CMELMaNUCTOB YNbTpa-
3BYKOBOW AMArHoCTMKM No MHULUMaTMBE MuH3apaBa Poccuu
B 2011 r. B cTpyKType PoccuincKon MeaMLMHCKOW aKageMmm
nocneaunnomMHoro obpasoBaHna MuH3gpasa Poccuu B Ka-
yecTBe 06pa3oBaTenbHOM NNaTdOPMbI MPeHaTaNbHOro CKpU-
HWHra nNpu Kadegpe MedMLMHCKON FEHETUKM Bbin OpraHu-
30BaH Kypc «[lpeHatanbHaA guarHocTukax» (Mpukas N2 63
ot 22.04.2011 ®re0Y ONO PMAHIMO MuHsgpaBa Poccun),
B 2018 r. BblgeNeHHbIN B CAMOCTOATENbHOE Noapa3aeNieHne
neauaTpuyeckoro ¢akynbTeTa.

Ha cerogHAwWHWIA aeHb B paMKax [porpammel rocyaap-
CTBEHHbIX FapaHTUI 6ecniaTHOro OKasaHWA rparpaaHaM
Poccun MepmumHcKoi nomowwm B | TpuMecTpe bepeMeH-
HOCTM NPOBOOMTCA MAacCOBbIW MPeHaTasbHbIA CKPUHWHT
C nocneayoLLLIMM NporpaMMHbIM pacdeToM pucka XA n nog-
TBeprKOawwWen (MHBa3sMBHOM) AMArHOCTMKOM B rpynne
BbICOKOM0 pUCKa. YHUGUUMPOBaHHOE ANA BCex CyObeKToB
nporpaMMHoe obecnedyeHune «Actpaiis», obecrneumBaioLLee
He TONbKO pacyeT pucka XA, HO U XpaHeHWe pe3ynbTaToB
CKPWHWHIa, NO3BOJIAET NPOBOAUTL LMGPOBOM ayaNT M OLIEH-
Ky KauyecTBa peanu3sauum Bcex Meponpuatui PIIC B peruno-
Hax. C 2014 r. no nopyyeHmio [lenaptamMeHTa MeMLIMHCKOM
MoMoLLM ETAM U CNyK6bl pogoBcnoMoxkeHna MuHsgpasa
Poccum ayamt ocywectsnaet OBI0Y [0 PMAHIO.

K 2019 r. oxsar PI1C B Poccuu coctaBun bonee 80 % BcTaB-
LUMX Ha Y4eT Mo bepeMeHHOCTU MEHLUMH NpU CPefHel Be-
JIMYMHE Tpynnbl BbICOKOro pucka XA okono 2 % (rpaHuua
rpynnbl BbicOKoro pucka =1: 100). Yactota obHapyeHus
yactbix XA (Ha npumepe Tp21) noBbicunack go 84 % B cpas-
HeHuu ¢ 30 % B 2007 r. ¢ 12 % B 2004 r. 3ppeKTMBHOCTL
MpeHaTanbHOro KapMoTUNPOBaHWA NpK NOLTBEPHAAIOLLEN
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MHBa3WBHOW AMArHOCTMKe B rPyMMne BbICOKOM0 PpUCKa JOCTUM-
na 30 % no cpaBHeHuto ¢ 5—6 % B nepnog 2000-2009 rr. [4].

B 10 *Ke BpeMA MpoLoMKaTCA MUCCefoBaHMA MO pas-
paboTKe M UCNONIb30BaHUIO HOBBLIX TEXHOMOMUIA C LieSiblo No-
BbiLUeHNA 3GPEKTMBHOCTM NpeHaTanbHOro BbiABNEHMA XA,
B nocnegHve rogbl npucTanbHoe BHMMaHWe yAenAeTcA
aKTMBHO pa3BMBAIOLLENCA TEXHONOMMM HEMHBA3MBHOTO MNpe-
HaTanbHoro TectupoBaHua (HUIMT), ocHoBaHHOW Ha aHanu3e
ceobopHon (BHeknetouHon) [IHK nnoga (BkOHK), dnotn-
pyloLLein B KpoBK bepeMeHHON. MeHee YeM 3a [ecATb et
npeHaTasnbHoe TecTupoBaHue BHekneTouHon [HK ana onpe-
LEeNeHNA TeHeTUYeCKOW NaTonoruM nnoda Mpowsio nyTb
OT eAMHWNYHbIX paboT, NOKa3bIBAOLWMX MPUHLMN UCCneno-
BaHWI, 40 NPeANoXKeHWiA No rnobanbHoW TpaHchopMaLmm
npeHaTanbHon MeguumHbl [5]. Mo cocToAHMIO Ha KoHel
2017 r. B 0bLUEMA CHOMHOCTM OT 4 [0 6 MJIH bepeMeHHbIX
npownun aHanu3 BrkAHK B nnasme Ha Hanuume aHeynnou-
avn y nnoga [6].

MCTOPMH HeMHBA3UBHOI 0 NMpeHaTaJibHOIro
TecTupoBaHuA

Bo mHorom pacnpoctpaHeHHocts HWUMT obycnoeneHa
(GaHTaCcTUYECKMM MPOrpeccoM TEXHOMOrMM CEKBEHMPOBA-
Hua [HK 3a nocneguue 15 net. CtoMMocTb UccneaoBaHua
Mpy COXpaHeHWW (B HEKOTOPbLIX CryyasaX — YyyLIeHUm)
KayecTBa aHanM3a CHM3WUMAcb B MUNIMOHLI pa3 — cebe-
CTOMMOCTb CEKBEHUPOBaHWUA reHOMa YeNloBeKa Npubnusm-
nacb K 100$ 1 cokpaTunoch BpeMs aHanu3a [0 HECKOMb-
KMX OHel. EcTecTBeHHbIM MTOrOM TaKoro nmporpecca crana
pa3paboTka HEWHBA3WBHOMO TECTUPOBAHWA XPOMOCOMHBIX,
a B HacToALLEee BpeMA — MUKPOLENELIMOHHBIX U HEKOTOPbIX
FeHHbIX MyTaLMI Y NN0A3, 0CHOBAHHAA HA aHanM3e MUKpPO-
Konuuects ceoboaHoi [IHK nnopa B KpoBu GepeMeHHOW.
Takaa [JHK nosBnsAetca B KpoBu ¢ 5-1 Hegenu bepeMeH-
Hoctu, a nocne 9-10 Hed. ee KONMMYECTBO YXKe AOCTaTOM-
Ho ana npoefelna HUMT. ®etanbHblin KoMnoHeHT BKOHK
B KPOBU MaTepy NPOMCXOQMT IaBHbIM 06pa3oM U3 KNeTok
uuToTpodobnacta [7], KapuoTMUN KOTOPbIX aHanM3MpyeTcs
NpY WHBA3MBHOM LIMTOreHETUYECKOM MCCNefoBaHUM TaK
Ha3blBaEMbIX NPAMbIX NPenapaToB (MM KPaTKOBPEMEHHbIX
KyNbTyp) BOPCMH X0opuoHa [8].

MepBbie pe3ynbTtathl No dpetanbHon BROHK B KpoBu be-
PeMeHHbIX 6bIIK NOy4eHbI POCCUMIACKKUM yyeHbIM B.U. Kasa-
KOBbIM U KMTaUCKMM yueHbiM [lenncom Jlo [9, 10]. B 2008 r.
Jo BnepBbIe NOKa3an BO3MOXKHOCTb UCMONIb30BaHWA TEXHO-
JIOTUN «FEHOMHOrO0 CEKBEHMPOBaHWUA HOBOMO MOKONEHUA»
(next generation sequencing, NGS) ana HWUMT, nocne yero
B pa3paboTKy TEXHONMOrMM BKIIOYMANC MHOTME KOMNaHWM.
BcKope nogxop 6bin paayKanbHo YCOBEPLUEHCTBOBAH M CTan
aKTMBHO MPUMEHATLCA PALOM BeAYLUMX LIEHTPOB MOJIEKy-
napHon amarHoctuku CLUA. Yike B Hosbpe 2011 r. MeTon
nonyyun oduuManbHylo MoAmgepHKy MewayHapoaHon
accoumaumm no npeHatanbHon guarHoctuke (CLUA) m cTan
LIMPOKO WCMOMb30BaTbCA BHauane [J1A NpeHaTanbHoro
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CKpUHUWHra 6onesHn [layHa, a 3aTeM ANs BbIABEHUA YacTbIX
TpUCOMMIA no apyrum ayTocoMaM (18, 13) U HapylueHui
uncna nono.blx xpoMocoM [11]. Mocne fopaboTkK, B OCHOB-
HOM 3a CYeT YBENIMYEHMA YNCTa MPOYTEHUI reHoMa (pUaoB),
MeTO[ HalleN NPUMEHEHNE U B AUArHOCTUKE XPOMOCOMHBIX
MepecTpoeK, Nperae BCero «aeNeLUMoHHbIX CUHOPOMOB» —
CMHOpOMA [eneuun KopoTKOro nfeva XpoMocoMbl 4 (4p-,
cuHapoMa Bonbga — XupLuxopHa), CMHOpOMa Aeneummn Ko-
POTKOrO NyieYa XpoMocoMbl 5 (5p-, cMHAPOMaA KoLLavbero
KpuKa) u ap.

HenHBa3WBHbIN NpeHaTanbHbIA TECT YKe LUMPOKO pac-
npoctpaHeH B CLUA, ctpaHax 3anagHoi EBponbl u Kutae.
B Poccuu paHHaAa TexHonorua mosBMnach OTHOCWUTENBHO
HefaBHO. [lepBblii POCCUIMCKMIN aHanor 3apybeHbiX Tex-
Honorui cosnana B 2014 r. KoMnauua «[eHoaHaNUTUKa»,
3aTeM cBoM BapuaHT npegnoxuno OFEHY «HMUL AN
uM. B.W. Kynakosa» Munsgpasa PO [12]. B 2018 r. opuru-
Ha/bHbIA BapuaHT 6bin paspabotaH B OTEHY «HUW ATmP
um. [1.0. Otra» [13]. [pyrue yacTHble KOMNaHUK U rocy-
AapCTBEHHble Hay4Hble LiEHTPbl CBOMX pa3paboToK MoKa
He NpeacTaBUIn.

CerogHa B Poccum nposogumtcA okono 30—-40 Toic. Te-
ctoB nocpegctsoM HUMT B rog v B OCHOBHOM B YacTHbIX
LieHTPaX W KNMHWMKAX, KOTOpbIE, 338 UCKIIOYEHNEM [BYX rO-
CYAApPCTBEHHBIX U MATU-LUECTU YaCTHbIX LIEHTPOB, OTMpaB-
NAKOT 06pa3Lbl KpoBK bepeMeHHbIX 3a pyber (no 50 % Beex
TECTOB) WM HE HECYT MPU 3TOM HWKaKOW OTBETCTBEHHOCTU
33 KayecTBO AMArHOCTUKM U MHTEPNpeTaLmio pe3ynbTaTos.

HenHBa3uBHOe npeHaTanbHOe uMccnefoBaHWe npeg-
CcTaBnAeT co60M TEXHONOMMYECKU CIIOHKHBIM W 3aTpaTHbIN
Mo BpeMeHM NMPOLECC, BKYalOLLMIA TaKue 3Tanbl, KaK B3A-
TWe obpasLia KpoBU Y NaLMeEHTa U NONYYEHWE NIa3Mbl, Bbl-
penenve [IHK v npobonoaroToBKa, cekBeHWpoBaHue (Mnu
LpYron cnocob onpegeneHns aHeynnonamu), buonHpopma-
TUYECKUW aHanu3, NOAroTOBKa 3aKniloyeHnA. [laHHbIN TecT
He MoKeT nposoauTb Niobas MLP-nabopatopua. [na ero
BbIMOSIHEHWA HYHbI XOPOLUO MOArOTOB/EHHbIE CreLuant-
CTbl He ToNbKO Mo nabopaTopHoMy geny, HO U no 6YoWH-
dopMaTuKe, a TaKKe O0POrocToALAA TEXHUKA U Cheum-
anbHble ycnoeuA. HecMoTpA Ha To UTO AONA NpoBefeHuWA
Bcex 3tanos HWUMT B nabopatopumn HeobxoguMo He bonee
2,5-3 oHel, peanbHbIv CPOK BbINOSIHEHWA aHanM3a COCTaB-
naet 5-14 gHen [14].

OcHoBHble BapuaHTbl HEMHBA3UBHOIO CKPUHUHIA
no BHeknetoyHou [IHK

Mo HaweMy MHeHwio, cnegyeT pasrpaHuMyMBaTth no-
HATUA HEMHBA3MBHOrO npeHatanbHoro ckpuHuHra (HAMC)
KaK TeXHOMOrMM MaccoBOro MpeHaTtanbHoro obcnenosa-
HWA GepeMeHHbIX AnA ob6HapyseHua XA (M opyrux Bo3-
MOMHBIX TFeHeTUYeckux pae¢extoB) y nnoga, u HUMNT
Kak Tecta. HUMNC — CKPUHMHI XPOMOCOMHBIX M TEHHbIX
MyTaumii no BHeknetouHou [HK nnogma — nposogAar
C ucnonb3oBaHueM pasHblx BapuaHtoB HWUIMT. [epBbiit
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BapMaHT — MOSIHOFEHOMHBIN. [InA peanusaumm AaHHOro
TecTa MUCMofb3yI0T TEXHOJOMUIO NOSIHOFEHOMHOr0 MaccoBo-
ro napannensHoro cekeHupoBanua [JHK: npoBoaAT cekse-
HupoBaHue reHoMa obpasua, copepawero [HK matepu
M nnoga, ¢ HU3KKUM nokpbiTieM (0,3-0,5X), paccunTbiBatoT
COOTHOLLEHMe Konui ¢pparmeHToB [HK pas3nnuHbIx Xpomo-
COM MN0Ja K TaKoBbIM Yy MaTepu. [laHHbIA TecT no3BoniA-
€T BbIAIBUTbL aHEYMNOMAMIO N0 BCEM XPOMOCOMaM, a TaKKe
UCKMIOYATb HEKOTOPbIE MUKPOLENELMOHHbIE CUHLPOMBI.
Ero ocHOBHbIM NMpenMyLLLECTBOM MO CPaBHEHMIO C ApYru-
MW BapuaHTaMu TecTa ABMAETCA TO, YTO OH OXBaTbiBaeT
0o 98 % Bcex XA.

Bropon BapuaHT Tecta — TapreTHbIX, KOTOPbIA MO-
¥eT ObiTb peann3oBaH Kak ¢ nomolubio TexHonorumu NGS
(c BbICOKMM MoKpbITMEM — 200-1000X), Tak M ¢ NOMOLLbO
ApYrvX — HanpuMep, MUKPOYUMOB, MOAMMEPAa3HOW Len-
Hom peakuum (MLUP) B peansHoM BpemeHm (umdposas MLP),
TEXHONOTMK «KaTALlerocA Konbua» u ap. [15]. B paMkax
[aHHOTO TecTa BbIABMAKT ONPefe/eHHbe aHeynaongum
Y COOTBETCTBYIOLLME UM cMHApOMbI: Tp21 (cuHgpom [ayHa),
Tp18 (cmngpom peapaca), Tp13 (cuuaopom [laTay), MoHo-
comun X (cunapom Llepewesckoro — TepHepa), CMHAPOM
Knanndenotepa u HeKkoTopble apyrue. [lpemmyllecTBo
TecTa 3aKniovaeTcA B Honee BLICOKOW crneuupuyHocTy,
HO NpuW TaKoM BapuaHTe onpegensetcs He bonee 80-85 %
Bcex XA nnopa. Ewe 6onee CKPOMHbIMM XapaKTepUCTUKaMU
obnafalT TecTbl Ha TPU OCHOBHblE TPUCOMWM, HE FOBOPA
0 TecTMpoBaHMM ToibKo Ha 6onesHb [layHa. lonaraem,
yto nocnegHun Bapuant HUMT He TonbKo HeapgeKTMBEH
C AWarHoCTUYeCKOW TOUKM 3peHua (No3BONAET onpesenuTb
He 6onee 65 % Bcex aHOManbHbIX NA0AO0B), HO U aKTUYe-
CKM BBOAMT NALMEHTKY B 3abny:aeHue, 3aBeJOMO UCKaxKas
CYTb CKPUHWMHIA XPOMOCOMHBIX MyTaLUK.

3HaveHue onpegeneHua getanbHoN ppaKLUm.
Buonndopmatuka

BaHbiM KpuTepuem KadectBa HUNMT aBnaetca onpege-
NleHWe TaK HasbiBaeMor deTanbHom pparuum (O0) — nonu
JHK nnopa cpeam Bcent BROHK MatepuHcKon Kposu. Qe-
TanbHaA ¢ppakLmA NOABNAETCA B KPOBU MaTepy yiKe C 4 He-
[enb bepeMeHHOCTH, HaJewHo onpegenseTca ¢ 7-8 Hep.,
a B 9-10 Hep. ee ypoBeHb [OCTATO4EH A1A TOYHOM AETeK-
umn XA. Onpegenaiot BennumHy OO pasHbIMM MeTogaMM:
MUP B peanbHoM BpeMeHW, CpaBHEHMEM MATTEPHOB METU-
NMpoBaHuA, 6MoMHpOpMaTUYECKUM aHanu3oM. locneaHui
noaxod NpUMeHsIoT Yalle Bcero. B 1-6 % cnydaes He yga-
eTCcA nojyuuThb pe3ynbtar npu nepsuyHoM HUMT u3-3a
Hu3koro ypoBHA OO (<4 %). OT KayectBa onpefenexna OO
3aBucuT Kadvectso nposegeHnAa HUMT. Bo-nepsbix, Tofb-
Ko Hanuune OO cBMOETENbCTBYET O TOM, YTO TECTUPYETCA
obpaseL, KpoBu bepeMeHHolA; Bo-BTOpbIX, onpeaeneHune OO
CITYMMT KPUTEPUEM KayecTBa caMoro TecTa M JaeT KIWHM-
LMCTY YBEPEHHOCTb B MHTEpNpeTauMu pesynbrata — [o-
CTOBEPHOCTW pe3ynbTata CKpuMHUHIa [16].
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YBepeHHOCTb B pe3ynbTaTax Tecta BO MHOMOM 3aBUCUT
0T MeTofoB 6MOMHpOpMaTUYecKoro aHanusa. MocKonbKy
B pamkax HWUMT wmcnonb3yloT pasHble NnaTgpopmbl cexBe-
HupoBanusa (Illumina, Thermo Scientific, BGI), BoinonHsoT
pasHble BUbI TecTa (MONHOreHOMHBINA, TapreTHbIN) U TECTU-
pOBaHWe NPOBOAAT B pa3HbIX NOMYNALMAX, B KNUHUYECKOM
MpaKTUKe CyLLecTBYeT 0CTpas He0bX0AMMOCTb NPUHATUA Tex
PeLUeHWiA, KOTopble BaNMAMPOBaHbl Ha pe3yfbTatax cob-
CTBEHHbIX KOHTPOJIbHBIX M CNEenbIX 0bpasLax.

3apavyamMu 6UOMHPOPMATUKKM SBNAITCA TLLATESbHaA
obpaboTka (¢punbTpauma) OaHHbLIX, MHOMECTBEHHDbIA KOH-
TPO/b KayecTBa (Ha KOHTAMMHALMIO, HA KA4ecTBO CEKBEHW-
poBaHUA U T. A.), punbTpaumMA HecneuuPuUHbIX Y4acTKOB
(onpepnenenve nona nnoga). Cneumanuctbl NpUMeHsIOT
pasHble BapuaHTbl onpeaeneHna OO ana nnogoB MyKCKOro
M YKEHCKOro Mofa, KoppeKLmio BblbpoCoB M NPOBEpKY COOT-
BETCTBMA 06pa3Lia KOHTPOSIbHOW BbIGOpKe, YTO 0becrneymBa-
€T BbICOKYI0 YyBCTBMTENILHOCTb U CMELMGUUHOCTD, @ TaKHKe
BbIABIEHNE MO3aWYHbIX BapuaHTOB WM APYrux aHOManum.

LIYBCTBMTEJ'IbHOCTb, CI'IELIM(I)VI‘-IHOCTI:
HeMHBAa3MBHOI 0 NpeHaTaJibHOro TeCTUpoBaHUA

Mpensapas 0630p AaHHbIX 0 NpuMeHeHn HAMT B Mupo-
BOW NpaKTHKe, He0bX0AMMO OTMETUTb, YTO Ha CErOAHALIHUMA
AeHb obLienpuHaTo nonoxenune o HAMT Kak CKPUHUHIOBOM,
a He AuarHocTUyeckoM Metoge. [onoKUTENbHBIV pe3ynbTar
Tecra ro3Bo/IAeT OTHECTU HepeMeHHYI0 K BbICOKOW rpynne
pvcKa no nuccnegyemor XA, HO OTHIOOb He ABNAETCA OKOHYa-
TeNbHbIM AnMarHo3oM. CooTBETCTBEHHO, OTPULATENbHBIN TECT
FOBOPUT 0 HWU3KOM pucke XA, HO MONHOCTbID MX HE UCKIIo-
Yyaer.

Yto Kacaetca TepMmuHonoruu, HUMT (HemHBasueHoe
npeHatanbHoe TectupoBanue) unu HUMC (HemHBa3uBHbIN
MpeHaTanbHbI CKPUHWHT), TO, UCXOQA U3 U3MOMEHHOr0
0 CKPVMHWMHIOBOM Ha3HayeHUW [aHHOr0 TecTa, NpeacTaB-
NAETCA NOTMYHBIM, YTO CYLLECTBEHHOM PasHULbI Memay
3TMMK onpefeneHUAMU HeT. B 3apyberHbIX pekoMeHOaLm-
AX [17] 06bI4HO MCMOMB3YIOT TEPMUHBI «CKPUHUHTOBBIV TECT
no BHekneTouHon JHK» nnbo HUIMC, nockonbKy oHM 0gHO-
3HAYHO OMpenenAlT NO3ULMOHMPOBAHME [aHHOMO TecTa
B KauyecTBe CKPUHWMHIOBOrO, B TO e BPEMA B Hay4HOM,
nonynsApHow nutepatype u WHTepHeTe Gonbluee pacnpo-
cTpaHeHue nonyyumn Tepmud HUMT. B panbHenweM 6ynem
“cnonb3oBaTh 6osee NPUBBIYHBINA ANA PYCCKOA3BIYHOTO YM-
Tatena TepmuH HATT.

Nutepatypel ¢ pesynbratamm HUTT ype3BbiyainHo MHoro,
Mo3TOMY LieNecoobpasHo 0CTAHOBMTLCA JINLLL Ha HECKOJTBKUX
KpYrHbIX MeTaaHa/nm3ax, B KOTopbIX 06beAMHEHbI U OLeHe-
Hbl AiaHHbIE MO YYBCTBMTENIBHOCTU U CMELMPUYHOCTU MeTO-
na. Bo Bcex MeTaaHanu3sax caenad BoiBog, 4to HUIMT ¢ no-
MoLlblo aHanusa BKIHK B MatepuHcKoM nnasme ABnAeTcA
BbICOKO3Q(EKTVBHBIM METOIOM CKPUHMHIA YacTbix XA —
Tpucomun 21, 18 n 13 [18-21] Kak npu ogHonnoaHou be-
PEMEHHOCTU, TaK U ana 6nmsHelos [21, 22]. TecTupoBaHue
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TaKKe NPUMEHAIOT ANA CKPUHMHIA aHOManMWiA MOOBbIX XPO-
MOCOM N/10f1a U YCTaHOBJEHMA ero nofa (C HefAoCTaToOuHbI-
MU JaHHbIMK o Banugaumm) [20, 23]. Meton HUMT MoxkeT
BbITb YCNELHO MCMOMb30BaH M 1A CKPUHUHIA Ha Hanuuue
cneunduyeckoro Habopa CybMUKPOCKONMYECKUX MOBTOPAID-
LmxcA (He YHUKanbHbIX) MUKPOAeneLui, acCoLMmMpoBaHHbIX
C NOTEHLMANLHO TAMENbIMU KNMHUYECKUMU GEHOTUNaMM
[24, 25].

YacTtbie TpucoMuu

B 1abn. 1 npeactaBneHbl AaHHble HECKONBKMX MeTa-
aHanM30B N0 YYBCTBUTENBHOCTU U NOMHOMOMOMKUTENbHBIM
pesynbtataM HUIMT Ha ocHoBe MccnenoBaHWA deTanbHOM
BkHK. [ln3aitH MeTaaHan130B, KPUTEPUM UCKITKOYEHWA paboT
W CTaTUCTUYECKIME MeTObl 06paboTKM aHHbIX BbIAM pa3HbIMU.

KaK B1HO 13 TabnuLbl, aHan13 rpoMagHoro nyna neyar-
HbIX paboT nokasbiBaeT, 4to HUMT c ucnonb3oBaHueM peTansb-
Ho BKIHK obrnagaet o4eHb BbICOKOW YyBCTBUTENLHOCTbLIO
AnA cuHapoMa [layHa v HeCKonbKo 6onee HU3KOW AnA CUH-
ApoMoB 3aBapAca v Matay npu ogHoN0AHbIX HepeMeHHo-

Vol 70 (1) 2021

Journal of Obstetrics and Women's Diseases

cTAX. B paboTax no 6amM3HeLaM 3TM noKasatenm Huxe [22].
B CBA3M C HW3KMM NPOLIEHTOM JIOKHOMOMOMMTENbHBIX
pesynbtatoB cneuupuyHocte HWUMT B nogasnaiowiem
bonbWMHCTBE NybAMKauMIA bbina BLICOKOM WU Koneba-
nacb B npegenax 98-99,9 % (s Tabnuue He npuBeaeHo).

Gil 1 coaBT. 0TMEYaloT, YTO CKPUHMHI Ha TpuUcommio 21
C nomolblo aHanusa ¢etanbHon BKOHK B MaTepuHCcKow
KpOBM NPeBOCXOJMT BCe [pyrue TpafMLMOHHbIE MeToAbl
CKPUHWHIa c 6onee BbICOKOM YyBCTBUTENBHOCTLIO M Bonee
HU3KUM MPOLEHTOM JOMHOMOMOMMTENbHBIX Pe3ynbTa-
T0B [18]. Mpn 3TOM 3PPEKTUBHOCTb CKPUHWMHIA ANA TpU-
commii 18 1 13 1 aHeynnomgui No NonoBbLIM XPOMOCOMaM
3HAUMTENBHO HUKE, YeM AnA Tpucomuu 21.

B o6HoBneHHoM MeTaaHanu3e [19], BKloyaoLwWweM Oo-
MONHWUTENbHbIE MyBNMKaLMKM M OCHOBaHHOM Ha 6onee
CTPOrMX KPUTEPUAX BKITIOYEHWA (HaAHHbIE O KIMHWUYECKOM
BafMgauum Hosoro MeToga nmbo o BHeapeHun HUIMT
B aNropuTM CKPUHWHIA aHeynjouaui, B KOTOPOM AaHHble
06 ucxoae b6epeMeHHOCTM bbINK NpefocTaBNeHb! bosee YeM
B 85 % wccnenyemoi nonynAuMM), OTMEYEHO MOBbILIEHUE

Taﬁnuua 1. [laHHble MeTaaHanM3oB no YyBCTBUTEJIbHOCTU WU JIOMKHOMOJIOKUTENIbHBIM pe3y/ibTaTaM HEWHBA3MBHOI0 MNpeHaTtasibHOro

TeCTMpOBaHWUA Ha OCHOBE aHanM3a deTanbHou BHeKneTouHon [HK

J1o}KHOMONOMXKUTENIbHBIE
Hosonoruyeckue ¢popmbl YyecTBUTENbHOCTB, % WUcTouHmnKK
pe3ynbtarbl, %

Tpucomusa 21 99,2 0,09 [18] (37 peueH3MpoBaHHbIX
Tpucomus 18 96,3 0,13 nybnmkaumii 3a 2011-2015 rr.)
Tpucomma 13 91,0 0,13
MoHocoMusa X 90,3 0,23
AHeynnonaum nonoBbIX XpOMOCOM (apyrue) 93,0 0,14
Tpucomusa 21 99,7 0,04 [19]1 (35 u3 7759 nybnmkauwmi
Tpucomms 18 97,9 0,04 3a2011-2016 rr.)
Tpucomua 13 99.0 0,04
MoHocoMusa X 95,8 0,14
AHeynnonaum nonoBbIX XpOMOCOM (apyrue) 100 0,004
Tpucomusa 21 99,3 - [21] (41 n3 2012 nybnmKauwi
Tpucomus 18 97 4 _ 3a 2007-2015 rr.), o6beamHeHHble

' pacyeTl
Tpucomusa 13 97.4 -
Tpucomua 21 95,9 0,09 [21] PacueTbl ans 6e3BbI6OPOYHON
Tpucomusa 18 86,5 0,15 aKyLIepcKoM nonynaummu
Tpcommsa 13 775 0.04 Ha 100 000 6epemeHHoCTE
Tpucomusa 21 97 0,03 [21] PacyeTbl gnA nonynAumm BbICO-
Tpucomus 18 93 0,03 Koro pucka Ha 10 000 6epemeHHocTel
Tpucomusa 13 95 0,007
Tpucomusa 21 99,4 [20] (117 m3 4433 nybnmkaumii
Tpucomms 18 97,7 3a 1997-2015rr.)
Tpucomua 13 90,6
MoHocoMuA xpoMocoMbl X 92,9
Tpucomusa 21 98,2 0,05 [22] (8 ny6nmKaumm 3a 2011-2016 rr.)
Tpcommsa 18 88.9 0 [laHHble N0 MHOMOMOAHBIM

' bepeMeHHOCTAM (OBOHAM)
Tpucomua 13 66,7 0,20
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YyBCTBUTENBHOCTU BbIABMIEHWA YacTbiX XA M 3HauMTENbHOE
CHueHue umcna JIMP. KonnyectBo 3aperncTpyMpoBaHHbIX
C/y4aeB aHeynaoMann NONOBbIX XPOMOCOM 6bINI0 CAIMLLKOM
Marno [71A TOYHOW OLEHKM 3DGEKTUBHOCTU CKPUHMHTA.

B MetaaHanuse pab6ot npumeHeHua HUMT B obuien
(be3BLIOOPOYHON) aKyLIEpPCKOWM NONyNALMM MOoKasaTenu
UyBCTBUTENBHOCTW 1A | TpuMecTpa bepeMeHHOCTU cyLue-
CTBEHHO HWKe [21].

BonbLuoe 3Ha4eHWEe B CKPUHUHTE, 0COBEHHO ANS PeAKUX
3aboneBaHUM, K KOTOpLIM 0THOCATCA XA, UMeeT NoKasatesb
MONOXKMTENBHOM MPOrHOCTMYECKOM 3HauMMocTh (positive
predictive value, MNMN3), unn nporHocTUYecKoe 3HaueHWe
(LEHHOCTB), NONOXKMTENBHOMO pe3ynbTaTa Kak BePOATHOCTb
HanuuuA 3aboneBaHWA NpU NONOXKUTENIBHOM pe3yfbTate Te-
cTa. Tevnop — Oununc 1 coaBT. paccunTany 0606LLEHHbIE
3Havenus MMM3 gna HAMT vacTtbix Tpucommin. OHM oKasanucb
Pa3nMyHLIMU U L51A 6e3BbI60POYHON aKyLlepcKol nonyns-
UMM 1M Ans nonynaumm 6epeMeHHbIX BbICOKOrO pUCKa co-
ctasunu: gnAa Tp21 — 82 m 91 %, pna Tp18 — 37 m 84 %
n ana Tp13 — 49 n 87 % cootBetcTBeHHO [21]. Maku
M COaBT. OTMETUNM, YTO He npeacTaBunu 3HavenwAa [M3
B CBOEM MeTaaHanu3e u3-3a pasnuuunii B pacrnpocTpaHeH-
HOCTW 3ab0N1eBaHWUIM CpeM BRIIYEHHBIX B MUCCe[0BaHUE
nonynsauui [20]. bonee HM3KMe 3Ha4eHus MMN3 ans obuien
nonynALMM NpuBeeHb! B 6onee NO3LHUX UK NPOCTEKTUB-
HbIX UCCNefoBaHMAX, HanpuMep, ana Tp13 — 53 % [26],
ana Tp13 — 33 % u Tp18 — 77 % [27].

AHEYHHOMAMM noJjioBbIX XpoMOCOM

B o630pe Chitty u coast. [28] npeacTaBneHbl [aHHbIE
HUNT no nonoBbiM xpoMocoMaM. CoobLiaeTcA o 3HauM-
TeNbHbIX KonebaHusx yyscTBuTensHocTy (o1 50 o 100 %)
ona 45X, 47 XXX, 47 XXY n 47 XYY, Ho, B cBA3K C TeEM
4TO OTpULATENbHBIE Clly4an He KapuoTMNMPYIOTCA nocne
POXKOEHUA, UCTUHHAA YyBCTBUTENIbHOCTb OCTAETCA HEu3-
BecTHou [19, 29, 30]. HonA noXHOMOMOMMTENbHLIX pe-
3ynbTaToB AnA aucbanaHca NonoBbIX XPOMOCOM TOXe pas-
NIMYHA B pasHbIX UccneaoBaHusax u coctasnset 0,12-1,1 %,
allN3 — ot 9 oo 40 % pna 45X ot 7 po 90 % ans apyrux
abeppauuin nonoBbIX XxpomocoM [23, 28, 31].

HeuHBa3uBHoe npeHatajlibHoe TecTupoBaHue
KaK CKPUHWUHI

YcnelwHoe KoMMepyecKoe npofBueHne u 6bonbluas
nonynapHocte HUMT B nocnegHve rofbl cpegn naumeH-
TOB W Bpayeil — aKyLIepoB-rMHEKOsI0roB nopoannu fon-
rMe W apkue npodeccmoHanbHble cnopbl 0 Mecte HAMT
B NpeHaTanbHOM AMarHOCTMKE U NpefoCcTaBUIM BO3MOMK-
HOCTb MOCTAHOBKM AMarHo3a Ha OCHOBaHWUM €ro pesynbTa-
T0B. KaK yrKe yKasbiBanoch, B HacToALLee BpeMA QUCKYCCUA
(aKTUYeCKM 3aKOHUMMach COrMIAacMEM C TeM, YTO aHaius3
¢etanbHoi BKOHK Ha XA ABNAETCA CKPUMHWMHIOBLIM, @ He
LVarHoCTUYECKUM METOAOM.

Bo-nepBbix, HEBO3MOXHO WrHOpPMPOBATb BbIBOAbI
OTAENbHBIX UCCER0BaHUIA U MeTaaHanu3oB 0 NpeaB3ATOMN
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nojaye Matepuana BO MHOTMX OMy6iMKOBaHHbIX paboTax,
[0Ka3bIBaOLLMX BbICOKYI0O M [arKe YHWKamNbHYK OMarHo-
cTuYeckyto LeHHoctb HUMT. Tak, Maku 1 coaBT. He cMornu
OLEHMTb COOTBETCTBME HEKOTOPbIX MPeACTaBNEHHBIX B M-
TepaType OaHHbIX KPUTEPUAM KayecTBa, TaK Kak B 60sib-
WwuHcTBe paboT 06 3TOM cooblianocb HeOTYETNIUBO.
OHM NOAYEPKUBAIOT, UTO JIOFKHOMONOMKMTESbHBIE U NOMHO-
OTpULaTeNbHbIe pe3ynbTaThl U AaHHble 6e3 oTBeTa (Heyaau-
HOE TEeCTUPOBaHMWE) NN0X0 NpeAcTaBNeHbl B 60MbLUIOM YacTu
MpoaHanu3vpoBaHHbIx cTatelt. B 84 13 117 uccnenoBaHuii
aBTOpbl paccMaTpuBanu 6e3BbI6OPOYHYI0  aKYLLEPCKYIO
nonynAumio, B To BpeMs Kak B 28 u3 117 uccnenoBaHuii
bepeMeHHble 6bIIM NPOU3BONLHO HabpaHbl M3 rpynn Bbl-
cokoro pucka XA nnoga [20]. Ternop — ®unaunc n coasr.
OTMETMNIM, YTO MaTeMaTuyecKas OLEHKa KayecTBa pa-
60T B MeTaaHanu3e MO3BOMMA BbIABUTb BbLICOKWI PUCK
CYOEKTUBHOCTM BO BKJIOYEHHBIX MCCREOOBaHMAX, @ Mo-
fy4eHHble rpa¢MKM YKasbiBanM Ha NpU3HaKKU NpeaB3ATo-
ctn nybnukaumin. YyscteutenbHocte HUMT 6bina Huke
B McCnefoBaHuAx B obwien (6e3BblbOpoyHOI) aKywep-
CKOW monynAumm, a Takwke B | Tpumectpe bepeMeHHOCTM
U B KOTOPTHbIX UCCNEA0BAHMAX C NPOCNEKTUBHLIM CHOPOM
aHamHe30B. CenaH BblBof, YTO pe3ynbTathl 3TUX Uccemo-
BaHUW CrieflyeT WHTEpNpeTUpPoBaTh C OCTOPOXHOCTbI [21].

Gil 1 coasr. [19] oTMeTUAK, YTO BONBLLMHCTBO OTOBPAH-
HbIX MCClenoBaHUM BbINN KNaccMMLMPOBaHbl Kak UMelo-
LMe BbICOKWI PUCK NpeaB3AToCTH, NOCKONbKY: 1) He 6biNo
AIBHO [EKNapMpoBaHo, KaK oTbupanucb 06pasubl — mno-
CnesjoBaTeNlbHO MK CNyYaliHo; 2) B HEKOTOPBIX UcCeoBa-
HWAX He BbINo NpsAMO 3aABneHo, YTo pesynbTat HUMT 6bin
nosyyeH 6e3 npeABapUTENIbHOMO 3HaHUA KapuMOTMNA Moga
unu mcxopa bepeMeHHocTy; 3) MccneoBaHWs C Npeamno-
NOMEHMAMM 06 oTcyTCTBMM XA NO NONOBLIM XpOMOCOMaM
Ha OCHOBaHWM KAMHMYECKOro 06cNefoBaHUA HOBOPOXK-
[EHHbIX, @ He KapuOTUNMPOBAHWA B BONBLUMHCTBE CNyYaeB
He MOTyT y4nTbIBaTbCA, TaK KaK HOBOPOMKOEHHbIE C aHeyno-
MAMAMM MONOBbIX XPOMOCOM, B OT/IMYME OT CUTYaLUM C TpU-
comuamm 21, 18 1 13, yacto GeHOTUNMYECKN HOPMaNbHbI;
4) B 6onblumMHCTBE paboT 160 bbINM NpeacTaBNeHbl He BCe
ucxofabl bepeMeHHocTen, MMbo METOAbI ONpeaesieHUaA UCXo-
[0B He 6binM 0MHAKOBLI BO BCEX CRyYanX.

B cucTeMatnyeckoM 063ope KokpaHoBcKoi bubnuote-
KM KaHafcKue aBTopbl [32] BbIABMAK CXOACTBO pe3ynbTaTos
MeTaaHanM30B M0 YYBCTBMTENBHOCTU M CMeuupuyHocTM
HWUMT, Ho nog4epKHYNK, YTO CyMMapHasA YyBCTBUTENIbHOCTb,
cneunMdMYHOCTb U acCOLMMUPOBAHHbIE MPOrHOCTUYECKME
3HauYeHWA aHanM3a He MoOryT BbITb UCMONb30BaHbI B Kaye-
CTBE [OKa3aTeNbCTBa, YTO KOHKPETHbIN 06pasel, nauueH-
Ta 6GygeT TOYHO MMETb NATONOrMI0 MPU MONOMMTENBHOM
WAM He UMeTb TaKOBOWM MpM OTpMLATENBHOM pesynbTare.
BarkHo, 4T0bbl Mepen KAMHWUYECKUM BHeapeHWeM nabopa-
TOpHO pa3paboTaHHoro HUMT MeToq 6bin NONHOCTbIO Banu-
[VIPOBaH B COOTBETCTBMU C MPU3HAHHBIMU KITMHUYECKUMM
nabopaTopHEIMM MeTOAaMU MONEKYNAPHOM AMArHOCTUKM.
ABTOpbl OTMETMNIM B LENOM NNOX0e METoAO0NIorUYecKoe
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KauecTBO UCCe0BaHUM C BbICOKMM PUCKOM NpeaAB3ATOCTH,
ocobeHHo B nnaHe 0T60pa NauMEHTOB, ONMCAHMA UCChe-
[0BaHWA, CPOKOB y4yeTa M MOLOTBEPHKOAEHUA Pe3ysbTaTos.

Bo-BTOpBIX, ¥ 3T0 0fHA U3 TNaBHLIX MPUYMH, MO KOTO-
pbiM HAMNT npusHaeTcA b CKPUHUHIOBLIM METOAOM, —
HanuWuMe [OUCKOPAAHTHbIX PEe3YynbTaToB MPU CPaBHEHUM
C Kap1oTWUMOM NoAa UK HOBOPOMHKOEHHOTO.

AUCKROPOAHTHbBIE PE3YJIbTATHI

Hanbonee pacnpocTpaHeHHbIMM MPUYMHAMU JIOHKHO-
MONOMKUTENBHBIX U JIOMHOOTPULLATENbHBIX PEe3YNbTaTos,
NPUBOOUMBIMU BO MHOTMX WUcCnefoBaHuAX, bbinu: nof-
TBEpHOEHHaA MNKU npegnonaraeMan Huskaa OO; nog-
TBEPHOEHHBIA XPOMOCOMHBIA MO3auLM3M NA0Aa UK Ma-
TEPU; MaTePUHCKME BapUaHTbl KONMYECTBA KOMWI Y4aCTKOB
OHK (CNV); TexHu4eckuin u yenoseveckuin daktop. B 3Ha-
UMTENBHOM YMCTie CAy4aeB MPUUMHY YCTAHOBUTbL He yha-
noCb.

Hartwig » coaBT. onybnuKoBanu CUCTEMaTU4ECKUN
0630p nuTepaTypbl C BKMlYeHMeM 22 paboT 3a nepuopf
2013-2016 rr. ¢ petanbHbIM OMUCAHMEM JIOMKHOMOJO-
WUTENBHBIX U NOXHOOTpULATeNbHbIX pesynbtatoB HUMT
LNA ayTOCOMHbIX aHeynnomamni [33]. CobpaHo 1 npoaHanu-
3upoBaHo 206 cnyyaes HecoBnapgeHua pesynbtatos HAMT
M KapuoTuna nnoga wnm HoopoxaenHoro. U3 206 cny-
yaeB 182 (88 %) orazanucb NOMHOMONOMKUTENbHBIMMY,
24 (12 %) — noxkHooTpyLaTeNbHBIMU. [PUYMHBI HECOOTBET-
cteus HUMT kapuotuny nnofa creayiowme: 6Uonoruyeckue,
TEXHUYECKUE (YENOBEYECKUI (aKTOp, TEXHUKA U peareHTbl,
buonHdopmaTrKa), HensBecTHble. M3 HUX Buonornyeckue
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BCTpeYaloTcA Hambonee 4acto. K HUM OTHOCAT: OrpaHu-
YEHHbIN NNALEHTOM MO3auuUM3M, MaTEPUHCKUIA Mo3au-
UM3M U XUMEpU3M, «MUCYe3aloLui» Bnn3Hel, MaTepuH-
ckue CNV, oHKonoruyeckue 3aboneBaHna Matepu (puc. 1).
Poccuiickme faHHble Mo OMCKOPLAHTHBIM pe3ynbTaTaM
unnoctpupyet aHanu3 faaHHblx HUMT naumentok Llew-
Tpa MNaHWPOBaHWA CEMbM U penpomyKumun [enapTameH-
Ta 3apaBooxpaHenua r. Mockebl (LUMCuP O3 r. Mockebl)
3a 2017-2019 rr. (tectbl: Panorama, Prenetix, Verasity,
Veragene; nabopatopuu: «eHoMeg», Genetiko, «[eHoaHa-
nutuKa», Natera, NIPD Genetics, Medicalgenomics). Mpo-
aHanuavpoBaHo 120 cnyyaeB HecoBMafeHWA NONOKUTENb-
HbIx pe3ynbTtatoB HAMT no natm xpomocomam (Tp21, 18, 13,
MonoBble XpPOMOCOMBI) U KapuoTuny njoda npy nocnegy-
loLLie MHBA3UBHOW OMArHOCTUKE C XPOMOCOMHBIM aHanu-
30M MPENMYLLECTBEHHO KNETOK aMHUOTUYECKON HUOKOCTM.
N3 120 cnyyaeB 15 (12,5 %) okasanucb NOMHOMONOMM-
TenbHbIMK (Tabn. 2). NposeaeH Takke pacyet M3, koTopoe
CUJIbHO BapbKUpPOBasio B 3aBUCMMOCTM OT XPOMOCOMHOM aHO-
MaJlnm, 4To BaXKHO [/1A NOCETECTOBOr0 KOHCYNTUPOBAHMA.
JloHoOTpULaTeNbHBIE pe3yNbTaThl OTCIEANUTb He yAanoch
BCNeACTBUE OTCYTCTBMA AaHHbIX N0 UCXofaM bepeMeHHo-
CTeN Y *eHLWMH 6e3 BbICOKOro pucka no HUMT.
Bronornyeckue NpuYMHbLI HECOOTBETCTBUA PE3YNLTATOB
Bk[HK u KapuotunoB nnoga npoaHanM3upoBaHbl B pabo-
Te Wilkins-Haug v coasT., KoTopble UccnenoBany obpasupl
MaTepu, HOBOPOMKOEHHOMO WM MNALEHTHI C MOMOLLbIO LUd-
poBoi KanenbHon [LP. Cpegn npuumH yKasaHbl: TpaHC-
MNaHTaLMA NOYKK, «MCYe3aloWMn» 6IU3HeL, OHKoNoruye-
CKoe 3abonieBaHuWe, Cly4au OrpaHUYeHHOr0 NaLeHTapHoOro
M UCTWMHHOrO deTanbHoro Mosavuuama. Beisofbl paboTbi:

Jlo¥KHOMoNoMuUTENbHbIE
pesynbTarbl
(n=182; 88 %)

Buonoruyeckue/TexHu4eckme npuumtbl (n = 60; 33 %)

matepuHckue CNV (n = 29; 48 %)
OrPaHMYeHHbIV nnaleHTon Mo3anumam (n = 19; 32 %)

Tp21 (n = 65; 36 %)

Tp18 (n = 59; 32 %)

Tp13 (n = 47; 26 %)

Tp9 (n=1; 0,5 %)

Tp22 (n=1;0,5 %)
MoHocomua 18 (n=1; 0,5 %)

Mo3auumsm Matepu (n = 1; 2 %)
«uncyesalowmn» bnustel, (n = 1; 2 %)
oHKonorua y Matepu (n = 9; 15 %)
BynnvuKauma xpomocombl 21y Matepu 1 nnoga (n = 1; 2 %)

-
MpuunHa He o6HapyeHa }

Tp21 (n=10; 42 %)

Tp18(n=9; 38 %)

Tp13 (n=3; 13 %)

[BOMHbIE TPUCOMUM
(n = 2; 8 %)

LIMcKOpAAHTHBIE MHOXecTBeHHble (1 = 8; 4 %) L (n=122; 67 %)
cnyvan HUMT
(n = 206) B —13; 54 9
uosioruyeckue/TexHmueckue npuumbl (n = 13; 54 %)
NoxHooTpuLaTenbHbIE UCTUHHBIA GeTanbHbIM MO3anLu3M
pesynbTarbl no Tp21 (n = 3; 23 %)
(n = 24; 12 %) no Tp18 (n =5; 38 %)

no Tp13 (n=2; 15 %)
M0 MHOMECTBEHHBLIM aHeynnonamam (n = 2; 15 %)
HeKoppeKTHaA aHHoTauwmA (n = 2; 15 %)

( MpuunHa He 06HapyeHa
(n=11; 46 %)

&

Puc. 1. [JucKopaaHTHble pe3ynbTaTbl HEMHBA3WMBHOMO NpeHaTanbHOro TectupoBaHuA (umt. no: [33]). HUMT — HeuHBa3uBHoe npeHa-
TanbHoe TectMpoBaHue; CNV — BapuaHTbl KonmyecTsa Konui yuactkos JHK; Tp21, 18, 13, 9, 22 — tpucoMmm no xpomocomMam 21, 18,

13, 9 1 22 cooTBETCTBEHHO
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HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

Ta6bnuua 2. [IuckopaaHTHbIE pe3ynbTaTbl HEMHBA3WBHOMO NPEHaTaNbHOr0 TECTUPOBAHWA U KapUOTMNa NA0Aa N0 AaHHbIM
'BY3 r. Mocksbl «LleHTp nnaHnpoBaHMA ceMbm U penpoayKummn [lenaptamMeHTa 3apaBooxpaHeHna ropoaa Mockebi» 3a 2017-2019 rr.

Hosonoruyeckue ¢popMbl XpOMOCOMHBIX aHOManui Konwyectso cny.aes Hecosnapexwit nn3, %
nonomuTenbHbIX pesynbtatos HUMT
Tp21 4/89 (4,5 %) 96
Tp18 2/11 (18 %) 82
Tp13 2/5 (40 %) 60
AHeynnovaum no nonoBLIM XpOMOCOMaM, 7115 (46,7 %) 53
B TOM YKCIIE MO MOHOCOMUM X-XPOMOCOMBI 6/8 (75 %) 25
Bcero 15/120 (12,5 %) 88

[pumeyarue. HUMT — HenHBa3WBHOe NpeHaTanbHoe TecTMpoBaHue; MMN3 — nporHocTuyeckoe 3HaueHKe (LLEHHOCTb) NONOKUTENBHOIO Pe3yb-
Tata; Tp21, Tp18, Tp13 — Tpucomum no xpomocomaM 21, 18 n 13 cooTBeTCTBEHHO.

npegnonaraeMble 6UoNOrMYecKkUe NPUUMHLE AN OUCKOp-
panTtHoro HAMT no BkHK MoryT 6bITb BbiABNEHbI 6onee YeM
B MONOBWHE CIy4aeB, B TOM YKUC/Ie NpU UccnenoBaHnm buo-
06pasLoB 1 M3y4eHWUM KIMHUYECKOr0 aHaMHe3a MaTtepy [34].

Mpobnemoii NnaLeHTapHOro XPOMOCOMHOMO MO3aW-
uM3Ma noapobHO 3aHMManUCh UTaNbAHCKUE LIMTOreHeTM-
Kn [35-38]. B pabote Malvestiti u coaBT. npeacTaBneHb
pesynbTaTbl UccnegoBaHua 60 347 obpasLoB KapuoTMNoB
BopcuH xopuoHa (BX) 3a 14 net pabotbl. [na Kammoro
buoncuiHoro obpasua aHanusupoBanu oba cnoa nnaLeH-
Tbl (UMTOTPODO6AACT —«NPAMOMY» AHANM3 UM C CYTOUHBIM
KYNbTUBMPOBAHWEM N ME3EHXUMHbIE KNETKU — B YCNIOBUAX
LBNUTENBHON KynbTypbl). BoiAeneHo 1317 cnyyaeB Mo3au-
umsmMa BX (2,18 %). B atux cnyyasx npoBoaunu nocneayto-
WM aMHuoueHTe3 (M3 1317 cnyvaeB Mo3auuUM3Ma aHanu3
KapuoTuna amHuouuToB yaanock nposect B 1001 cny-
yae). Yactota UCTMHHOrO deTanbHOro Mo3auuu3Ma cpeau
1001 Mo3sanuHoro obpasua coctaBuna 13 %, orpaHM4eHHoro
nnaueHTon — 87 %, ogHopoauTenscKom gucommn — 2,1 %.
YacToTa orpaHM4eHHOr0 NNaLeHTon Mo3anLmM3ma 3aBmcena
ot Tvna XA. OHa pexke BcTpeyanack Ana Tp21 (2 %) n Tp18
(4 %), yawe — pana Tp13 (22 %) v mMoHocomum X (59 %).
C y4eToM 3TUX AaHHbIX aBTOpbl CHOPMYNMPOBanM pag pe-
KOMeHOaLUMN K MeToAy WHBA3WBHOW OMArHOCTWKM nocne
nonoxkutensHoro HUMT. Tak, ana cnyyaes ¢ Tp21 n Tp18
pexoMeHaoBaHo npoBefeHue buoncum BX (¢ 2—4 % waHcom
06HapyKeHUs OrpaHUYEHHOr0 MNALEHTON MO3anLu3Ma),
Torga Kak ana Tp13 u MoHocoMum X, ecnu HeT NpU3HaKoB
natonoruun npu Y3W, — aMHMoLeHTe3 AnA onpegeneHuns
UCTMHHOIO KapuoTuna nnoga [38].

OcobeHHO YacTo AMCKOpAAHTHbIE pe3ynbTathl Habnio-
JatTcAa anAa nonosblx xpoMocoM [35, 36, 38]. B o63ope
Chitty 1 coaBT. [28] yKasaHbl NPMUMHBLI HECOTNACOBAHHBIX
pe3ynbTtatoB HAMT no nonoBbIM XpOMOCOMaM: OrpaHUYeH-
HbIA NMALEHTaPHbIA U UCTUHHBIA deTabHbIA MO3auLmU3M
Mo MosioBbIM XPOMOCOMaM; MaTepPMHCKME aHOManuK Nono-
BbIX XPOMOCOM (N0 YMCIY U CTPYKTYpE); IKCMOHEHLManbHas
notepA X-XpoMOCOMBI C YBE/IUYEHVNEM MATEPUHCKOr0 BO3-
pacTa. Bce atu ¢arTopbl, N0 MHeHuIo aBTOpOB, 06ycnoB-
JIMBAIOT JIOXHOMOJIOMKUTESbHbIE Pe3YbTaTbl CKPUHUHIA
no BkJHK 1 noBbILAIOT YNCNO HEHYHKHBIX MHBA3WM.

[loBONIbHO pacnpoCcTpaHeHHOW NPUYMHOM JIOHHOMO-
NOMUTENBHBIX PE3YNbTaToB N0 MOHOCOMMU X-XpPOMOCOMbI
npu HWUMT cnyat matepuHckue aHeynnouamu. B cny-
Yae ecniv aHeynnouaHbIMU ABMAIOTCA BCE KNETKM Matepwu,
TO Pa3fMyMTL MaTePUHCKUE aHEYMNIOMANUMN C BOBJIEYEHWUEM
X-XpOMOCOMBI OT NM0AO0BLIX HE CIIOMHO WU3-3a BbIABIAEMO-
ro npu uccnepgoBaHum BHeknetouHor [HK nnasmbl Kposu
aHOMasbHO BBICOKOr0 Yucria (pparMeHToB X-XpOMOCOMbI.
OpHako 3ayacTylo MOHOCOMUM Mo X-XpoMocoMe Habniopa-
loTCA y MaTepy B Mo3au4yHOM $OpMe, B TaKMX CNy4anX Bbl-
ABNAEMbIE NPY NPOBEAEHUN HEUHBA3WBHOMO UCCE0BaHUS
aHeynnouaMM MaTePUHCKOr0 MPOUCXOHAEHWUA MOTYT ObiTh
HEOTNIMUYMMBI OT aHeYNOMAMIA NN0JOBOI0 NPOUCXOKIEHNA.
loBbILLEHWA TOUHOCTU UCCNef0BaHWMA MOXKHO AOCTUYb C MO-
MOLLbI0 MPUMEHEHWA anropyTMa AOMOJHUTENBHOMO aHanm3a
B TOM CJy4ae, ecim no aaHHbIM HUMT obHapyKeH BbICOKMIA
PUCK aHeynnouMamn no X-xpoMocome. [laHHbIN anroputM
OCHOBaH Ha HEeCoBMafleHUU B pacrnpefeNeHnn OIMH no-
noson n MatepuHckon [IHK, Kotopble oTnmyalotca Mexay
cobon, — ¢parmentol [JHK nnogosoro npoucxomaeHus
06bl4HO Kopoye, YeM MaTepuHckue. lpy oTbope anA aHa-
nu3a dparmentoB [HK MeHbLUEN ANKnHbI, NpY aHeynnonamum
MN0A0BOr0 NPOMCXOMAEHMA «3QPEKTUBHAA» AONA NNoA0-
Bon [IHK Bo3pacTaet, ecniu e aHeyniomaua B uccnegye-
MOM 06pa3Le MaTepUHCKOro NMPOUCXOMAEHUA, JONA MIo-
poeoit [1HK octaetcs Hem3aMeHHoM. [lononHUTENbHBIN 3Tan
aHanu3a no3BonAeT BbIABUTL CMlyyau, KOrda pesynbTarhl
OHK-cKkpuHuHra obycnoBneHbl 0COBEHHOCTAMM KapMoTuna
MaTepy, U 3HAUUTENIBHO YBEANYUTL MONOMKMTENBHOE Npef-
CKa3saTeslbHOe 3HayYeHue uccnegosanua [39].

PEAKME XpPOMOCOMHbIEe aHOMaJIUU, KpyrnHblie
YaCTU4Hble XpOMOCOMHbI€ aHOMAJTUU,
MUKpoAeneLMn/MUKpoayNIMKaLm.
«3a» u «MpoTUB» NOJIHOréHOMHOIro
HeMHBAa3UBHOI 0 NMpeHaTaJibHOro TeCTUpoBaHUA
PeTpocneKkTuBHbIA aHanu3 60MblIOro Habopa peKo-
MeHZauum, pad GyHAaMeHTaNbHbIX U KIMHUYECKUX UCChe-
foBaHui no npumeHennio HUMT nossonunu npegnono-
¥UTb, YTO 3TO TECTUPOBAHME MOMKET ObITb PacnpoCTPAHEHO
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Ha WKPOKKIA cnekTp apyrux XA, noMMMo Hanbonee yacTbix
TPUCOMMIA, YTO M BbINO COENaHo C BHEAPEHWEM B NMPaKTUKY
nonHoreHomMHoro HUMT (nrHUNT).

YKasaHHbI cnekTp XA BKNoYaeT HecbanaHCMpOBaHHbIe
XPOMOCOMHblE MEpPecTpoMKM, pefKue ayTOCOMHble TpU-
comun (pAT), cBEpXUMCIIEHHbIE MapKepHble XPOMOCOMBI,
a TaKKe MUKpOAEeNeuMn M MUKpogyniukaumu. Kawpas
13 3TUX aHOMAaNWM BCTPEYAETCA PeKo, HO B COBOKYMHOCTY
OHM ABMAKOTCA OTHOCUTESIBHO PacnpoCTPaHeHHbIMM, 0CObEeH-
HO B MpeHaTabHbIX AuarHoctuyeckux obpasuax [40]. 3t
aHOManuM KIMHUYECKM MOrYT MPOABAATLCA CMOHTAHHOM
noTepen nyofa, NOpoKaMun pasBUTUA NMN0AA WU OCNOXKHe-
H1eM bepeMeHHOCTH.

KnuHuyeckasa 3HauMMOCTb TaKMX pe3ynbTaToB COCTaB-
NAET NPeAMeT Hay4HbIX OMCKYCCUM, U 06LLenpusHaHHble
peKoMeHZauuu no HabmwogeHW0 338 NauMeHTaMu C BbiCo-
KMM pUCKOM No «pefkum» XA otcyTcTByloT. B To Bpema
KaK OQHW aBTOpbl YTBEPHKOAIOT, YTO PeAKMe ayTOCOMHbIe
aHeynnomgum MoryT CBWUAETENbCTBOBAaTb O MOBbLILLEHHOM
pUCKe deTonnaLeHTapHbIX 3a60neBaHUi v bbITb NONE3HBIMU
[NA BefieHnA 6epeMeHHOCTI, ipyrie CYMTAIOT, YTO UCXOAbI
bepeMeHHOCTM NpU MOBBLILLIEHHOM PUCKE pefKMX ayToCOM-
HbIX TPUCOMUI He TaK HebBNaronpuATHbI, KaK OMUAANOCH.
TeM He MeHee CyLIeCTBYIOT AaHHbIE, YTO B pAge Cnydaes
TonbKo pe3ynbratel NFHAMT nossonunu npeHaransHo Bbl-
AIBUTb PUCK rEHETMYECKOW natonoruun. B Kauectse npume-
pa MOHO NPUBECTU Clly4aid ONPefeneHna pucka cMHapoMa
Mpagepa — Bunnu, KoTophii 6bin B AanbHENLWEM NOATBEPH-
[EeH C NOMOLLbI0 MHBA3MBHOMW NpeHaTanbHOM OUarHOCTUKM.
B maHHoM cnyyae y naumeHTkM no pesynbtatam nrHUMT
Ha 13 HefenAx 6epeMeHHOCTW 6biNl YCTAHOBMIEH BbICOKMM
PUCK TPUCOMMM MO XpoMocoMe 15 MpM HanUuMU HU3KOro
PUCKa Mo YacTbiM aHeynnomamam. [lo pesynbtataM npeHa-
TanbHOM AMArHOCTUKK BbIABNEHBI MO3aMLM3M N0 XPOMOCO-
Me 15 B nnaweHTe ¥ Hanuuve 0HOPOAMTENECKOW AUCOMUM
Mo 3TOM XPOMOCOMe Y caMoro niofa, Kotopas Habnioganach
MpY HOPMasnbHOM KapuoTune Mpy CTaHZApTHOM LUTOreHe-
TUYeCKOM uccnenoBaHuu [41]. B KayecTse apyroro npyumepa
MOXKHO MPVBECTU Cy4aK, Kora no pesynbTaTaM CKpUHUHIA
no BrHK o0bHapyeHbl XpOMOCOMHbIE HapyLUeHWs Y niofa
Mo XpOMOCOMaM 4 1 12, 4To HEBO3MOXKHO CAENaTh Npu He-
MHBA3MBHOM CKPUHWHIE TOMbKO Ha YacTble aHeymnouaum.
Mpn NpoBefeHUM KapuOTUNMPOBAHWUA Y MaTepu BblABNEHA
cbanaHcMpoBaHHaA TPaHCNOKaLMA C BOBMIEYEHMEM XPOMO-
COM 4 1 12, KoTopaA 1 bbina NpUYMHOW HecbanaHCMpOoBaH-
HOro KapuoTtuna y nnoAa [42].

0pHako MHorue obHapyueaeMble npu nrHAMT XA mo-
ryT 6bITb KIMHWUYECKM HE3HAYUMBIMM, MOCKOJIbKY aHOMarb-
HaA KNeTOYHaA NMHUA MOMET ObiTb OrpaHMyeHa nnaLeH-
TOM, NPUCYTCTBOBATb C HE3HAUUTENBHOM YaCTOTON B TKAHAX
nnoaa uam y ¢eHoTUNMYECKM HopMabHOro poaumTens, nnbo
LMTOreHeTUYecKas NepecTpoika He Bbi3biBaeT AucHanaH-
ca TreHoB, CYLLECTBEHHO BAWAIOLLEro Ha deHoTMn nnofa
unu pebeHka. Kpome Toro, BbiIBNEHWE PefKMX LUTOre-
HETMYECKMX aHOMaJIMM, OrPaHUYEHHBIX MNIALEHTON, 4YacTo
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CBA3AHO CO CIOMHBIM FEHETUYECKMM KOHCYNbTUPOBAHMEM,
[0MOJHUTENbHBIMU NOCNEeAYIOLMMIA MHBA3WUBHBIMUM UCCHe-
[0BaHUAMM W HeomnpefeneHHbIM UCX0A0M bBepeMeHHo-
cTu [36]. B cBA3K C 3TUM KNMHMYECKan LienecoobpasHoCcTb
nposeaenua nrHUMT anA BbIABNEHUA BCEX AOMOAHUTENb-
HbIX XPOMOCOMHbIX A1c6anaHcoB NpefcTaBAeTcA AMCKYC-
CUOHHON [43-43].

F.R. Benn u P. Grati [46], ocHoBbIBafACb Ha mpeanono-
weHuu, uto NrHUMT nonHOCTLI0 3KBUBANEHTHO KApUMOTUNU-
poBaHuio uuToTpodobnacTa (MpM [OMYyLLEHWUM OTCYTCTBUS
NIOKHOMONOMKMTENBHBIX WMAK JIOHHOOTPULLATESBHBIX CTyya-
€B), PaCCMOTPENM COBOKYMHOCTb peaKux XA, 06HapyKeHHbIX
MpW CTaHAAPTHOM KapuoTunupoBaHuu obpasuos BX. ABTo-
Pbl NOMbITANUCL COCTaBUTb NPOrHO3 HeobXoOMMBIX Aonos-
HWUTENbHBIX UCCNe0BaHUI MaTepy W Noaa, npobneM Ku-
HUYECKOW WHTEpNpeTaLUM M KOHCYNbTUPOBAHUA, KOTOPbIE
MOIYT BO3HUKHYTb Npu BbiABReHun peakmx XA npu nrHUMT.
Bbinn 06beanHeHb paHee onybiIMKoBaHHbIE LUTOreHeTUYe-
CKue pesynbTathl 41782 aHanusos obpasuos BX, Bbinon-
HeHHbIX B 0HO nabopatopuu (nabopatopun ToMa, Bapese,
WtanuAa) y weHWWH B | TpuMecTpe bepeMeHHOCTU C nepe-
KpblBaloLLMMcA HabopoM 13 45 867 obpa3uos BX 13 Toit e
nabopatopuu, B KOTOpbIX Gbin 33f0KYMEHTUPOBaH XPOMO-
COMHbIY M03anLM3M B LMTOTpOdobNacTe u/mnm MeseHxume
1 NOATBEPHOEHHLIA B aMHUOTUYECKON Kuaroctu [38, 47].
PaccMoTpenu TONMbKO Te LIMTOreHeTUYECKU BUAWMBIE aHO-
Masiuu, KoTopble He BbIN BKMIOYEHBI B TEKYLLME CTaHAAPT-
Hble npotokonbl HAMT (to ecTb ucknioyan Tpucommm 21, 18
1 13 1 aHeynnouaAMM NOJOBbIX XPOMOCOM).

[ononHuTenbHan YactoTa obHapyeHua peakmx XA co-
craBuna 0,8 %, Brnoyaa npubnusutensHo 0,5 % cnyyaes
¢ pAT n 0,3 % cnyyaeB c cerMeHTapHOM aHeynnouauen.
Mo nporHo3y npubnmautentHo 0,1 % cnyyaes 6binu bbi cBA-
3aHbl C paHHei noTepen nnoja u3-3a Hemo3amyHon pAT.
N3 octanbhbix 0,7 % cnydyaes, Npu KOTOPbIX HeobXxoauM
aMHuoueHTe3, nuwb okono 0,06 % 6binn 61 0bycnoBneHb
0QHO3HAYHbIM [OMarHo30M aHoManuW pasBuTMA nnoga
(Hemo3auuHble HecbanaHCMpOBaHHbIE XPOMOCOMHbIE Mepe-
CTPOVKM WM KIMHWYECKU 3HAUMMble OOHOPOAUTENBCKUE
avcomum). Bee ocTanbHble cnyyau 6binv 6bl Bbi3BaHbI MO-
3auMyHoM XA C CU/bHO BapbMPYIOLLMM PUCKOM pasBUTUA
MOPOKOB NIM60 CBA3aHbI C HEMOATBEPHAEHHBIM pe3ynbTa-
TOM, KOTOpbIM BCE paBHO BKIIOYan bbl HEKOTOPYIO CTEMNeHb
OCTaTOYHOr0 PUCKA, [JarKe Nocne NpoBefeHWA aMHUOLEH-
Te3a [46].

XpOMOCOMHBIN MO3aULM3M, KaK 0CHOBHaA NpUYMHA He-
OnpefdenieHHOCTH, ABMAETCA PacrnpoCTpaHEHHOW HaX0[OKoM
MpW LIMTOrEHETUYECKOM aHanu3e nocne buoncum xopuoHa
U LUMPOKO MPW3HaeTCA BecbMa MpobaeMaTUYHBIM C TOYKU
3pEHWA rEHETUYECKOr0 KOHCYNbTMPOBaHUA. Tak, HanpuMep,
Mnosly4eHsbl AaHHble 0 BapuabenbHOCTW KapuoTuna bronTaTos
13 pa3HbIX Y4acTKOB nnaveHTsl [48, 49]. CnenyeT yunThIBaTh,
yto npu HUMT aHanusupyloT COBOKYMHOCTb (parMeHTOB
[IHK MHoecTBa anonTo3HbIX KNeToK Tpogobnacta B MaTe-
PVMHCKOI KPOBU, TOr1a KaKk NpU LIMTOreHeTUYECKOM aHanmse
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Tpodobnacta UccnedylnT KapuoTMN KNETOK, NpUCYTCTBYIO-
LUMX B KOHKpETHOM 06pasLie, Noy4eHHOM NpY MHBA3WUBHOM
npouegype.

EcTb cywecTBeHHble JOKa3aTeNbCTBa, YTO MaLeHTap-
HaA TPUCOMUA XpOMOCOMbI 16 B Mo3anyHOM dopMe MoKeT
MPVBECTU K 3aiePXKKe PasBUTMA MIofa M NPe3KnaMncuu.
[na ppyrux MosanyHbix pAT accoumaums npasnonogobHa,
HO He [0Ka3aHa. [larKe Koraa MHBa3MBHaA npoLenypa noja-
TBEPHKAAET UCTUHHBIN deTabHbIA MO3auLM3M nocie noso-
wuTenbHoro pesynetata HUMT, HeBo3MoMHO npefcKasatb
KMMHWYECKWUI UCXOA, KaK U B CIy4anAX OrpaHWUYeHHOro nia-
LLeHTapHOr0 M03aunuyM3Ma (3a UCKMIoYEHNEM OrpaHNYEHHO0
nnaleHTapHoro Mo3anumama ana tpucommm 16) [37].

Benn v coaBst. npoaHanuauposanu ciyyam pAT B 10 He-
[aBHO OMy6/IMKOBaHHBIX UCCefoBaHMAX. [ToN0KMTENbHBIE
pesynbTaTbl TECTOB MOATBEPHOANU KapuOTUMNMPOBaHM-
eM o06pasLoB BX. ABTOpbI YCTaHOBUAM, YTO KAMHWUYECKWIA
MCXOQ CNy4aeB C MONOXMWUTENbHBIM aHanu3oM nrHUMT
AnA pAT BKNloYan poaeHWe BHELIHe HOPManbHOro pebeHKa
B 40 % cnyyaeB unm BbikMAbIL/noTepio nnofa B 27 % cny-
yaeB. B uccnegyemon nonynAaumu Habniopanach crnabas
accoumaums Mexgy Hanumumem pAT u ocnoxHeHuAMM be-
PEMEHHOCTU, TAKUMM KaK 3a[iepHKa pocTa naoaa 1 nopoku
pa3suTua nnoga [50].

B o630pe [51] Ha 89 817 nposeneHHbix NrHAMT BbI-
seneHo 0,4 % cnyyaeB XpoMocoMHoro aucbanaHca, no-
MMMO CBA3aHHBIX C aHeynaomauamm xpomocom 21, 18, 13,
X nnn Y. Ucxombl 6epeMeHHOCTM 6biv [OCTYMHbI NULLb
ana 57 cnyvaes, 24 U3 KOTopbIX GbiM CBA3aHbLI C Npepbl-
BaHMeM 6epeMeHHOCTU (BbIKMbIL, 3aMepluasa bepemeH-
HOCTb MNW BHYTPUYTpobHaA rnbenb nnopa). M3 ocrasLumxcs
33 cnyyaeB Habniopanoch YeTbipe cnyyan nonumopdumsma
KonmuecTsa Konmit (CNV) 6e3 onucaHusa ¢peHoTUnoB, 0auH
pe3ynbTaT C HapyLUeHeM MAOUAHOCTM (He NOATBEPHKAEHO
nose), NATb pAT Npu UCTUHHOM (eTanbHOM Mo3auumM3Me,
noLTBepKAEHHOM Nnocrie aMHUoLeHTe3a (Mcxobl bepeMeH-
HOCTW UK GEHOTUMbI He OMUCaHbI), OTMEYEH OAMH CiTy4an
C 0HOpOAMTENbCKOM AncoMuel (cuHapoM lNpagepa — Bun-
NK), OAWMH CNyYal C BPOMKOEHHOM aHOManvewn Npu poxaie-
HUM (TpUCOMMA XPOMOCOMBI 9) M ABa ciy4an 3afepHKku
BHYTpUYTPO6HOrO pa3BWTWA Njioga.

MonHoreHoMHoe HUTT MorKeT ynyuLnTb BeIABAEHWE [0-
MOJHUTENbHBIX MaTePUHCKUX XPOMOCOMHBIX AucHanaHcoB,
HEKOTOpbIE M3 KOTOPbIX MOFYT ObITb KINMHUYECKW 3HAUUMBI.
K HMM OTHOCATCA KOHCTUTYTMBHbIE, @ TaKe npuobpeTeH-
Hble aHOManuK, KOTopble MOrYT BbITb 06YCIOBNEHBI 3/10Ka-
4eCTBEHHbIMM HOBOOOpasoBaHuAMK [33, 52].

MoHo oupatb, yto nrHUMT no cpaBHeHMIo ¢ TapreT-
HeiM HUTT npuBepeT K OONONHUTENBHBIM JIOMHOMONOKM-
TeNbHbIM pe3ynbTaTaM 1A OrpaHUYeHHOro Habopa XpoMo-
COM. 3TV NOXHOMONOMKMTENbHbIE Pe3yNbTaTbl MOTYT ObiTb
CBA3aHbl B TOM YKCIe C HANIMYMEM WCHE3HYBLLEr0 6nn3He-
ua. C y4eToM BbICOKOW YacToTbl 3a4aTnA HNM3HEL0B U paH-
HWUX MOTEPb aHeYNIOUOHBIX 3a4aTUi YACNO TaKUX CIy4aeB
MOMKeT bbITb 3HaUNUTENbHBIM [53].
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Mpu nrHUMNT Henb3A HepoOLEHWMBATL BO3MOMKHOCTb
NIOKHOOTPULLATENIbHBIX PE3YNbTaToB. 3T0 MOryT 6biTh Chy-
Yam M03aMLM3Ma, B KOTOPbIX aHOMajlbHaA KNeToYHan IMHKA
NpUCYTCTBYET B NN0AE, HO He 06HApYKUBAETCA B LUTOTPO-
dobnacte (MCTUHHLIA deTafbHbIA MO3aUuM3M 5-ro Tvna),
WM HU3KOYPOBHEBOIO M0O3auLM3Ma, He[0CTaTOuHO Mpeq-
CTaBNEHHOro B UMTOTpodobnacTe, KOTOPbIA BO3MOMHO
06HapYHMTb C NOMOLLIbI0 COBPEMEHHBIX TEXHONOMMI (MCTUH-
HbI $eTabHbIA MO3anULM3M 4-F0 U 6-T0 TUMOB).

WHTepec uccnepoBaTeneit BbI3biBAaeT BO3MOMKHOCTb
o6HapyeHua ¢ nomowbto NFHUMT KAMHWMYECKM 3HAUYMMBIX
MWKpOeNeLMOHHBIX/MUKPOAYNINKALMOHHBIX CUHOPOMOB,
KoTOpble, MO HEKOTOPLIM OLEHKaM, BCTpevalTcAa bonee
yeM B 1 % bepeMeHHOCTEN HE3aBUCMMO OT MaTepPUHCKOr0
Bo3pacTa [54]. [laHHble 0 KNMHMYECKOM 3PdEeKTUBHOCTU
MOJIHOrEHOMHOr0 CKPUHUHIA Ha HanMyme 3TUX CUHLPOMOB
orpaHuyeHbl [55-57]. B 0630pHbIX paboTax [28, 55] aBTOpbI
KOHCTaTMpYIOT, YTo:

1) B 6ONbLIMHCTBE CBOEM pe3ynbTaThl MOMyYeHbl Ha He-
60nbLKX BbIBGOpKaX;

2) 4yBCTBMTENbHOCTb KpaWiHe BapuabenbHa — 14-97 %;
MMN3 Konebnetca ot 3,8 go 17 % (B 3aBUCUMOCTU OT CUH-
apoMa) ans 6epeMeHHbIX 06LLen Nonynaumm (C HU3KUM
puckom) 1 ot 50 fo 97 % npu 6epeMeHHOCTM C BBICOKUM
PUCKOM MK C YNbTPa3ByKOBbIMU NpU3HaKaMU aHOMa-
Ny Nnofga;

3) yBenuuMBaeTCA KONMYECTBO WMHBA3WA C HeonpeaeneH-
HbIMW TMOKa3aHMAMM W CTeNeHb 06ECMOKOEHHOCTU po-
QwuTenew;

4) cywWwecTBYIOT BICOKMI OCTATOYHBIA PUCK HEBLIABMEHHBIX
MWUKPOAENELMA U CIIOXKHOCTb MOCNETECTOBOrO KOHCY/b-
TUPOBaHUA;

5) OTCYTCTBYIOT [aHHbIe O KNMHMYECKON 3QPEKTUBHOCTU
CKpUHMHIOBLIX TecToB BKOHK Ha cMHapombl MuKpope-
neuuin B 6oNbLUMX NONYAALMAX;

6) 60NbLIMHCTBO MWKpOZENeuMA U JYNAMKaLMWA peaKu
1 UX pacnpocTPaHEHHOCTb MOKa He onpegenexa, a Kiu-
HWYECKMUE CUMMTOMBI He MOTYT BbITb HAAEKHO NpefAcKa-
3aHbl B NpeHaTaibHOM nepuoge.
lMocnencTByA BKIIOYEHUA B CTAHAAPTHYH MOAENb CKpU-

HuHra no BK[HK yacTbix TprcoMmni Opyrux XpoMOCOMHbIX

aHeynnouanii U MUKPOAENELMOHHBIX CUHPOMOB CXeMaTu-

YecKu nNpeAcTaBnieHbl Ha puc. 2 [28].

Mpu paciumpennn HAMT c BKNoYeHneM MUKpOQeneLni,
aHOManWM NoNoBLIX XPOMOCOM W PeAKMX ayTOCOMHBIX TPU-
COMWI MOKa3aTeNIn YyBCTBUTENTLHOCTY CKPUHWMHIA CHU3ATCA
npumepHo ¢ 99 % (ana Tp21) oo 60 % ona Bcex XA. CHuke-
HWe YyBCTBUTENBHOCTM ByET CONpOBOKAATLCA YBENMYEHM -
€M JI0XHOMOMNOMUTENbHBIX NoKasatene ¢ ~0,14 0o >1,5 %
(cM. puc. 2). MocKkonbKy 60nbLasA YacTb AaHHbIX N0 3deK-
TBHocTM HUMT Ha ceroaHALLIHMI AeHb UCXOOMT U3 Ucche-
[0BaHWiA Npy HepeMeHHOCTM C BLICOKUM PUCKOM, YyBCTBU-
TENIbHOCTb CKPUHUHIa BYLET eLle HUMHKe, eClM NPeaoRUTb
ee BceM bepeMeHHbIM [28]. ABTopbI 0630p0B Npeaynperaa-
10T O CHUMKEHUU KIMHWYECKOW 3HAUMMOCTM, YMEHbLUEHUM
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Aneynnongum X, Y

MuKkpogeneumnn

Knuruyeckas 3Hayumocmo,
nodmaepicieHHble daHHbIe,
YyecmaumeslbHOCMb Mecmog

JpP,
C/I0%CHOCMb KOHCY/IbMUPOGAHUSA

Puc. 2. KnuHuyeckan 3HauMMoCTb, NOATBEPHKAEHHbIE AaHHBIE, YYBCTBUTENBHOCTL CKPUHUHIOBLIX TecToB. Tp21, Tp18, Tp13 — Tpucomum
no xpomocoMaM 21, 18 u 13 cootBetcTBeHHO; JINP — noHoNONOKUTENbHbIE Pe3yfbTaThl

WNWU OTCYTCTBUM BaNUZALMOHHBLIX OaHHbIX, YCNOMHEHUU
KOHCYNbTUPOBAHMWA, MOBLILUEHUM POLMTENLCKOW TPEBOMK-
HOCTM WU YBENMYEHUWN KONMYecTBa MHBa3WM C Heonpepe-
NEHHbIMU KNMHWYECKUMM NoKa3aHuaMu. [peacTaBnaetcs
060CHOBaHHOM MO3MLMA MUCCneaoBaTenei, pekoMeHaylo-
LMX NPOBECTU 6ONbLUEE YMCNIO KIMHUYECKUX UCMbITAHWIA
oo BHegpeHna NrHAMT B LUMPOKYI0 KIMHWUYECKYI0 NPaKTUKY
[43, 58-60].

ABTOpUTETHAA rpynna aBTopoB U3 9 eBPONENCKMX CTPaH
0ny6iMKoBana KONIEKTUBHOE MHEHWEe N0 NOBOAY K-
Huyeckoro npuMeHenna nrHUMNT [61]. [okasaTenbcTso,
yto mccnepgoBaHue BKIHK B MaTepuHCKoW KpoBu obec-
neymBaeT IQPEKTUBHLIN NpPOrHo3 Hanuuma y nnoga Tp21
n, B MeHbluen ctenenu, Tp18 u Tp13 Kak npu ogHonnog-
HOM 6epeMeHHOCTW, TaK M Npu bepeMeHHOCTU [BOMHeW
[18, 19, 22], npuBENO K KNMHWUYECKOMY NMPUMEHEHUIO TECTa
B HEKOTOPLIX CTPaHaX, KaK NMPaBWUIO, Y HEHLLMH U3 Tpynnbl
BbICOKOr0 1 CPeQHEr0 p1CKa, 0TobpaHHbIX NpeaBapUTeNbHO
C NMOMOLLbI0 KOMBMHMPOBAHHOIO CKPUHUWHIA B | TpUMecCTpe.
OgHako B benbrum n Hugepnanpax tectupoBanve BROHK
npeasiaraloT BceM bepeMeHHbIM B KauecTBe albTepHaTUBbI
paHHeMY KOMOWHMPOBAHHOMY CKpUHWHTY. [lpn 3TOM TecT
MPUMEHANN B MOSIHOTEHOMHOM BapWaHTe C LeNbio Bbl-
ABMIEHWA, MOMUMO CKPUHWMHra TPeX OCHOBHBIX TPUCOMMM
W aHeynnouamin nosoBbIX XPOMOCOM, KIMHUYECKM 3HAUM-
MbIX PEAKMX ayTOCOMHBIX TPUCOMUI W LOMOSTHUTESNbHBIX
CerMeHTapHbIX (4aCTMYHBLIX) XPOMOCOMHbLIX aHeynnonauN.
Pe3ynbTathl aHanu3a nepsoro roga tectmpoBanua nrHUAMT
B HupepnaHpax (uccnepoBaHue TRIDENT-2) BKntovanu
56 818 6epemeHHbIx. Y 207 (0,4 %) MeHLWMH TecT bbin no-
noxuTenbHbiM ana pAT (n = 101), YacTUYHBIX XPOMOCOMHBIX
aHeynnoungmi (n = 95) unm komnnekchbix XA (n=11) [26].

Cpegn 101 pAT BnocnegcTBMM MOATBEPHKAEHO
Lwectb (6 %), HO TONIbKO OfiHA U3 HUX bbiNa cBA3aHa C aHo-
ManbHbIM deHoTMnoM. Cpean 95 YacTMYHBLIX XPOMOCOM-
HbIX aHeynnougun nopTeepxaeHo 29 (35 %), KonuuecTBo
CTPYKTYPHbIX aHOManuii NNoAa He OnNKUcaHo, TaKk Kak Y3U

He nposoaunu. Ewe B ceMn cnyyanx, cBA3aHHLIX CO 3J10-

Ka4yecTBeHHbIMU WUNW NpeapakoBbIMM HOBOOHPa30BaHNAMM

y MaTepu, KNMHUYECKan LienecoobpasHoCTb MOMOHKUTENb-

HOro pesynbTata TecTa He onpepeneHa. OgHaKo NoONoOXM-

TENbHbIA pe3ynbTaT TecTa HeU3OEeHKHO Bbi3biBan TPEBOrY,

HeobxoMMOCTb AONONHUTENBHBIX 06Ce0BaHWI Ans nno-

[a W MaTepu, a B HEKOTOPbIX Cy4anAX NpPUMBOAMA K peLle-

HWI0 0 NpepbiBaHUM HepeMEHHOCTM 0 OKOHYaHWA 0bceno-

BaHMA.

Takum obpa3oM, no MHeHwio aBTopoB [61], uccnego-
BaHue TRIDENT-2 nokasbiBaeT, 4To B HacToALlee BpeMs
NMPeuMyLLEeCTBa NOJTHOrEHOMHOMO CKPUHWMHIa ONA BCEX re-
HETMYECKMX aucbanaHcoB, No-BUAMMOMY, He NepeBeLLnBa-
I0T NOTEHLMANbHbIE HEraTUBHbIE MOMEHTHI, @ KIIMHWYECKanA
peanusaums, faxme B WUCCIeOO0BaTeNIbCKUX LENAX, MOXKET
ObITb COMHUTENBHOM C 3TUMECKOW TOUKM 3PEHUS.

B uccneposanum nrHUMT, npoeeaeHHoM B benbrum,
C y4acTneM 3373 HeHLUMH, NOMUMMO YacTbIX, bbiin BbIABNE-
Hbl apyrve XA B 28 (0,8 %) cnyyasx. 3Tv ciyyam BRoYanu
yeTblpe aHeyniouaun no MonoBbIM XPOMOCOMaM, LECTb
PAT 1 oQHY pefdKylo ayTOCOMHYI0 MOHOCOMMWIO, HU OfHa
U3 KOTOpbIX He Bbina MOATBEPHKAEHA Y N0Aa UM HOBO-
POXOEHHOrO, @ TaKMe 17 KpynHbIX MK CyOMUKpOCKonuye-
CKUX YacTUUHbIX XA, TpM U3 KOTOpbIX 6bIIM NOATBEPHAEHD
B aMHuoumTax [62]. Bo Bcex 28 cnyyanax KNMHWMYeCKoW na-
TONOMMW He NPOCTEHUBANOCh.

06cy*paan onbIT MacwwTabHoro npumeHenus nrHUANT [61],
aBTOpbl CHOPMYNMPOBANM COrnacoBaHHY0 MO3ULMIO U KOH-
cTaTMpoBanu:

1) yBenMYeHMEe uYMCna CKPUHMHI-MONOMMUTENbHBIX bepe-
MeHHbIX, npuToM yto HUMT nepBoHavansHo 3agyMbiBan-
€A ONA YMEHbLUEHUA rpynnbl pUcKa YacTbix XA, a Takke
yBENMYEHNE 4acTOTbl MHBA3MBHOr0 BMeELUATENbCTBA
ONA CNy4aeB C HEM3BECTHOW KIMHWYECKOW 3HauMMOo-
CTblo, KOTOpble MOMYT OCTaTbCA HeonpegeneHHbIMU
B M/laHe MOCTaHOBKW [IMarHo3a Aae nocsie MHBasuB-
HOW npoueaypsl;

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

2) cyuwiecTBoBaHME HEOMPEAENEHHOCTU KaK B OTHOLLEHWU
KNMHUYECKOM 3HAYMMOCTH reTeporeHHoro nyna XA, Tak
M B OTHOLUEHUM [anbHEMLIMX PEKOMEHOALUM B Cnyyae
MONOKUTENBHOMO pe3ynbTaTa;

3) cywecTBoBaHMe pa3HOPOAHOCTU NabopaTopHbIX Mpo-
TOKOJI0B MacCoBOr0 MapanienbHOr0 CEKBEHUPOBAHMA
(oTCyTCTBME CTaHOApPTU3ALMM);

4) HeobxoAMMOCTb peLleHUs 3TUYECKUX M MPaBOBbIX NPo-
6nem npy KOHCYNbTUPOBaHUM PoaUTENEN, NperKae YeM
OHM JafyT CBOe MHOPMMPOBAHHOE COracue, NOCKOMb-
Ky MHOpPMaLMA He[OCTAaTOYHO OJHO3HAYHa; Ha CaMoM
[ene, XeHwuHbl ye npoxogatr nrHUMT 6e3 uyeTkon
MHOPMALMM 0 €ro OrpaHUYeHNAX U HeQOCTaTKaX, a Kiu-
HUYECKME PELLEHMA NPUHUMAIOTCA Ha OCHOBE Pe3ysb-
TaToB C HEOMPeAeNneHHOM KMHWUYECKOW 3Ha4YMMOCTbIO;
CYLLECTBYIOT TaKKe 3TUYECKME OMaceHWA B OTHOLLEHWUU
YBENIMYEHWUS KOJIMYECTBA CiyvaeB [o6pOBONLHOMO Mpe-
pbiBaHKs BepeMEHHOCTU M3-3a NONOKUTENBHBIX pe3ysb-
TatoB HUMT pake nocne noaTBepaeHUA HOPMasbHOMO
KapuoTMna Nnoga v npy HopManbHbIX pesynbTatax Y3U;

5) nrHUMT npoTMBOPEUUT NPUHLMNAM CKPUHUHIa BceMup-
HOW OpraHusaumm 3apaBooxpaHeHua [63, 64, 59].

B 3aKknioueHne aBTopbl 0630pa OTMETUAM, YTO, XOTA Ha-
Y4Hble MCCNeQoBaHUA BCEraa crefyeT nooLpATb, Heobxo-
AVMMO TLUATENbHO B3BECUTL MPEUMYLLECTBA U HEOCTATKM
BHeApeHWA B MPaKTuKy ckpuHuHra nrHUNT. MocTaBLmkm
MeOULMHCKMX YCNYr W OpraHbl, NpejocTaBnsiowme cyb-
CMOMK, HECyT OTBETCTBEHHOCTL 3a obecrieyeHue bonee
Ha[leMHbIX [0Ka3aTeNibHbIX OaHHbIX M OpraHM3aLMOHHbIX
CTpaTerni Qo0 YTBEPHAEHWA anropuTMOB 00CHeA0BaHUN,
Brntovatowmx nrHUMT B HauMoHanbHbIE KOMMEHCMpYeMble
nporpaMMmbl CKpUHUHra [61].

TakuM 06pasoM, 0CTAeTCA HepelleHHbIM BOMPOC: ecTb
NN KnuHuyeckas nonb3a B nrHUMT; moxkeTt nu nrHUNT
MPefoCcTaBUTL KNMHUYECKME BbIBOAbI 4J1A MPOrHO3a 0CNOMK-
HeHuiA bepeMeHHOCTU? Q4YeBMAHO, YTO 3TO CKPUHMHIOBOE
TECTMPOBaHME MOTEHLMANbHO MOMET BbIABUTb HEKOTOPbIE
LOMOJHUTENbHbIE KIMHUYECKW 3HauMMble HecbanaHcmpo-
BaHHble XA, KOTOpble B NMPOTUBHOM Cjly4ae He MOrn bbiTb
0bHapYKeHbI, 32 UCKMIOYEHUEM Pe3Y/bTaTOB MHBA3WBHOIO
TecTa WK, BO3MOMHO, aHOManui nnofda, 0bHapyHKeHHbIX
npu Y3W. 0gHaKo 310 AOMMKHO bbITb COOTHECEHO C ropa3ao
60/IbLIMM YMCNIOM Cy4aeB, B KOTOPbIX [MarHo3 ABMAETCS
HeonpegeneHHbIM, AaXe ecnu npegnaraloTcA nocnepy-
foLne MHBasuBHbIe TecTbl U Y3W. 3Ta cuTyauma npuHUM-
MWanbHO OTIMYAETCA OT NpeanoKeHHon TexHonorum HUMT
ANA YacTblX ayTOCOMHbIX TPUCOMUI U PeLUAMBUPYIOLLMX
MUKpoOEeNneuuni, Npu KoTopblx GEHOTUMbI MOHATHLI, a Mo-
cnepaytowme buoncua BX unm aMHMOLEHTe3 NoYyTK Beeraa
obecneynBaloT OKOHYATENbHBIA AUarHo3.

HecMoTpA Ha TO 4TO MepCmeKTMBLI MCMONb30BaHMUA
nrHUMT Kak ToTanbHoro cKpuHWHra XA ocrtalTcA KpaiHe
AVCKYCCUOHHBIMKM, 0630p BO3MOMKHOCTEW 3TOM TEXHOJO-
rMyM gnAa 6yaywmx nporpamm obcnenoBaHus 6epeMeHHbIX
NpeacTaBNAeTCA KpalHe BarKHbIM. M3-3a TOM0 YTO B paMKax
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[aHHOM TEXHONOrMU NPOUCXOOUT CEKBEHMpPOBaHWE BCEW
BHekneTouHon [HK, nonHoreHomHas «Bepcua» HUMT
obnagaet onpefeneHHbIMM JONONHUTENbHBIMU BO3MOMKHO-
cTAMU. B yacTHocTH, nna3ma KpoBu bepeMeHHO COpepHuT
He TonbKo QetanbHylo [HK, Ho 1 oTgenbHble dparMeHTbl
IHK matepu, B TOM uucne vMeloLme OHKONOMUYECKYIO
npupoay, MutoxonapuanbHylw [OHK, a Takke ¢parmeH-
Tbl FEHOMOB BUPYCOB M baKkTepui. N ecnn adppeKTMBHOCTL
ucnonbsobanma nrHUMT npu getekummn bakTepuanbHOM
HarpyskM WM B KauyecTBE «HYNEBOW» TOYKM B PaHHEM
OHKOJIOrMYECKOM CKPUHWMHIE HaxoaMTcA nog 6onblwmnM Bo-
MpOCoM, TO fpyrue cdepbl «HENPOPUIBLHOMO» UCMONb30Ba-
HWA JaHHON METOMKU BeCbMa MepCneKTUBHbI: LeTeKuWA
MyTauuin B MuToxoHapuaneHylo [HK, BupycHaa Harpyska,
OLiEHKA PUCKa MNaBHbIX aKyLLEpCKWX npobneM Ha OcHoBa-
HWM aHanKU3a oTAeNbHbIX TOKycoB MaTepuHcKon [HK (npe-
3KNAMICUMK, FeCTaLMOHHOr0 CaxapHoro AvabeTa, 3a4epHKu
pasBuUTUA NNoJa U Makpocommu) [65]. MoaobHbIe peLLeHus,
6e3ycnoBHO, AOMMKHbLI NPOMTW anpobaumio B paMKax paH-
[OMU3MPOBAaHHbIX Hay4YHbIX UCCNefoBaHUN. 3a BHepeHWe
HOBbIX TeXHOMOrMI (cnocobbl 0bpaboTkM gaHHbIx NrHUMT)
LOMKHbI 0TBEYaTb MOCYAAPCTBEHHbIE YUPEHOEHMA, NpU-
MeHAlwme He Tonbko HWUMT, HO v gpyrue TexHonoruw,
HeobxouMble ANA NPOBEPKM C NMOMOLLbI METOL0B MHBa-
3MBHOM NpeHaTanbHOM AMAarHOCTUKK (KapuoTMNMUPOBaHME,
FISH, aCGH u gp.), 1 pacnonaraioLime cneuuanuctamm Ln-
POKOr0 CMEKTpa — BpavyaMU-TeHETUKAMM, MOJIEKYNAPHbI-
MW TeHETUKaMW, BpavyaMyM — aKyLLuepaMu-TUHEKONIOraMu
W NMLEH3MPOBaHHBIMK CMELMannCcTaMm ynbTpa3ByKoBOM
LMarHOCTUKM.

Mo Bcen BuammMocty, mobon BapmaHT HUMT Kak cKpu-
HWHra NpeanosiaraeT Haluyne rocyfapCTBEHHbIX aKKpe-
[WTOBaHHBIX pePepeHCHBIX LIEHTPOB, KOTOpble 3aHUManu1ch
6bl BHELUHEM OLIEHKOM KauyecTBa MeTOAa M KypupoBanu
pe3ynbTaTbl Hay4YHO-UCCNEeS0BaTENLCKUX MPOEKTOB B 3TOWM
06nacTn, NMOCKONbKY JIOHHOMOMOMMUTENbHbIE Pe3yfbTaThbl
MOryT 6bITb MPUYMHOM OLIMBOYHOrO NPepbIBaHWA HOPMasb-
HOW 6epeMeHHOCTM.

OrpaHu4eHus 1 NpoTUBONOKa3aHUA
ANA HeWHBA3UBHOMO NPeHaTa/bHOro TeCTUpOBaHUA

lpotvBonoKasaHuamn K nposegeHnio HUMT asnatoTca
3110Ka4eCcTBEHHbIE HOBOOOPA30BaHWA Y MaTepu, TpaHCMaH-
TauuA OPraHoB U TKaHel y MaTepu, pagmo- UM UMMyHoTe-
panua y Matepu (B TOM Yncne NeYEHWUE reMONo3TUYECKUMM
CTBO/IOBBbIMU KJeTKaMK), 3aMepLuan 6epeMeHHOCTb B Teye-
Hue 3 Mec. nepef] NPOXOMKOEHWNEM UCCe[0BaHUA, CUHAPOM
«ucye3HyBLLero 6nusHeua» (6epeMeHHOCTb BOMHEN C No-
Tepen ogHoro M3 nnogos). OTHOCMTENbHbIE MPOTUBOMO-
Ka3aHUA — JIeYeHNe HWU3KOMOJIEKYNAPHBIMY renapyvHaMm
(HeobxopMMa OTMeHa MpenapaToB renapuHoB Ha 3—4 OHA
nnu B3atue Kposu ana HUMT nepen cnegytowmM BBeaeHu-
€M renapvHa), NeyeHue npenapartamy aHTUPETPOBUPYCHOM
Tepanuu (HeobXoaMMO B3ATME KPOBU Nepen CrefyowmuM

D0I: https://doi.org/10.17816/J0WD56573

31



32

ACTUAL PROBLEMS OF HEALTHCARE

NPUEMOM aHTUPETPOBMPYCHOrO npenapata), nepenuBa-
HMe KPOBM B TeYeHWe NOCeJHUX 6 Mec., XMpYypruyeckue
BMeLLaTeNbCTBa U TPaBMbI MeHee 3 Mec. Hasaf, HanpuMep
abopr.

HUMT nmeeT n cBOM OrpaHMYeHWA, KoTopble MOryT
NPUBECTU K OTCYTCTBMIO OTBETa, €ro HeA0CTOBEPHOCTM
WKW CNIOMHOCTM B MHTepnpeTauun. K HUM OTHOCAT HU3-
Kyto OO (Huke 4 %), MHoronnoaHyto bepeMeHHocTb (aBa
nnoga v bonee), Mo3aMuM3M nnoga MAM Matepu, cba-
NaHCMPOBaHHbIE CTPYKTYPHbIE XPOMOCOMHbIE NEPECTPOMKM
(nepecTporkn 6e3 M3MEHEHWA KONMMYECTBa MeHeTUYecKo-
ro MaTepuana, BHELLHEe He MPOABAAIOTCA U He MOryT bbiTb
onpefeneHbl AaHHbIM UCCIef0BaHWEM) U Marble HecbanaH-
CMPOBaHHble CTPYKTYPHbIE MEPECTPOMKM XPOMOCOM (TpUno-
WOWA W TETPannouamnsA, MOHOMEHHbIE U [pYrue reHeTuye-
CKWe 3ab0NeBaHus, He CBA3aHHble C aHeynnouauen) [66].

CpaBHWTENBHO BbICOKAA 4acToTa HeyAauHbIX MOMbITOK
HWUNT (1,4-5,4 %) BbI3BaHa HW3KKMM cogepaHneM BROHK
nnoga B KpoBKM HepeMeHHOM, 0COBEHHO Yy TYYHbIX MKeH-
LMH [67]. IT0 06YCNOBNEHO HOMBLUMM 06HEMOM LIMPKYMPY-
I0LLIe} KPOBU M OJHOBPEMEHHO YBEJTMYEHHBIM COEPHKaHNEM
BkJHK caMoi bepeMeHHOM M3-3a M36LITOMHOMO pacnapa
HUpOBbIX KNeToK. 0fiHaKo 6epeMeHHbIe, Y KOTOPbIX MHOEKC
Macchl Tena MoBbILLIEH M3-3a YBENMYEHWA MbILLIEYHOW Mac-
cbl, MMeloT bonee Bbicokne nokasatenu BKIHK nnogosoro
MPOUCXOKOEHNUA MO CPABHEHUIO C MKEHLUMHAMU C OHUpE-
HUEM.

HUMT paeT LWMpOKYD ramMMy NOKHOMOMOMKUTENbHbIX
pe3ynbTaToB Y MaLMeHTOB C OMyXoNieBbIMU 3abofeBaHMAMM
KaK 3/10Ka4eCTBEHHOW, TaK U [06POKaYECTBEHHOM NpUpobI.
Yawe Bcero ato NpoABMeHWA B BUAe 06HapYHEHHBIX MHO-
¥KECTBEHHBIX XPOMOCOMHbIX HapyLLEHUH.

CepbesHble cnoxHoctv HUMT Bo3HMKaloT npy Mo3anums-
Me/X1Mep13Me XPOMOCOM Y MaTepu UAW NNoAaa, Npy OBOM-
He, KPOBHOPOACTBEHHOM 6pake, NoXHOM oTuoBcTBe. [o-
cToBepHocTb pe3ynbtatoB HUMT B cnyyae Mosanumsma 3a-
BWCUT OT YPOBHA aHEYNNoMaHbIX Knetok. CornacHo onbity
poccuickmx asTopoB HUMT no3sonAeT BbIABUTL TPUCOMUIO
no xpomocoMe 21 npu Mo3aumuuame cabite 40 % [67].

HeobxoamMo oTMeTUTb, 4To Npu nposeeHnn HAMT Bos-
MOMHO onpefeneHve nona nnoga. OgHaKo Mbl nonaraem,
YTO 3@ MCK/IOYEHUEM CNY4aEB aHOMaNUKM MNOJIOBbLIX XPOMO-
COM U CcLenneHHbIX ¢ MonoM 3aboneBaHuin non bygyulero
pebeHKa MOMHO €006LaTh ToMbKO nocne 12-i Hegenu be-
PEMEHHOCTH, 4T0bbI U36eMaTb UCKYCCTBEHHOMO NpepbiBaHWA
bepeMeHHOCTM B COOTBETCTBMM CO cTaTben 56 PeaepanbHo-
ro 3akoHa ot 21.11.2011 N2 323-03 «06 ocHoBax 0XpaHbl
3p0poBbA rparkaaH B Poccuickon Oepepauum» [68].

JTnyeckue BOMpPOCbl HEUHBA3UBHOI0
npeHataJibHOro TeCTUpoBaHUA

AxTnBHOe BHepeHne HUMT 06a3biBaeT yunTbIBaTL 60M1b-
LIOW nepeyeHb YCOBMIA, HEOOXOAUMBIX [N1A MaclUTabHoM
WM CENEKTUBHOM KNMHUYECKOW peanv3auny TeXHONOoruu.
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310 — npaBoBoOM CTaTyC, CTaHAApTU3aLMA MeToAa C onpe-
LeNeHNEM AMarHoCTUYECKUX BO3MOXKHOCTEW, AOCTYMHOCTb
[VarHoCTUYECKMX XapaKTepPUCTUK LA BCEr0 CMeKTpa TeCcTu-
pyeMbix 3abonieBaHuiA, NpeJoCTaBAEHNE OTKPBITOM U Henpe-
pbiBHO 06HOBIAOLLENCA MHDOPMALMK N0 NPOrHOCTUYECKOM
3HaUMMOCTM MONOMMTENBHBIX U OTPULLATENBHBIX PesynbTa-
TOB, BHELUHMI HE3aBMUCUMBIA KOHTPOSb KadyecTea flabopa-
TOPHbIX UCCeA0BaHWUM, MOHUTOPUHT Pe3yNbTaToB, a TaKKe
OLIEHKa KnuHu4eckon appertmHocT HUMT cneumanucra-
MW, 3KCMEPTHBIMM TPynnaMu, COBETaMM U NpodeccnoHanb-
HbIMW coobLLeCTBaMM.

BsanMopencTBMe KOHCYNbTaHTa U GepeMeHHOM B Npo-
uecce 0bcnefjoBaHMA He MOMET ONMPeRenATbcA KoMMep-
YECKMM MHTEPECOM UCMONHUTENA W/Mnn  ¢MHAHCOBOM
BO3MOMHOCTbIO NauUMeHTKKU. Bpau 06A3aH npepocTaBuTh
[OCTOBEPHYI0 U TOUHYI0 MH(pOPMaLMI0 No NpeanaraeMbiM
BapMaHTaM TeCTUPOBAHWA U UX pe3y/ibTaTtaM, a CeEMbA OLie-
HWUTb He0bX0AMMOCTL 06CNejoBaHMA B paMKax CBOOOAHOMO
Bblbopa ¥ MHPOPMMPOBAHHOMO cornacua unm oTkasa. Oco-
60ro BHMMaHWA 3aC/yMBAIOT PacLUMPEHHbIE BapWaHTh
HUIT, npu KoTopbix B Noje MOCAeTecToBOr0 KOHCYNbTU-
POBaHWA NMONafaloT HaXo[KW C HEM3BECTHOM KIWMHUYECKOM
3HaUMMOCTBI0, YTO YCTIOMHAET NPUHATUE peLLEeHUA 0 cyabbe
byayuiero pebeHKa.

Bce nepeuncneHHble 1 MHOrMe gpyrue TeMbl GopMUpYIOT
OCHOBHOW NNacT 3TUYECKUX NpobreM, KOTopble CyLLecTBy-
0T napannensHo ¢ npogsukeHveM HUMT B KnMHUYeckylo
MPaKTUKY U KOTOPbIE ClefyeT PeLunTb Kam4oMy LMBUIN30-
BaHHOMY 06LLEeCTBY C COLMaNbHO OPUEHTUPOBAHHOM MOMK-
TUKOW rocyaapcTea B chepe 30paBoOXpaHEHUS, B TOM YMChe
B 0611aCTV 3aLWThl UHTEPECOB U 3[0POBbA NALMEHTA.

JIKcnepTol EBponeiickoro (ESHG) u AMmepuKaHcKoro
(ASHG) obLuecTB reHeTUKM YenioBeKa B pe3ynbraTe AMC-
KYCCUI 1 06CYHAEHUIA, NOCBALLEHHbIX NpuMeHenuio HUIMT,
ewe B 2015 r. chopMynmMpoBanu COBMECTHYID MO3MLMIO,
B KOTOPOW aKLEHTVMPOBANM BHUMaHWE Ha MpeHaTanbHOM
[0- M MOCNETECTOBOM KOHCYNbTUPOBaHUM bepeMeHHbIX [69].
ABTopbI He peKOMeHZ0BaNM pacluMpeHre MeToAa AA CKpU-
HWUHra CTPYKTYPHbIX HApYLUEHWA U aHOManuiA MO MOJ0BbIM
XpOMOCOMaM B CBAi3W C BbICOKOM BEPOATHOCTBI) JIOMHO-
MONOMUTENBHBIX W JIOXKHOOTPULLATENbHBIX Pe3y/bTaTos,
YCTOMKHALLMX KOHCYNIbTUPOBaHWE M NPUBOAALLMX K MOBbI-
LUEHMIO YMCIa MHBa3MBHBIX NpoLieyp. KoHCYNbTaHT JOMKeH
yBeAOMUTb O BO3MOXKHOCTM MOYYEHWUA OOMONHUTENBHOM
MHGOpMaLMM M 0 Apyrvx Haxogkax npu HWUMT Ha Tp21,
Tp18, Tp13, HO He Mcnonb30BaTh €e B NOCNETECTOBOM KOH-
CYnbTMpOBaHUK 6e3 3anpoca naumeHTa.

B PykoBofcTtee no ucnonb3oBaHuio HUIT, paspabo-
TaHHOM W ONY6NMKOBAaHHOM AMEPMKAHCKUM KONNEOMHeM
MeJMLMHCKOA reHeTUKM U reHoMmkn (ACMG) B 2016 r.,
ocoboe BHUMaHWe yaeneHo MeaMKO-TreHETUYECKOMY KOH-
CYNbTUPOBAHMIO KEHLUWMH — BO3MOMHOCTAM, OrPaHNYeHM-
AM 1 YCNoBUAM TecTUpoBaHuA [57]. B pamKkax goTtectoBon
KOHCY/NbTaLMKU PEKOMEHAO0BAHO NMPefoCcTaBATb MHbOpMa-
LMI0 0 PasfIUYHBIX CKPUHWHIOBLIX TECTax AJ1A BbIABMEHUSA
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XA npu 6onee Bbicokon uyscTBUTENbHOCTM HUMT Ha Tp21,
Tp18, Tp13 B cpaBHEHWM C OPYrMMU CKPUHUHIOBLIMU Te-
ctamu, o BosMmokHocT HUMT gnA ckpuHuHra aHeynnou-
QMK N0 NONOBbLIM XPOMOCOMaM M Hannumm BapuanTtos HAMNT
Ha KIIMHWYECKM 3HAYMMble NaTonorum (MUKPOAyNIMKaLum
¥ MUKPOZENeLMn), a TaKKe 0 HeobXxoUMMOCTU AMarHocTu-
YECKOro MHBa3MBHOro 06cnejoBaHNUs NPU NOIOKMUTENIBHOM
pe3ynbTate cKpuHUHra. ACMG He peKoMeHayeT MCnomb3o-
Batb HAMT anAa ckpyHuHra aHeynnouamia no nonoBbIM Xpo-
MOCOMaM U nofnHoreHoMHoro aHanusa CNV, Ho npu BbifB-
JIEHUW [OMONTHUATENbHBIX HAaXOOK C HEACHOW KNMHUYECKOW
3HauUMMOCTbI0 NpegnonaraeT AOMOMHUTENIbHOE MeAUKo-
FEHETUYECKOE KOHCYNbTUPOBAaHWE U BO3MOMHOCTb A0OMON-
HuTenbHoro obcnepoBaHuA. B PykoBoacTBe onpegensaioTcs
obsA3aTenbcTBa nabopatopun NpefocTaBATb B NPOTOKONE
BCH0 [OMOJHUTENbHYI0 MHDOPMaLMIo, He0bX0AMMYI0 Bpauy-
KOHCYNbTaHTy O1A MHTEpnpeTauMn pesysbTaToB, BKKYaA
yKaszaHue gonu ¢getanbHor BROHK v nokasatenen, xapak-
TEPU3YIOLLMX MPOrHOCTUYECKYI0 LIEHHOCTb MOSOMUTENBHBIX
W OTpULLATENbHBIX Pe3y/bTaToB.

B 2018 r. rpynna wuccnepoBatenen npoBenia OLEHKY
10 KomMMepueckumx nabopatopuii [BioReference Laboratories’
ClariTest, LabGenomics’ Determine 10, Roche’'s Harmony
(formerly Ariosa Diagnostics), Integrated Genetics'
InformaSeq (part of LabCorp), NxGen’s Informed Prenatal
Test, Sequenom’s MaterniT21 Plus (part of LabCorp),
PathGroup’s NIPS, Natera’s Panorama, Counsyl's Prelude
(now part of Myraid Genetics), Quest Diagnostics’ QNatal],
npegnaraiowmx HANT B CLUA, no BbINOAHEHMIO BOCbMMU
peKoMeH[aLMK, oTpaxeHHbIX B PykoBogcTee. PaccMmotpes
06pasubl 0TYETOB 0 NPOBEAEHHBIX UCCNEOBaAHMAX C Beb-
canToB 3TUX nabopaTopui, a TaKKe MaTepuansl gnA na-
LMEHTOB M OTBETbI HA NPAMbIE 3aMpochl, aBTOPbI BbIPa3nim
06eCroKOeHHOCTb YPOBHEM BbLINONIHEHWA NlabopaTopuAaMM
pekoMeHAaumnn no npumMeHenuio HUMT B KnnHuuecKoi
MPaKTUKE U OTMETWUNN, YTO «HW OfHA U3 HUX He cregyeT
BceM pekoMeHmdaumam ACMG» [70]. Tak, Hu ogHa nabopa-
TOpWA He NpefocTaBua MHHOPMALMIO 0 YyBCTBUTENBHOCTMH,
cneuuUUHOCTM 1 NPOrHOCTUYECKOW LIEHHOCTM TECTOB B fa-
bopaTopHbIX OTYETax M PeKNaMHbIX MaTepuanax, U nvilb
HecKonbKo nabopatopuit 06nagany UHGOPMaLMOHHBIMM
pecypcaMu LA NaUMEHTOB M «MNOCTABLUMKOB MeAULIMH-
CKux ycnyr» o Tecte. Coobwanu o ppakumm BrOHK nnopa
9 u3 10 nabopatopuit, 1 TonbKo 8 nabopatopuii cnegoBanm
peKoMeHJaLMUmn He NPOBOAWTb CKPUHUHI ayTOCOMHBIX aHey-
nnongunn, kpome Tp13, Tp18 n Tp21.

ABTOpbI CTaTbW CYMTAIOT, YTO AaHHAA CUTYaLUA «MOMKET
NpVBECTU K BecnopALKY U HEKOPPEKTHOMY KOHCYNbTUPOBa-
HWI0, N NabopaTopuM He LONHKHbLI MPeanaratb CKPUHUHT,
€CNM OHW He BLIMOSHAKT BCeX pekoMeHdaumn ACMG»,
a MaTepuanbl NpoBeAEHHOr0 UCCnefoBaHWA «MOMOrYT Bpa-
YyaMm ¥ 6yaywMM poauTenaM, NbITAIOWMMCA OMPeaenuTb
kayecTBo npegnaraemoro HUMT Ha coBpeMeHHOM pbiHKe.
Mo MHeHuio ofHoro u3 aeTopoB, B. Skotko, cogmpekTopa
nporpammel «CuHapom [ayHa» MaccauyceTcKoro rocnutans
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obuwiero npoduna npu [apBapaCKOM YHUBEpPCUTETE, CTaTbA
LOMKHa CTaTb «CTUMYNOM AAA Toro, Ytobbl nabopatopuu
MepecMoTPenv CBOM OTYETI, BKAKYMUIN Pecypehbl ANA naum-
EHTOB M TECTOBbIE METPUYECKME [aHHbIE, KOTOpbIE NO3BONIAT
BpayaM M aKyllepaM NoMo4b CBOMM NaLMeHTaM NpUHUMATb
060CHOBaHHbIE PEeLLEHMA, OCHOBaHHblE Ha TOYHOM MHOP-
Mauum».

Bcneng 3a cratbenm uccnepoBaTeny ony6iMKoBanu
Ha Be6-canTe https://prenatalinformation.org/table/ Tabnu-
Ly C BbILUEYNOMAHYTHIMU OLEHKaMM, KOTOPYIO OHW 06HOBMAM
19 mioHa 2020 r., 0TMETUB, YTO HEKOTOPbIE PEKOMEHAALMM
ACMG 2016 r. MoryT 6bITb YCTapeBLUMMM U CHUMKATb OLLEHKY
nabopatopwuii no onybnMKoBaHHLIM B PyKoBofCTBE KpuTe-
pUAM. «B HEKOTOpLIX CiTy4asax OTYETHOCTbL MO BCEM MOKa3a-
TeNIAM TECTUPOBAHMA He UMEET CMbICNa», — MULLYT aBTopbI.
TaK, HeT cMbIcna coobLWaTh 0 NPOrHOCTUYECKOW LEHHOCTM
MONOXMTENLHOMO pesynbTata NPy ero oTpMLATENLHOM pe-
3ynbTaTe, a B pAfde CNy4yaeB MUCTUHHAA MpOrHOCTUYeCKan
LIEHHOCTb He MOMKET bbITb onpefeneHa. IKcnepTbl yKasanu,
4TO B BONBLUMHCTBE C/ly4aeB aHeynnoMaNIA NoNoBbIX XPOMO-
COM 0MpefennTb UCTUHHOCTb MOIOKUTENBHOMO pe3ynbraTa
Cpasy Mpu POXAEHWUM CIOMHO, @ CleanTb 3a NaLueHTaMu
roflamu HeLienecoobpasHo.

B opyrux nybnukaumsax B. Skotko otMeTun, uto uccne-
[I0BaHWE He BK/0Yano akageM1yeckue nabopatopuu, a Ha-
4anocb ¢ KOMMepPYeCKUX, 3aHUMAIOLLMX HaUboNbLUYIO [0S0
npogax HUMT Ha peikke B CLUA [71]. B ganbHewwem rpyn-
na aBTOPOB MyaHWpyeT 06HOBNATL peATUHI 10 KOMNaHui,
MPeACTaB/EHHbIX B CTATbe, a TaKHKe NPOBECTM aHaNM3 HOBbIX
KOMMEPYECKMX KOMMaHUN 1 aKageMUYecknx nabopatopuii.
«JlabopaTopuy OMKHbI CiefoBaTh TaKoM Haunbosnee Ba-
HoW pekoMeHaaummn ACMG, Kak obecneyeHue MPOrHOCTU-
4EeCKOM LIEHHOCTM MOJIOMMTENbHOr0 pesynbTata, MOCKOSbKY
poaMUTENM UMEIOT NPABO 3HaTb BEPOATHOCTb TOI0, HACKOJLKO
MOMOMUTENBHBIA pe3ynbTaT Ux Tecta byaeT UCTUHHO noso-
¥UTENbHBIN, U peakuma poauTene nocne Nofy4eHna nono-
¥UTENbHOr0 pe3yfbTata byneT onpeaenaTbcA NOHUMaHUEM
€ro NpOrHOCTUYECKOM LIeHHOCTU. [nA 0Co3HaHHOro Bbibopa
OyayLIMX CEMEN TaKMHe 04YeHb BaHO, 4Tobbl nabopatopum
NnoJAepHuBany NoTpebHoCTM poanuTenen B 0by4aloLLmx Ma-
Tepuanax, NpefocTaBnAA AOCTYN K Ka4eCTBEHHLIM pecypcam
U MHdOpPMaLMK, NOJ0OHLIM TEM, KOTOpble PEKOMEHO0BaHbI
ACMG», — pobaBun aBTop.

B HayuHoM o630pe, onybnukoBaHHoM B 2017 1. [72]
1 NOCBALLEHHOM €BPONENCKUM U aMEPUKAHCKUM PEKOMEH-
paumamM no npuMeHenunto HAMT B KNMHMYECKOW NpaKTUKe,
POCCMIACKME aBTOPbI OLEHWSIN NOMb3Y HAKOMMIEHHOr 0 B Y-
FMX CTPaHaX OMbITa M aKLEHTMPOBaNM BHUMaHWeE Ha «OCTpoW
noTpebHOCTM B NPOGECcCMOHANbHBIX ANCKYCCUAX» MO OLEHKE
BO3MOMHOCTEW U OrpaHU4EHWUI OUHAMUYECKU pa3BUBal0-
wenca TexHonorum HUMT, BKnioyas npaBoBble, 3TUYECKME
M NpOCBETUTENBCKME BOMPOCHI, TAKUE KaK PeriamMeHTUpy-
loLee MeOMLMHCKYI0 [NeATENbHOCTb AeMCTBYIOLLEE 3aKOHO-
AatenbcTBo, KoMMepumanusauma HAMT, oTHoweHWe K HeMy
Bpayen M naumeHToB. B pabote oTMeuyeHo OTCYTCTBME
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PEKOMEHAALMIA N0 MeAMKO-TEHETUYECKOMY KOHCYNIbTUPOBa-

HWI0 6epeMeHHBbIX, BaXKHOMY KNIMHWYECKOMY M 3TUYECKOMY

KoMMoHeHTy npu npumeHeHnn HUTT, B ToM uncne B egmH-

CTBEHHOM [0 HacTOALLEro BpeMeHW onybiMKoBaHHOM oTe-

UECTBEHHOM [10KYMEHTE N0 HEWHBA3MBHOMY TECTUPOBAHUIO

aHeynnonaui nnoga [12].

Bbinn npeanoeHbl KNo4eBble NYHKTHI BpaYebHOM KoH-
CynbTauum nepef HasHaveHnveM HUMT [5, 73]:

*  3afBWTE, YTO TECTUPOBAHMWE He ABNAETCA 0653aTesNbHbIM;

* YTOYHWTE, YTO 3TO CKPUHMHIOBbLIW, @ HE QMarHocTUYe-
CKUI TECT;

*  OMULIKTE OrpaHUYeHUA TecTa (To ecTb TO, 4N1A Yero TecT
He MpefHa3HayeH);

*  MpOaHanu3upywTe KINMHUYECKME 0COBEHHOCTU U Bapua-
6enbHOCTb MCCNeaYeMbIX COCTOAHWA;

KpaTKo MpefCcTaBbTe MeTofbl TECTUPOBAHMA U hopMaThl
NabopaTopHbIX 3aKMIO4EHNI;

* onpegenuTe MoOAOXMTENbHbIE U OTpULATeNbHbIE MPO-
FHOCTMYECKME 3HAYEHWA METOAa U UX KIVMHUYECKYI
3HauMMOCTb;

+ peKoMeH[yMTe, YTo6bl BCE MOMOMKMTENbHbIE CKPUHUH-
roBble TECTbl ObINKM NOATBEPHAEHBI AMArHOCTUYECKUM
uccnefoBaHWeM onpefeneHna Kapuotuna nnoga wim
HOBOPOKOEHHOI O;

¢ YNOMAHWUTE 0 BO3MOXKHOCTM CITy4anHbIX HAX0LOK, Kaca-
IOLLIMXCA MaTePUHCKOr0 3[0p0BbA;

+ HanmpaBsbTe NauMeHTa K MeOMLMHCKOMY FEHETUKY AnA
pa3bACHEHUA HEObbIYHbIX Pe3yNbTaToB TecTa.

He MeHee BarkHOM An1A c06MIOAEHUA STUMECKUX MPUHLM-
nos npu ocywwecteneHun HAMT npencraenaeTca ponb coum-
anbHOM 1 KyNbTYpHOW cpefbl. MHOrouncneHHsle Uccneno-
BaHMWA M0 OLEHKE BNAHMA 0eMOrpaduyecKmX, STHAYECKUX,
PENMIMO3HBIX, COLMANbHO-3KOHOMUYECKUX W OpYrux cdep
KU3HW 06LLECTBA HA NPeANoYTEHNA METOAO0B NPEeHaTabHo-
ro TECTUPOBaHMUA BbIABUIM PAR 0cobeHHOCTeN. Pesynbrarthl
onpoca 2707 KeHwwmH 1 1275 Bpaveit B AEBATU CTpaHax
(Benukobputanua, Hanua, Uspaunb, WUcnanoma, Utanus,
KaHapma, Hugepnangel, Moptyranus, CuHranyp) nokasanu
npegnoyTeHne besonacHoro Tecta M BO3MOMHOCTM Mony-
YeHMA MHhOPMaLUM O pUCKe OOMOAHWUTENbHbIX XA, noMu-
Mo Tp21. [inq Bpayew bonbluee 3HaUeHNe UMENM NoKasare-
JIN YYBCTBMTENTBHOCTM Pe3yNbTaToB TECTA NPY paHHEM CPOKe
6epemeHHocTW. [Mpy 3TOM uTenbHULbI U3panna u Hugep-
NaHZoB Yalle ApYrux ObiMv CKNOHHBI K 0TKasy oT nboro
BapyaHTa CKPMHMHIa Ha cunapom [ayHa [74].

Wccnenosanme B CLUA ¢ yyactmeM 3164 pecnoHgeHToB
NPOAEMOHCTPUPOBaNo, YTo yYatle BbibupatoT HUMT meHwm-
Hbl CTapLUEN BO3PaCTHOM rpynmbl, C BbICLIMM 06pa3oBaHm-
€M, C 60MbLIMM [OXO0M M NPY HANMYMK CTPAXOBKM, a TaK-
¥e Te, KTO Ye 3HaKOM C FeHeTUYEeCKMM TeCTUPOBaHUEM.
lpu 3ToM He rotoBbl Bocnonb3oBaTbcA HUTMT KeHLMHBI,
YKasaBLUMe CBOKW [OCTaTOYHYI0 PeNMruo3HocTb (BHe 3a-
BMCMMOCTU OT BUAA PENIUTUM) U OTHOCALLMECA K KOPEHHBIM
HapoJaM CceBep0aMepuKaHCKOr0 KOHTWMHeHTa. Mckmiouanu
BO3MOMHOCTb NpepbiBaHWA BepeMeHHOCTU MY NOJTy4eHUM
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HebnaronpuUATHOro pesynbTaTa Yalle HEHLLMHbI PENUrnos-
HbIX rpynn (MpoTecTaHTbl, MOPMOHbI) M adpoamMepuKaHLbl,
YTO OTPA3UNOCh Ha Mx oTHoweHumn K HAMT [75].

WNHTepecHbIMM NpeaCcTaBnAIOTCA pe3ynbTaTbl MOTUBALMM
otkasa ot HUIT B KauecTBe OOMONHUTENLHOMO TecTa, Mo-
Ny4eHHble Ha BblbopKe U3 6782 bepeMeHHbIX, BKMIOYEHHbIX
B [Pynny MPOMEYTOHHOr0 PUCKa No pesynbTataM KoMbu-
HUPOBAHHOr0 CKpWHMHra: 8,5 % oTKasanucb no npuuMHe
YOOBNIETBOPEHHOCTM MONYYEHHBIMU pe3ynbTatamu, 26 % —
BCNeACTBUE HEMPUATUA BapuaHTa NpepbiBaHUA 6epeMeHHo-
CTU N0 MeAMLMHCKUM NOKa3aHWAM npu fioboM pesynbrare
HWMT, 10 % He xotenu npoxoante HUMT Kak 3KkcnepuMeH-
TanbHbIN TecT, 2 % MKEeHWWH He COrNacunch C OTMPaBKoW
npobbl Ha nccnegosakue B apyryio ctpany (CLUA) [76].

lpynna poccuiAckux cneumanvcToB npeanpuHaAna no-
NbITKY ONpefenuTb NpPeanoyTeHUA Bpader U bepeMeHHbIX
npv Bblbope NpeHaTanbHbIX TECTOB C PasHbIMU XapaKTe-
PUCTMKaMKU NOCPEACTBOM aHKeTMpoBaHuA. [lpy aHanu3e
0TBETOB 6bINIO ONpefeneHo, YTo Ha BbIGOp BAUAIOT MHGOp-
MaTMBHOCTb (BO3MOXHOCTb MOJyYeHUA OOMONHUTENLHOM
nHdOpMaLMM 0 3[40p0OBbE MN0AA) U CTOMMOCTb TECTa U He
BAMAIOT YyBCTBUTENBHOCTb M CPOK MONYYEHWUA pesynbTata.
Bpauun Monore 35 net npegnounu ucnonb3oBanne HUMT
TOMbKO [J1A CKPUHMHIa cuHapoMa [layHa [77].

Mpu aHanu3e 800 6epeMeHHbIX 6e3BbIGOPOYHON FpyMMbI
3 16 pervoHos PO nogasnatoLLee 60/bLUMHCTBO ONPOLIEH-
Hbix (90,2 %) onpepenunun PIC Kak obA3aTenbHbI MeToq
obcnenoBaHMA onA Kamaon bepeMeHHoW, 84,7 % KeHLMH
MPeanoYn TecTbl C BO3MOXKHOCTbIO NMONTy4eHUA pe3ynbTara
0 3[0pOBbe N/I04a B MAKCMMaJTbHO paHHUE CPOKM bepeMeH-
HocTm (90,97 %) 1 onnaumBaeMble rocyaapcTBOM, BKAOYanA
cTpaxoBble $poHAabl (75,6 %). He 3Hanu o HUMNT po aHKeTH-
poBaHuA 63,4 % 6GepeMeHHbIX BHE 3aBMCMMOCTM OT MecTa
MPOMUBaHWA U YpoBHA 06pa3oBaHmA [78].

Pe3ynbTathl BCeX NpMBEAEHHBLIX MUCCNEeR0BaHWIA NOA-
YepKMBAIOT HE06X0AMMOCTb PAaCCMOTPEHWA CTPaHaMU KOH-
KpeTHbIX COLManbHbIX BOMPOCOB NpU OnpeeneHnn pamok,
B KOTOpbIX [OMKHO bbiTb 0becneyeHo 3TMYecKU obocHO-
BaHHoe ocyLwwecTeneHne HUMT. KpoMe Toro, MeguumHcKan
npogeccmMoHanbHan NoAroToBKa KOHCYNbTAHTOB OCTaeTCA
nepBoCTENEHHOW 3ajayelt AnA obecneyeHUA 0CO3HAHHOMO
Bblbopa ceMbMm.

Mogenu npuMeHeHUA HeMHBasUBHOI O
npeHaTtanbHoOro TeCtTuposaHuA no ctpaHaM Mupa

BHepapenve HUMNT B cCKpUHMHIOBLIE NpOrpamMMbl B CTpa-
Hax Mupa npomcxoamT no-pasHoMy. [pu LieHTpann3oBaHHOM
BapwaHTe (cTpaHbl 3anagHon Eponbl: Fonnanaus, benbrus,
LWseruapwma, danua u gpyrue, a Takwe ABctpanua u Ku-
Tal) BHePeHWEe LAHHOW TEXHONOMMU B MPaKTUKY perynu-
pyeT rocyaapctBo. B aTvx cTpaHax ucnonb3ylT pasnnyHble
anropuTMbl NpeHaTanbHoOro CKpUHWHIA. B opyrux crpaHax
nauMeHTaM NpesoCcTaBAAIOT NpaBo Bbibopa M onnathl TecTa
(Hanpumep, CLUA). OcobHsKOM cToAT cTpaHbl, roe HUNT
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BHeApSAETCA TONbKO B HEKOTopbIX pervoHax (PMHAAHAMA,
Wranua, Yexua, CuHranyp v gp.).

MocTosHHO 0bcypaeTca Bonpoc, cneayeT v HUMT npeg-
naratb B Ka4ecTBe CKPUHMHIa NepBOM IMHAWM MM KaK YacTb
KOHTUHIeHTHOW Mofenu, B KoTopoi aHanu3 BKOHK orpanu-
YeH rpynnon naLumeHToB, 0TOBPaHHLIX HAa OCHOBE pe3yfbTa-
ToB PIIC [79, 80]. NpenmyLuecTBo NepBoro noaxoaa 3aki-
yaeTcA B ero Hosblied CKPUHUHIOBOM YyBCTBUTENBHOCTY
ANA BCEN nonynAuMM bepeMeHHbIX B OTHOLeHun Tp21.
Takon anroput™ BHegpeH B benbrum [81]. HepgocTatok ato-
ro NoAxoaa, 0CHOBAHHOMO TONbKO Ha aHanu3e BK[OHK, 3a-
KMIOYaeTCA B TOM, YTO 3a4acTyl0 HMKAKUX aHATOMUYECKMX
YNbTPa3BYKOBLIX OLIEHOK MN0Aa He MPOM3BOAMTCA M Npu
CKPUHMHIE MPONYCKaloT BPOMAEHHLIE MOPOKM Pa3BUTHUA.
Bonblwon npobnemMon B 3TOM NOAX0Ae TaKKe ABNAETCA
ero CTOMMOCTb, U MPaKTUYECKM Mano CTpaH MoryT cebe
ero no3sonuTb. [pyran npobnema AaHHOW Mofenu cocTo-
WUT B BOJIbLLIOM YMCIIE JIOKHOMONOMMTENLHBIX Pe3y/bTaTos,
Mo NOBOAY KOTOPbIX HE06X0AMMa UHBa3WBHaA NpeHaTasbHas
AuarHoctuka (Maccosbit nrHUMT B Hupepnangax) [26, 82].

B cBA3M C 3TMM B HacToALLee BpeMA BO MHOTMX CTpaHax
NPeanoYsIv Ha4yaTb C KOHTUHIEHTHOM MOLENN CKPUHUHIA.
B pamkax paHHon Mogenu HUMNT npoBoaat 6epeMeHHbIM,
MonaBLUMM B Fpynny pucka no XA Ha OCHOBaHWW pesynbTa-
108 PIC. 06bI4HO BbIGENAIOT FPYMMbl BHICOKOMO, NPOMERKY-
TOYHOrO W HM3Koro pucka. HUMT npegnaraiot 6epeMeHHbIM
M3 rpynn BbICOKOTO M MPOMEKYTOYHOMO pUCKa. B rpynne
BbICOKOMO PWUCKA, B KOTOPOM MOKa3aHa MHBa3WBHaA gua-
rHocTuka, HUMNT npuMeHAIOT AnA CHUMKEHUA YMcna MHBa3uK
B CNyyanAx oTpuuaTencHoro pesynbrata no BKOHK. B rpynne
npoMexkyTouHoro pucka HUMT nposogAT anA BbiABNEHUA
Tex XA, KoTopbix He yaanock 06Hapy#uTb npu PIIC B rpa-
HULaX BbICOKOro pucKa. OcHoBHOW npobneMoi AaHHOTO
noaxofa ABMAETCA OMNpedeNieHne rPaHuUL, MPOMERYTOUHO-
ro pucKa. B pasHbix cTpaHax MCMonb3yloT pasHble LMdpbI.
Tak, HanpuMep, B AHrumK 6epyT 3a oTceury puck >1: 150,
B Hopeernn — =1 : 250, B icnawum — ot 1: 50 go 1 : 250,
B Lsenuapum — =1:1000, B LWBeumm — ot 1:50
no 1:1000, B laHnm — B rpanmuax ot 1: 301 go 1: 1000,
B Asctpanum — ot 1: 10 go 1: 1000.

K. Hukonanpec v coaBT. paccumTtanu, 4to WUCNOMb-
3oBaHue PIC B KayecTBe OCHOBHOMO CKpUHWHIA Ha Tp21
n nposegeHne HWUMT pna 6epeMeHHbIX C puckoM 60-
nee yem 1:3000 (1:2-1:3000) obecneumnu 661 97 %
YyBCTBMTENBHOCTb MPU BENIMYMHE Tpynnbl pucka Tp21,
cdopMMpoBaHHOM B MTOre ¢ y4eToM pesynbtatoB HUIMT,
B 0,4 % cnyyaeB [83], To ecTb MHBa3MBHAA AMArHOCTUKa
6bina 6bl nokasaHa Bcero oA 0,4 % NaUMeHTOK W [OMK-
Ha 6bina 6bl BbIABUTL 97 % Tp21. B uccneposaHum RAPID
BCEM MaLMeHTKaM ¢ puckoM ana Tp21 =1 : 1000 Ha ocHose
nmbo PIIC, nubo yetBepHoro TecTa (quadruple screening
test) npegnarann HUMT. MaumeHTkam ¢ puckoM =1 : 150
PEKOMEHO0BaNN MHBA3WBHOE TeCTUpOBaHWe. Pe3ynbrathl
MOJIHOCTbIO COBMNaAanu ¢ NpefckasaHHbIM MaTeMaTUYECKUM
MoaenvpoBaHueM [84]. ABTopbl AenalwT CXoXue BbiBOAbI,
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HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

YTO CHMMKEHME MOpora pUCKa B CBA3U C BO3MOMHOCTbIO
CAenatb BTOPOM CKpUHUHI MeTogoM HUIMT yBennumBaet Ko-
NINYECTBO BbLIABNEHHBIX Cly4aeB cuHApoMa [layHa, cHuKan
MPW 3TOM YMCNO MHBA3MBHbIX TECTOB W CBA3AHHBIX C HUMK
BbIKMbILLEN, HO (MHAHCOBbIE 3aTPaThl TaKHKe 3HAUYMTESBHO
yBenuumsaioTcA. MunbtodT 1 coasT. U3 JaHum coobumnu
0 6449 MeHLWMHaX, KoTopble NPOLIM KOMOMHUPOBAHHDIM
CKPUHWHT Ha Tp21 [85]. B aToM mccnefoBaHWM HeHLMHAM
¢ puckoM =1 : 1000 gononHutensHo nposenu HUMT. AsTo-
pbl CPaBHMN 06bIYHBIA KOMBUHMPOBAHHBIN CKPUHMHT C No-
cnesyiolwen MHBa3MBHON AMArHOCTUKOM Npu pucke bonee
yeM 1: 300 (rpynna BbiCOKOro pucKa B [laHum) ¢ Moaenbio
KOHTUHIEHTHOIO CKpMHMHIa, B KotopoM HUMT npeanaranu
bepeMeHHbIM ¢ puckoM ot 1: 100 go 1: 1000. YyscTBUTEND-
HocTb cocTaenAna 100 % B oboux BapuaHTax CKPUHMHIA,
KOJIMYECTBO NIOXKHOMOJIOMKMTESbHBIX Pe3yNbTaToB HbIN0 CHU-
¥eHo ¢ 3 % npu 06bIYHOM KOMOUHMPOBAHHOM CKPUHUHIE
00 1,2 % B KOHTMHIEHTHOM BapWaHTe, YTO MOXKET NPUBECTM
K 3HQUUTENIBHOMY CHUMKEHWIO KONUYECTBA MHBA3WUM B rpyn-
ne BbICOKOrO p1CKa.

TeM He MeHee [awe MpW 3HAYUTENILHOM YBENIMYEHUU
rPYNnbl NPOMEXKYTOYHOIO pUcKa npumepHo 1,5-5 % bepe-
MeHHbIX ¢ Tp21 y NnofoB 0CTaeTcA B rpymnmne HA3KOro pucka
1 NponycKaeTcA npu ckpuHuHre [83, 86—89].

Kagan v coaBT. npoBenu peTpocreKkTUBHOE UCCNeno-
BaHue 21 052 6epeMeHHbIx, KoTopble npowwnu PIIC B Hioc-
cenbaopde (FepManus) [88]. OueHMBanM 4yBCTBUTENBHOCTD
PMNC nnu HUMT oTaensHo, cpaBHMBaA MX NPU OAMHAKOBbIX
0TCEYKax rpynn puUCKa, a TaKkKe YYBCTBUTENBHOCTb ABYX-
cTynenyartoro nogxoga, B KotopoM HWIMT nposogunnu
B IPynne «npOMEMHYTOUYHOMO» PUCKA, PacCUMTaHHOrO Mo-
cne PIC gna Bcex bepeMeHHbIX, ¢ oTceykamu ot 1: 50
o 1:1000 m ot 1:150 go 1:500. Becero B obLen rpynne
6bino BbiABneHo 127, 34, 13 u 15 6epeMenHocTen ¢ Tp21,
Tp18, Tp13 v aHOoManuAMM NONOBbLIX XPOMOCOM COOTBET-
cTBeHHo. [pyrne XA C MoBbILEHHbIM PUCKOM Hebnaro-
MPUATHOTO MCX0Aa, KoTopble He bbinu 06HapyeHbl C Mo-
mowbio HAMT, npucytctBoBanu y 23 nnogos. OcTanbHble
20 840 6epemeHHOCTEN 6bINM KNacCUPULMPOBaHBI Kak HOp-
ManbHble, Tak Kak [0- WM nocnepofoBble obcneoBaHNsA
He BbIABUNIM HWUKAKMX MPU3HAKOB KJIMHWUYECKU 3HA4M-
Mbix XA. Pacuetbl nokasanu, uto PIC ¢ rpaHuuen oTceykn
pucka 1: 50 nossonneT obHapy+uTb 81 % u c rpaHuuen
otceukn 1:250 — 91 % Bcex aHeynnougmia. Mpu HAMT
MpM TeX e 0TCeYKax MOXKHO BblABUTL 88 % cooTBeTCTBYIO-
wwx XA. B cnyyae gByxctynenyatoro nogxoga PIIC + HUANT
C rpaHuuamm otceyek pucka ot 1:50 go 1: 1000 ypaet-
cA 06HapykuTb 94 % Bcex aHeynnougmii. C gpyrum gua-
Ma3oHOM «MPOMEKYTOMHOro» pucka oT 1: 150 go 1:500
Ko3¢PULMEHT BbiBNEHMA cocTasnfAeT 93 %. AsTopbl cpe-
nanu 3akniyeHne, YTO OBYXCTYNEHYATbIA KOHTUHIE€HTHBI
npuHUMN ckpuHuHra ¢ PIIC gna Bcex naumenTos v HUMT
B Ipynne NpOMEKYTOYHOr0 PpUCKa NPUBOLAMT K BbICOKOM Ya-
cToTe 0bHapyKeHWA Bcex aHeynnouaumid. B ceoewt nocnepy-
lowen pabote [90] HeMeuKue aBTOPbI JOMYCKAIOT BapUaHT
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CKPMHMHIA C BO3MOXHOCTbIO 3aMeHbI CbIBOPOTOYHBIX Map-
KepoB Matepu Ha HUNT ¢ obasatensHbiM Y3U B 11-14 Hep.
C MW3MepeHueM TOJMHbI BOPOTHMKOBOIO MPOCTPaH-
ctea (TBI) y nnoga no anroputMy FMF u ynbTpassyKkoBoi
OLEHKOM cocToAHMA nnopa. WHBa3uMBHYIO OMarHoCTURY
npegnaraior 6epemeHHbiM npu TBIT 23,5 MM, npu BbifB-
NeHUM MOPOKOB pasBuUTUA y nioda v pucke XA no HUMT.

B npyroi pabote uccnenoBany 4acToTy aTMMUYHBIX
XPOMOCOMHbIX M CYyBMUKPOCKOMMYECKMUX aHOMajIuM, a TaK-
e CTPYKTYpPHble aHOManuu nnofa, BuiAenAeMble npu Y3U
B | TpuMecTpe 6epemenHocTH y nioaos ¢ TBI >99-ro npo-
LeHTUNA ¢ Lenbio oueHkn npurogHoctn HUMT B KavectBe
€AMHCTBEHHOr0 CKpUHMHrosoro Tecta [91]. B peTpocnek-
TUBHOM KOrOpPTHOM uccrnegoBaHun 226 nnogos ¢ TBI
>99-ro npoueHTMNA Ha cpoke bepeMeHHocTH 11-14 Hep.
aBTOpbI OLIEHWUNN TEOPETUYECKUIA BLIXO ABYX MOAENEN Te-
ctuposanua BKIHK, crangaptHoi tapretHoi HUMT (xpomo-
coMmbl 21, 18 1 13) n pacwmpenHon HAMT (xpomocoMsl 21,
18, 13 1 nonoBble XPOMOCOMBI) U CPaBHUAM €ro C pe3yb-
TaTaMm LUTOreHeTUYECKOro TECTUPOBaHUA U YNIbTPa3ByKo-
Bov oueHkm B |, Bo Il unm B lIl TpumMecTpax. Y 226 nnogos
Mo [aHHbIM LMTOrEHETMYECKOr0 aHanu3a YCTaHOB/EHO
84 (37 %) XA, B TOM umcne 68 yacTbix aHeynaouaui (c yya-
CTMeM xpoMocoM 13, 18 unam 21), wecTb aHeynnouami no-
I0BbIX XPOMOCOM (4eTbIpe ciy4as MOHOCOMUM X U [ABa Cily-
yaAa Tpucommu X), TPU KIMHWUYECKW 3HauMMble pedkue XA
(1 — Tpncomma xpoMocomsbl 22, 1T — Mo3anum3M Mo Tpu-
commn 21 n 1 — HecbanaHcMpoBaHHasA TpaHCNOKaUuA),
MATb CyBMUKPOCKOMUYECKMX NaTOreHHbIX BapUaHTOB U ABa
cnyyan ¢ cuiapoMoM HyHaH. B cnyyae crangapTHoro v pac-
wupenHoro HAMT 6bino 6kl NponyLLieHO NO MeHbLUEW Mepe
12 % (10/84) n 19 % (16/84) coOTBETCTBEHHO FEHETUYECKMX
aHoManui, yto coctasuio 6bl 4,4 1 7,1 % nnogoB ¢ ysenu-
yeHHbIM TBI1. HakoHew, u3 142 nnogos., y KOTOpbIX He 6bino
BbIAABNEHO FEHETUYECKMX HapyLIeHWN nabopaTopHbIMM Me-
TO[aMW, 3HauMTeNbHble MOPOKM PasBUTMA Habnioganuch
y 15 (10,6 %) npu paHHeM YnbTpa3BYKOBOM CKaHWPOBaHWW
ny 19 (13,4 %) npu Y3U Bo Il uaum B Il Tpumectpe. ApTo-
pbl CTaBAT nogd coMHeHue npurogHocte HUMT B KavecTse
CKPUHWHIOBOr0 TeCTa y MaumeHToB C yBenuyeHHon TBII.
ChenaH BbiBOL: BceM GepeMeHHbIM criefyeT npefnarartb
11-13-HemensHoe Y3W ona ouenkm TBIT v paHHen aHato-
MWW He3aBUCUMO OT MeTogda CKpuHuHra. Ecnin 11-13-He-
[enbHoe CKaHWpoBaHWe BbLINOMHAIT paHblie, Yyem HUIT,
T0 3HaueHue TBI >99-ro npoueHTMNA JONMKHO NPeNATCTBO-
BaTb MCMO/Ib30BaHMI0 NOC/ESyIOLEro TeCTUPOBaHUA 3TUM
MeTOLOM.

CnenyeT OTMETUTb, YTO CTPYKTYPHbIE aHOManuUu y no-
[0B (B TOM uucne neTanbHble BPOMEHHbIE MOPOKU pas-
BUTKSA) B 06LLEN NONYNALMM BCTpeYaloTcs value, YeM XA,
nosToMy nioboe pelleHne 06 anropuTMe KIMHWUYECKOro
npuMeHenna HUMT pomkHO BKNOYaTb NpoBefeHUE 3KC-
neptHoro Y3M | Tpumectpa (B TOM uucne oueHry TBIM)
C onpefeneHMeM CpPOKOB GepeMeHHOCTM, MM3Hecrocob-
HOCTU NN0AQ, HaNMUMA MHOrOMIOAHOM HepeMeHHOCTH,
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CTPYKTYPHbIX aHOManui nioga (B TOM YMCNe OLEHKY Nopo-
KoB cepAua) 1 pucka notepu bepeMenHocTu [20, 80, 92, 93].
He cTouT 3abbiBath, 4TO KOMOMHWMPOBAHHBIVA NpeHaTaNbHbIN
CKPUHWHI N03BoAAeT chopMUpPOBaTb FPyMbl BLICOKOI0 pu-
CKa 6epeMeHHbIX M0 PasBUTUIO NPE3KNAMNCUM, 3a[epHKKe
pocTa NnoAa U NpeaeBpeMEHHBIM poaaM.

Bce bonee o04eBMOHBIM CTaHOBUTCA MOHMMaHWE,
4TO MPpY LENOCTHOM MOAX0Ae K CKPUHMHIY B | TpuMecTpe
6epeMeHHOCTU «reHOTUMMPOBaHUE [OMIKHO CNefoBaTh
nocnie OMUCaHWA KNWMHUYecKoro deHoTuna» [92]. Bardi
n coast. onucanm 1901 cnyyan 6epemeHHocTn c TBII
>95-ro npoueHTnna B nepuog ¢ 2010 no 2016 r. bepemeH-
HOCTW C HEWU3BECTHbIM UCXOAOM Obinn MCKMIoYeHbl. bbinu
cobpaHbl pe3ynbTarthl AeTanbHbix Y3W, KapuoTunmpoBaHus,
reHOTUNMUPOBaHWA, ucxodoB 6GepeMeHHOCTM M nepuofa
HOBOPOMOEHHOCTH, KOHCYNbTALMU KAMHUYECKOr0 reHe-
TMKa M MOCMEPTHbIX UccienoBaHuin. B obluen cnoxHocTu
13 821 cnyyan y 43 % nnopoB NpucyTcTBOBaNa X0TA bbl 0fHa
CTPYKTYpHaA aHoManuA. Yacrtota aHoManui cocTaBuna
21 % gna nnopos ¢ TBMN mexay 95-M n 99-M npoueHTUNA-
Mu 1 62 % nna nnogos ¢ TBIM 299-ro npoueHTunA. B atoi
KOropTe BCTPEYaeMOCTb MOHOTEHHbIX HapyLUEHWiA, cybMu-
KPOCKOMUYECKMX M XPOMOCOMHBIX aHOManun cocTaBuna
2,2 v 30 % (24 % tpucomum 21, 18, 13 n 5,4 % gpyrue XA)
COOTBETCTBEHHO. /30N11poBaHHbIE CTPYKTYpHbIE aHOManuu,
ONA KOTOpbIX He ObIN0 HaMEHO reHEeTUYECKMX LedeKToB,
oTMeueHbl ¥ 9 %. ABTopbl 3aKkntoumnu, yto HUMT npesoc-
XOAWT MO YYBCTBUTENBHOCTM KOMOUHUPOBAHHDLIA CKPUHUHI
(ocobeHHO ans BbIABNEHWA TpUCOMUK 21), HO TECTUPOBaHME
Br[HK He couetaetca ¢ Y3W nnopga, BKNlovasa M3mepeHune
TBI, v 34 % BpoXKAeHHbIX aHOManWI MOryT 0CTaTbCA He3a-
MeyeHHbIMU B | TpuMecTpe bepeMeHHocTU. [py HopMarbHOM
KapuoTune NjodoB € BbICOKUMM Nokasatenamu TBI n/unm
CTPYKTYPHBIMW aHOMa/MAMM HeobX0AMMbI [ONOHUTESbHBIE
MONEKYNAPHO-TeHETUYECKME UCCNEN0BAHNA M NOBbILIEHHOE
BHWMaHue K BeaeHuIo bepeMeHHocT [92].

B HacToAwlee BpeMA Tekywwime 3atpatbl Ha HUMT orpa-
HUYMBAIOT €r0 NPMMEHEHME B KaYeCTBE CKPUHUHIA NepBOM
nuHMK. CooTHOLEHWE LieHbl MPOTOKOMOB NpeHaTanbHOro
cKpuHuHra ana Tp21, srntovaa HUMT, nokasaHo K. Huko-
nampgecoM u coaet. B 2016 r. [94]. Tpn mcnonb3oBaHum
HUMNT B KauecTBe NepBOM NMHWUM CKPUHMHIA OTMEYEHO
3—4-KpaTHoe MoBbLILLEHUE CpeHEN CTOMMOCTU BbIABNEHUS
opHoro cnyyas poxaeHua Tp21. OgHaKo, ckopee Bcero, 310
BpPeMEHHOe OrpaHuyeHue, Tak Kak ueHa HUMT cHukaetca
C MOMEHTa ero BHeApEeHUA W, KaK oxuaaetca, bynet npo-
[OMmKaTh Naaatb.

B o0630pe Nshimyumukiza u coaBT. npoaHanv3umpoBsa-
HO KayecTBO 3KoHoMuyecKon oueHku HUMT B 16 uccne-
[0BaHWAX, onybnukoBaHHbiXx B nepuog 2009-2016 rr.,
B KoTopbix HUMT cpaBHMBanu ¢ TekyLLen NPaKTUKOW CKPU-
HWHra (onpegeneHne BGUMOXMMMYECKMX MapKEPOB C WK
6e3 Y31 n/unn matepuHckoro Bospacra) [95]. CoenaH BbI-
Bof, 4To npu ypoBHe LeH 2018 r. KoHTUHreHTHbIM HUMT
obecneumBaeT HauyyLLee COOTHOLIEHME LiEHbl U KayecTBa
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ANA pUHAHCMPYEMbIX FOCY[apCTBOM NPOrpaMM CKPUHMHIA.
HWUMT Kak Tect nepBom fMHWK 6bin NMPU3HAH 3KOHOMUYECKU
HeadeKTMBHLIM B 6ONbLUMHCTBE MccnefoBaHui. Hanbo-
flee pacnpocTpaHeHHbIMU HeonpeeneHHbIMU MepeMEHHbI-
MK bbinu 3aTpatbl Ha HUMT, npegentHble 3HaYeHUA pUcKa
ONA TEKyLLEeN NpaKTUKM CKPUHMHIA, TNoKasaTeNnyn oxBata
CKPUHWMHIOM, @ TaKKe 4YacToTa NPUMEHEHWA MHBA3WBHBIX
AMarHoCTUYECKMX NpoLeayp M 3aTpaTbl Ha UX NPOBELAEHME.
0buiee Ka4ecTBO BKIMIOYEHHBIX B aHaNUTUYECKMIA 0630p pa-
60T 6b110 afeKBaTHLIM. C y4eTOM BO3MOMKHOI0 NafeHus LieH
1 npogonKatowweroca pacwumpenna HAMT go nonHoreHoM-
HOro BapMaHTa HeobX0AWMbl AanbHeWLIMe MccrefoBaHWA
LNA U3YUYeHWA NOTEHLMANbHON 3KOHOMUYECKON 3dPEeRTUB-
HOCTW BHeOpPEHWA HEMHBA3WMBHOIO CKPUHWMHIA B KavecTBe
TECTa NepBom JIMHUN.

Pacuet 3xkoHomuyeckon apdextusHoctn HUMT npepg-
CTaBfeH B 0Te4ecTBEHHOM nybnukauum 2016 r. [96]. ABTopbl
nonbITaNNCh OLEHUTH LienecoobpasHocTb npumeHeHna HAMT
LA NPeHaTanbHOro CKpUHMHIa Ha XA y nnofa Ha cMofenu-
POBaHHOW CUTyaLWM Mo pesynbTaTaM NpeHaTanbHoro obene-
AoBaHMA 6epeMeHHbIX B ToMcKow obnactu. Mo [aHHbIM
aBTOPOB, NPEANOYTUTENbHBIM BapUaHTOM, KaK KIAUHUYe-
CKW, TaK U 3KOHOMUYECKM, ABNAETCA ucnosb3oBaHue HUMT
B KOMOWHALMW C MHBA3WBHOW MPeHaTaibHOM AMarHoCTM-
KOM B rpynnax BbiCOKOro pucka no XA, chopMMpoBaHHbIX
Mo pe3ysibTataM PyTMHHOM0 KOMOMHUPOBAHHOIO CKPUHWHIA,
npw noBbILLeHnn 4o 48,3 % npAMbIX pacxooB Ha CKPUHMHT.

B HacToAwwen paboTe Mbl He oCTaHaBAMBaeMCA Ha Qu-
HaHCOBbLIX acneKTax W BOMPOCaX 3KOHOMWYECKOM Lieneco-
obpasHocTi HUIMT B cBA3K C TEM, UTO 3Ty TEMY HYKHO Nof-
po6Ho pa3bumpatb 0TAENBHO, OTEYECTBEHHBIE PaboThl MO HeM
MPaKTUYECKM OTCYTCTBYIOT, @ IKCTPaNonALMA AaHHbIX UHO-
CTpaHHbIX Nyb6NMKALMIA NpeacTaBNAETCA HEKOPPEKTHOM.

MepcneKTBbI HEMHBA3UBHOIO NPEHaTaIbHOro
TeCTUPOBaHMUA B CUCTEME NPEeHaTaslbHOro
CKpuHuHra B Poccum: MogenupoBatue

Ha 0CHOBe CO6CTBEHHbIX pe3yNbTaToB

OcHOBbIBAACh Ha [aHHbLIX O TOM, YTO YHUBEPCANbHbIN
HUMT no BkOHK noBbllwaeT YyBCTBUTENBHOCTL CKPUHWHIA
cuHgpoma [layHa u cHUMKaeT 4acToTy MHBa3MBHBIX TECTOB
(89, 93, 971, Mbl cienanu NOMbITKY OLEHWUTb BO3MOXKHOCTb
BHegpexna HWUMT B cucteMy maccosoro PIIC B Poccum.
PaccMoTpeHa cTpaTerua [OMONHUTENBHOrO CKPUHWHIA,
TaK Ha3blBaeMasA KOHTMHIeHTHasA MOAesb, Ha OCHOBaHMM
pe3ynbTaToB KOMOWHMPOBAHHOTO CKPUHWMHIA. 3TOT NOAXOA
COXpaHAeT ocHoBHble mpeumywiectsa HUMT, cnocobetay-
€T YBEJIMYEHUI0 YYBCTBUTENIBHOCTU UM CHUMKEHMIO 4YKUCna
JIO¥HOMONOMKNTENBHBIX PEe3YNbTaToB CKpPUHWUHIA no XA,
HO MPW 3HAUMTENIBHO MEHBLUMX 3aTpatax, YeM npu npu-
meHenun HUNT gna Bcew nonynAummn. CranpaptHoe Y3U
B | TpuMecTpe obecneumBaeT BbIABNIEHWE BpPOHOEHHBIX
MOpPOKOB Pa3BUTMA, a ONpeAeNieHne ChbIBOPOTOYHBIX Map-
KepoB MaTepu — paHHee NMpOrHO3UPOBaHWUE OC/OMHEHUN
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bepeMeHHOCTH, TaKMX KaK NPEe3KNaMNCcKs, 3afieprKKa passu-
TWA Nnofa, NPeXAeBPEMEHHbIE Pobl, C NOTEHLMAN0OM Npo-
dWNaKTMYeCKoro neveHns 1 HabnoaeHns 3a bepeMeHHbIMK
B C()OPMMPOBAHHbIX Ipynnax pucka.

[Ona unniocTpaumm BO3MOMKHOW MOZENN KOHTUHIEHTHO-
ro CKPUHWHIa npencraBfieHbl 06beauHeHHble AaHHble PTIC
3a 2018 r. B yeTblpex permoHax PO, B KOTOpLIX Ha NpOTAXKeE-
HUM HECKONbKMX MOCAeOHUX NeT Habniopanuck cTabuabHo
BbICOKWE pe3ynbTaThl [4]: B MocKkoBcKoi obnactu, Pecnybnu-
Ke TatapcTtaH, CBepanoBcKoi 1 ToMcKoi obnactax (54 064,
37 770, 42 504 v 9496 obcnepoBaHHbIX nporpamMmMont PIIC
MaLMEHTOK COOTBETCTBEHHO). OnpefenALLMMI XapaKTepu-
CTMKaMu ana otbopa permoHoB bbinn cnefyloLimMe nokasa-
TeNW: NpeHaTanbHanA BbIABNAEMOCTb BPOHKAEHHBIX NMOPOKOB
pa3sutuaA 1 XA (gona Bcex 6epemeHHbIX, npoeAawwmx PrIC)
6onee 0,35 %, uyBcTBMTENbHOCTL PIIC MO npeHaTanbHoMy
BbIABMEHMIO cuHApoMa [layHa y nnofa B | TpuMecTpe bonee
80 % v nonHoTa BBoAa cBeneHuin bonee 85 % (Ha npume-
pe Tp21) B 6a3y faHHbIX.

Anroput™ CKpUHUMHra u pacyeta pucka XA B cybbeKTax
6bI1 YHUPMLMPOBAHHBIM U OCHOBLIBACA HAa KOMBUHALMK
OCHOBHbIX MapKepoB: MaTEpPMHCKOro BO3pacTa M CPOKa
bepemeHHocTM (6a30BbIM puck) B Npepenax 11-13,6 Hepd.,
aHaAMHECTUYECKUX JaHHbIX, YpoBHA cB. B-X'Y 1 PAPP-A, no-
Ka3satena TBIT 1 yacToTbl cepfieyHbIX COKpaLLEHWI Y Noaa,
a TaKKe OOMOHUTENbHBIX YNbTPa3BYKOBbIX MapKepoB —
HOCOBOM KOCTM, MyNbCOBOr0 UHAEKCA B BEHO3HOM MNpPOTOKE,
KpOBOTOKAa Haf TPMKYCMMAANbHBIM KnamnaHoM. XapaKTepu-
CTMKa bepeMeHHbIX no Bo3pacty B 2018 r. cnegyiowwan. Mo-
CKOBCKaA obnactb: MegmaHa Bospacta — 30 net (cpegHun
Bo3pact — 29,7 + 0,04 ropga); Pecnybnuka TatapcTaH: Me-
avMaHa — 29 net (cpemHun BospacT — 28,9 + 0,05 ropa);
CsepanoscKan obnactb: MeanaHa — 30 net (cpeaHui Bo3-
pact — 29,5 + 0,05 roga); Tomckan obnactb, MefmaHa —
29 net (cpepHuin Bospact — 29,3 + 0,11 roga).

B 1abn. 3 npepcTaBneHbl 0606LLEHHbIE AaHHbIE MO KO-
nuyectey XA npu npoBedeHMM KombuHMpoBaHHoro PIIC
B yeTbipex pernoHax PO B 2018 r. [JaHHble TabnuLbl BKIO-
YaloT KonnvectBo XA, AMArHOCTMPOBaHHLIX Mpe- W MocT-
HaTaNbHO N0 WcxofaM bepeMeHHOCTeW M 3adUKcupo-
BaHHbIX B 6a3e paHHbIx PIIC (nporpaMMHoe obecneyeHue
«AcTpainax), uncno bepeMeHHbIx, npowenwmx PIC, u unc-
N0 TaK Ha3blBaEMbIX JIOMHOMONOKUTESbHBIX PE3yNbTaToB
(NnoAbl ¥ HOBOPOXAEHHblE C HOpPManbHBIM KapuoTunom/
(EHOTMNOM) B KaKAO0M rpynmne pucKa C COOTBETCTBYIOLLIMMM
0TCEYKaMM.

lpynna BbiCOKOro pucka B gmanasoHe 1:2-1:100
(=1:100) cocTaBuna 2,4 % bepeMeHHbIX 0T Bcex 0bcnefo-
BaHHbIX. Ha Hee npuxogutca 83 % Tp21, 95 % Tp18 n Tp13
cyMMapHo 1 76 % ppyrvx (MOHOCOMUM XpoMocoMbl X, Tpu-
nnouamu, pegrux XA, aHeynnougum no nonoBbIM XpoOMO-
coMaM, HecbanaHcupoBaHHbIX XA 1 ap.) oT obuiero uucna
BbIABNEHHbIX XA N0 KakpowW aHOManuu COOTBETCTBEHHO
(tabn. 3). KonuuectBo 06HapYMeHHbIX Hambonee 4acTbiX
Tpucomuin (Tp21,18,13) pe3ko nagaeT C OTCEYKM PUCKa
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Puc. 3. Konnuecto HaaeHHbIX XpPOMOCOMHBIX aHOMajMi NPU paHHEM MPeHaTasbHOM CKPUHUHIE B rpaHMLax 0003HaYeHHbIX rpynn
pUCKa B YeTblpex cybbekTax Poccuitckon Oepepaumm 3a 2018 . Mo ocu abeupmce 0603HaueHbl MHTEPBANbI FPYMN PUCKa MeKAY rpaHu-
LaMu. XA — xpoMocoMHble aHoManuu; Tp21, Tp18, Tp13 — Tprcommm no xpoMocoMam 21, 18 1 13 cooTBeTCTBEHHO

1:50 gnaTp18u Tp13,c 1:100 gna gppyrux XAwuc 1: 300
ana Tp21 (pwc. 3).

lpu aHanuse BenuumHbl rpynnbl pucka, gonu JIMNP
n yysctBuTensHoctn PIC no cuugpomy [layHa npu pas-
HbIX OTCEYKaX, MOJYYEHHbIX B HACTOALLEM UCCNER0BaHUH,
OTMeYeHa COMOCTaBMMOCTb MOKasaTeNiei ¢ 3apybeHbl-
MU OaHHbIMK (Tabn. 4, 5). Yeenuuenne otceuxu (c 1: 100
no 1:300, 1:500, 1:1000 1 7. A4.) NpUBOAMT K yBENUYE-
HWUIO YacToTbl BbiABNEHWA XA, TO eCTb YyBCTBUTENLHOCTM
CKPWHWHIa, HO BMECTE C TEM U K POCTY JIOXHOMOMOMUTENb-
HbIX pe3ynbTaToB (cM. Tabn. 3-5).

B Poccum PIIC obnagaet 6onee HW3KOM YyBCTBUTENb-
HOCTbIO, iAeT MEHbLUME pa3Mepbl Kawdow M3 rpynn pu-
CKa M bonee HW3KME 3HAYEHWUA NOMHOMONOMKUTESNBHBIX
pe3ynbTaToB B MPaHULIAX KaOoW OTCEYKM, 4TO, MO Halle-
My MHEHMWIO, MOeT 6biTb 06ycnoBneHo bonee Monoaon
nonynauuen bepemeHHbIx (cM. Tabn. 4, 5). Tak, Meama-
Ha Bo3pacTa 6epeMeHHbIX B paboTax Nicolaides v coasT.
B rpynnax obcnefoBaHHbIX naumeHTok ¢ Tp21 coctaBnana
37,9 roma [83], 6e3 Tp21 — 31,2 roga; no gaHHLIM Santorum
n coaeT. — 37,9 1 31,5 roga anAa Kateropum 6epeMeHHbIX
C MaToNOrMYECKUM M HOPMAanbHLIM KapnoTtunom nnoga [89];
MeJuaHbl Bo3pacTa anA obLuei nonynAaumm 06cnefoBaHHbIX
bepeMeHHbIX B pabotax Gil u coasT. coctaBunu 36,7 [98]
n 31,0 roga [99], Miltoft u coast. — 31,0 ropa [85], Kagan
u coast. — 33,9 ropa [93]. Cotarelo-Pérez n coasr. onpege-
SN MeJuaHy BO3pacTa MEHLUMH C pUCKOM XA BbilLe YeM
1:3008 36,9 roga, Huxe yeM 1: 300 — B 31,1 ropa [100].

MpencTtaBneHHble B Tabn. 3 u Ha puc. 3 aaHHble no PIC
MoKa3blBaloT, YTO onpefeneHHoe uucno XA npuxopumTcs
Ha rpynny pucka MeHee yeM 1: 101 (Tp21 — 17 %, Tp18

n Tp13 cymmapHo — 5 %, gpyrve XA — 24 %) n moryt
6bITb He BblfBAEHbI B | TPMMECTPe, TaK KaKk ToNbKO rpynna
bepeMeHHbIX BbICOKOr0 pucka nognexut WML gna nocta-
HOBKM OmarHo3a XA mo uHBasuBHoMy MaTepwany. [lpeg-
nonaratwT, yto ¢ noMoubio HUMT MoxHO BbiABUTE XA
B [aHHbIX rpynnax. Ecnu nporHosvpoBaTb npuMeHeHue
KOHTMHreHTHoM Mogenn HUMT Ha yacTole Tpucomun (Tp21,
Tp18 n Tp13) K «cpefHei» rpynne pucka B AuanasoHe
ot 1:101 go 1:500, gonyckas, YTO HEMHBA3UBHbIA CKpU-
HUHT BbIABKT 100 % YacTbix TPUCOMMIA B 3TOM NPOMEKYTKE,
10 HWMT npu oxBate B cpeaHeM oKono 4 % nonynAauuu be-
PeMEHHBIX JOMKEH NPUBECTU K 06HapyeHuio 92 % cnyyaes
Tpucomum 21 (ot 17 % cnyyaes, OCTAIOLLMXCA HEBLIABMEH-
HbIMM B rpaHuue pucka 1: 100) 1 Bcex cny4aeB TPUCOMMIA
no xpomocoMaM 18 n 13. Ecnn granasoH pycka yBennuutb
¢ 1:101 go 1:1000, To gnA ckpuHmHra Metogom HUMT
bynet oTobpaHo oKono 8 % bepeMeHHbIX U 3aMKCMpOBaHO
95 % cnyyaes Tp21 1 TonbKo 5 % ocTaHeTCA HEBLIABNEHHbI-
Mu (cM. Tabn. 1, 5; puc. 4).

[aHHble, npepacTaBneHHble B Tabn. 3, nokasbiBaloT,
YTO AanbHeuLIee YBeNYeHNe YyBCTBUTENTBHOCTM CKPUHUHTA
Tp21 o 97 v 98 % Bbi3Bano 6bl HeobxoaMMoCTL NpoBefe-
Hua HUMNT npubnusutensHo ana 18 % bepeMeHHbIX 0T Bcex
nauueHToK, npowewmx PIC (puck B guanasoHe ot 1: 101
no 1:2500), n po 23,5 % (puck ot 1: 101 go 1 : 3500). 30,
HECOMHEHHO, BO MHOMO pa3 MOBLILLAET KaK 06LLue 3aTpaTthbl
Ha CKPMHWHT B CPEHUX AMana30Hax, Tak U CTOMMOCTb Ka-
0070 NpeaynpexaeHHOro ciyyan poxaeHna pebeHka ¢ Ya-
cTbiMm XA, Ho He no3sonseT goctuyb 100 % uyBcTBUTENBHO-
ctw. lNo faHHbIM Opyrux aBTOPOB, JaxKe NPU 3HAYUTENTEHOM
pacLUMpEHWUU TPYNMbl MPOMEHKYTOYHOrO PUCKa NPUMEPHO
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Tabnuua 4. PacnpepieneHue bepeMeHHbIX N0 FpyNnaM pUcKa Mo pesysbTaTaM paHHero NpeHaTasibHoro CKpUHUHIA (COBCTBEHHbIE AaHHbIE

U JaHHble nuTepatypsl [83, 89, 93, 98, 99, 100])

: qe“;,";fz";{ sl I () [98] [99] [89] [93] [100]
(o':'ac::::l) (n= 143 834) (n =87 241) | (n=1005) (n=11692) (n=108 982) (n=688) (n=12327)
rpynn pucka rp. pgzcua, J'I;/luP, NP, % NP, % rp. E)/l;ICKa, ﬂgﬂP, rp. p‘;um(a, ﬂlI;/IoP, rp. pgl/:cr(a, rp. pgzcua, J'IguP,
21:10 0,8 0,5 - 0,5 1,0 0,5 1,4 0,8 - 11 0,7
>1:50 1,6 1,2 - 1,8 2,3 1,8 34 2,7 - 1,7 1,2
>1:100 2,4 2,0 2,1 34 3,9 3.4 53 4,6 2,5 - -
>1:300 4,6 4,2 - - - - 111 10,4 - 49 4,3
>1:500 6,5 6,1 7,2 11,6 12,1 11,6 15,3 14,7 - - -
>1:1000 10,5 10,1 11,9 18,8 19,3 18,8 24,3 23,7 13,9 13,4 12,8
>1:2000 17,3 16,9 19,0 29,5 30,0 29,5 - - - 23,3 22,7
>1:2500 20,2 19,9 21,8 33,9 34,3 33,9 - - - - -
>1:3000 23,2 22,9 24,3 38,3 38,7 38,3 - - - 30,8 30,2
>1:3500 25,9 25,6 26,6 42,2 42,5 42,2 - - - - -

Mpumeyanue. MpUUMHBI TPYNN PUCKA U NIOKHOMONOKUTENbHBIX PE3YLTATOB (KONMYECTBO HepeMeHHbIX B MPOLIEHTaX OT YMcna 06CnefoBaHHbIX
6epeMeHHbIx, npoweawwmx PrIC) B npefjenax COOTBETCTBYIOLUMX PacyeTHbIX rpaHuy, (oTceyek). JINP — noxHOMONOKMTENbHbIE Pe3ymbTaThl,

rp. pUCKa — rpynna pucka.

Ta6bnuua 5. YyBCcTBUTENBHOCT PaHHEr0 MPEHaTaNnbHOr0 CKPUHUHIA Mo cuHApoMy [layHa (BbIABNAEMOCTb) MPW pasHoi 0TCEYKe rpynn
pycKa (cobecTBEHHbIE JaHHbIe M AaHHble nuTepaTypbl [83, 85, 89, 99, 100])

s e [senpepomon] gy [ o | | o
Tp21 (n) 388 324 47 432 22 42
=>1:10 60,8 - 64,0 75,7 - 64,3
>1:50 73,7 - 81,0 87,3 - 76,2
>1:100 82,5 85,2 87,0 92,1 95,0 -
>1:300 90,5 - - 96,3 100,0 83,0
>1:500 92,0 92,9 98,0 97,0 -
>1:1000 94,6 95,3 98,0 98,4 100,0 88,0
>1:2000 96,4 97.1 98,0 - - 95,0
>1:2500 96,9 97,5 98,0 - - -
>1:3000 97,2 97,9 98,0 - - 97,0
>1:3500 97,9 98,1 100,0 - - -

[pumeyarue. Tp21 — Tpucomma no xpomocoMe 21.

1,5-5 % 6epemeHHbIx ¢ Tp21 y nnogoB nonagaet B rpyn-
My HU3KOro pucka [83, 86—89, 93, 98-100] u (cM. Tabn. 5).

B HeKoTopbIX CTpaHax M YacTHbIX KNMHUKAX NpPUMEHA-
toT HAMT KaKk B rpynne cpegHero, Tak M BbICOKOr0 PMCKa
(Mp1 pasHbIX OTCEYKaX pWUCKa). ITO NPOLUKTOBAHO LENbI0
CHU3WUTb KOJIMYECTBO MHBA3MBHbIX NpoLenyp. B pasnuyHbix
paboTax NpPOAEMOHCTPUPOBAHO 3HAYMTENILHOE CHUMKEHME
[0NM 6epeMeHHbIX M3 Fpynnbl BLICOKOrO pucka no Tp21
no pesynbtatam KombuHupoaHHoro PIIC, nogneralumx
WHBA3MBHOW OMarHocTuke, ecnn ovu npownu wu HUMT
KaK BTOpOM CKpuHUHr [83-85, 97]. OgHaKko npu npumeHe-
HUM KOHTUHreHTHOWM mogenu HWUMT Ha vactble TpucomMun
(Tp21, 18, 13) B rpynne BbLICOKOrO pUCKa HeobxoauMmo

MoHMMaTb BO3MOMHOCTb Nponycka apyrux XA. Papg aBTopos
BO3parKaloT NpoTMB ncnonb3oBaHuA HUMT B rpynne Bbico-
KOro pUCKa, TaK KaK, XOTA 4acToTa MaToiiorui nnopa, Bbl-
3BaHHbIX MUKpOZeNeLUaMU/MUKPOAYNIIMKALMAMU, ABNAET-
CA [NA 3TOM Fpynnbl CYLIECTBEHHOM, CieyA COBPEMEHHBIM
npotokonam nrHUMT, HeBO3MOXKHO WX 06HApYMKWTb C Bbl-
COKOM KIMHWYECKON YYBCTBUTENBHOCTBIO M Creunduy-
HocTblo. MMeHHo no aton mpuumHe ACOG u SMFM noka
He MPW3HAIOT NOIHOreHOMHBIN CKPUHWHT No BKAHK KnnHm-
yeckun BanuaupoBaHHbIM [101]. TonbKo Torga, Koraa HUMT
no BkOHK [44, 45] unn OHK deTanbHbIX KNETOK B KpoBW
matepu [102] cMoKeT COOTBETCTBOBAaTb YPOBHIO, COMO-
CTaBUMOMY C XPOMOCOMHbIM MUKPOMATPUYHbIM aHanM30M

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

MaccoBbii KOMBMHMPOBaHHbIW paHHWIA NpeHaTaNnbHbI cKpUHUHE (2018 r., 4 peruoHa PO)

|

CpepnHui puck
1:101-1:500

|

HUNT

|

Bcero 6epeMeHHbIX 4 %
Tp21 9 %
Tp18 + Tp13 5%

Huskui puck
<1:500

Bcero 6epeMenHbIX 94 %
Tp21 8 %
Tp18 + Tp13 0%

a
Bbicokuii puck
>1:100
Bcero 6epeMeHHbIX 2 %
Tp21 83 %
Tp18+Tp13 95 %
6

MaccoBblit KOM6MHUPOBaHHbIM PaHHWIA NpeHaTaNbHbIA CKPUHUHT (2018 r., 4 peruoHa PD)

Bbicokuii puck
=1:100

Bcero 6epeMeHHbIX 2 %

|

CpefHuii pUcK
1:101-1: 1000

|

HUNT

|

Bcero 6epeMeHHbIx 8 %

Huskuii puck
<1:1000

Bcero 6epeMeHHbIx 90 %

Tp21 83 % Tp21
Tp18+Tp13  95%

Tp18 + Tp13

12 % Tp21 5%
5% Tp18 + Tp13 0%

Puc. 4. Bo3MoHbIE KOHTUHIEHTHbIE MOJENN NPUMEHEHWUA HEMHBA3MBHOIO NpeHaTanbHoro TectupoBaHua (HUMT) B paMKax paHHero
MpeHaTasnbHOro CKPUHWHIa: @ — B rpynne cpefHero pucka 1: 101-1: 500; 6 — B rpynne cpegHero pucka 1: 101-1: 1000

nnogHoro Matepuana, nrHUMNT MoxkeT cTatb METOAOM Bbl-
bopa [103, 104].

B Poccun bepeMeHHbIX M3 Tpynnbl BbICOKOMO pUCKa
no PC (=1 : 100) HanpaBNAIOT Ha MHBA3WBHYI0 ANArHOCTU-
Ky [105]. B oTobpaHHbIX ansA aHanusa pervoHax PO B 2018 r.
4nCcno 0TKa30B GepeMeHHbIX BbICOKOro pucka ot WIM[
B CpefHeM cocTaBuno 34 %, NpuToM YTO B NONOBUHE peru-
oHoB Poccum aToT nokasarenb npe.biwan 50 %. Mpegnaratb
HWUMT oTpenbHbIM 6epeMeHHbIM BLICOKOMO pUCKa MO pe3ynb-
TaTaM KOMOWHMPOBAHHOMO CKPUHWHIA JOMYCTUMO TONBKO
NpY HanUYMM MeSULMHCKMX NPOTMBOMOKa3aHWM K NpoBe-
AEHWNI0 MHBA3WBHOW MpeHaTanbHOM AuarHocTuKW. [pume-
HeHwe e HUMT Kak [oNonHWUTENbHOMO CKPUHUHIA B 3TOWM
rPynne o *KenaHuio NauMeHTKU BO3MOMHO NpU YCOBUM
BbICOKOKBaNMOMLMPOBAHHOTO MeAUKO-TeHETUYECKOM0 KOH-
CYNbTUPOBaHMA C Pa3bACHEHWEM BCEX OCTAaTO4HbIX PUCKOB
reHeTUYECKOM NaToNorMM U BPOMIEHHBIX MOPOKOB pas-
BUTKA. Tpy 3TOM Bpauy-KOHCYNbTaHTy cnefyeT obpallatb
BHUMaHMWe Ha BaXHOCTb MHBA3WBHOW AMArHOCTUKM B rpyn-
Mne BbICOKOT0 pUCKa B CBA3W C BbICOKON 3Q(EKTUBHOCTLIO
MpeHaTanbHOr0 KapyuoTUMMPOBAHMA NO BbIABNEHMIO OPYrvX
XA, noMuMo Tpex YacTbIX aHeynnouMani, KoTopas CocTaBnA-
€T B JaHHoM Bbibopke 76,3 % (cM. Tabn. 3, puc. 3).

Takum obpasom, Bo3MorHaA ana Poccum Mopenb KoH-
TMHIeHTHOTO NpeHaTabHOro CKpuHWMHIa XA npegnonaraet
cnepytowee (puc. 5).

1. Beepmenne HWUMT no ¢etansHon BrOHK Ha Hambonee
yactble Tpucomum (Tp21, Tp18, Tp13) B KavectBe fOo-
MONHWUTENBHOMO CKPUHWMHIA B Fpynne CpedHero pucKa:
ot 1:100 go 1:500 nn6o ot 1: 100 go 1: 1000, chop-
MUpoBaHHOM no pe3ynbTaraM PI1C B kaxkaoM pervoHe PO.

2. TpoBepeHve VHBa3WBHOW MpeHaTanbHOW AMArHOCTUKM
C onpefeneHVeM KapuoTvna nnofa BceM bepeMeHHbIM
U3 rpynnbl BbICOKOro pucka no PIIC (=1 : 100), a Takke
0epeMeHHbIM C MONOKUTENbHBIMK pe3ynbTatamu HAMNT
U3 rpynnbl CPEOHEro pUCKa U C HEMHPOPMATUBHBIMM
pesynbTtatamMmu HUMT.

OCHOBHbIMM Tpe60BaHMAMU K BHEAPEHUI0 KOHTUH-
reHTHoi Mogenu HUNT B cy6bekte PO aenaloTca:

1) nmposepgenue PIC Ha BbICOKOM KaueCTBEHHOM YpPOBHE
onA obecneyeHnA AOCTOBEPHBIX AaHHbIX N0 NaLMEHTKaM
pasHbIX I1anasoHoB PUCKa;

2) BbICOKUM YpOBEHb J1TabopaTOpHOM AMArHoCTUKK (BKMio-
Yas LUMPOKUI CNEKTP MOEKYNAPHO-TEHETUYECKMX Me-
TO[0B) U BUOMHOPMATUUECKOTO aHaNM3a;

3) BbICOKUI YpOBEHb Ka4yeCTBa KOHCYNbTUPOBaHWA Bpaya-
MW Pa3HbIX CMeLManbHOCTEN Ha BCEX 3Tanax CKPUHUHIA.
lpoBeaeHne coBpeMEHHOW WHBA3MBHOW NpeHaTabHOM

OMarHoCTUKU HEBO3MOXHO 6e3 MONeKynApHo-reHeTUYe-

CKMX METOJ0B, B YaCTHOCTU CPaBHMUTENIbHOW MEHOMHOW I1-

6pvamM3aLmum MM XPOMOCOMHOr0 MUKPOMAaTPUYHOTO aHa-

nu3sa. KpaliHe BaXHO MCKNKOYEHWE MUKPOZENELMOHHBIX
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MaccoBbii KOMOMHWMPOBaHHbLIN paHHWIA NpeHaTanbHbii cKpUHUHT | TpuMecTpa (KTP 45-84 MM)

nen (BMP),

TBM =3,5 Mm
BbicoKuit puck lpoTnBONOKa-
>1:100 3aHmA K UMM

!

CpeaHui pUcK
1:101-1:500 (1: 1000)

Huskuin puck
<1:500 (1: 1000)

!

| HUNT ans Tp21, 18, 13 |

Y

U U

Bbicokuii Huskui
Het pe3ynbrata
pUcK pUcK
BpauebHblii KOHCMANYM ‘
Y

" nePn (BMP), Y3W Il pumMecTpa,

HBa3UBHaA

yNbTpa3ByKOBbIE HabniogeHne
[MarHocTuka
Mapkepbl XA aKyllepa-rHeKosnora

Puc. 5. CxemMa MoZien KOHTUHIEHTHOrO NPEHaTaNbHOr0 CKPUHUHIA XPOMOCOMHbIX aHOManWi € TEXHONOrUe HeMHBA3WMBHOIO NpeHa-
TanbHoro TectupoBaHua. HUMNT — HeuHBa3MBHoe npeHatanbHoe TectupoBaHue; KTP — konuuko-TeMeHHon pasmep; MPI (BINP) —
MOPOKM pasBUTMA Nnofa (BpOMKLEeHHbIE NOPOKU pa3BuTuA); TBI — TonwmMHa BopoTHMKOBOro npocTpaHcTea; WML — wuHBasuBHanA
npeHartasnbHaA AMarHocTuka; XA — xpomMocoMHble aHoManuu; Y3M — ynbTpasBykoBoe uccnenoBaHue

CMHAPOMOB Y MN0AOB U3 rPynMbl 6epeMeHHbIX C BbICOKUM
puckoM no PIIC ¢ TBI 6onee 3,5 MM Unu ¢ BpOMAEHHLIMM
MOpPOKaMu pa3BUTMA NMpU YCIOBUW, YTO KapUOTMMbI Y 3TUX
MN0A0B OKa3anncb HopManbHbLIMU. [py onpefeneHHbIX Ku-
HUYECKMX NOKa3aHWAX B CTy4ae 06HapYHEHWA YNIbTPa3BYKo-
BOM NaTonoruy nnoja BO3MOMXKHO NpoBefieHWe nabopatop-
HOW [MarHOCTMKM pPOOMTENbCKOro U MIOLHOM0 Matepuana
(«TpMo») METOAAMM HOBOMO FEHOMHOMO CEKBEHWUPOBAHMA.

LLInpoKko BHegpAeMbld B pAge CTpaH MONHOMEHOMHbIN
BapuaHT HAMNT HecoMHeHHO NOBLILLIAET YacToTy BbIABIEHUA
BCEX BUAO0B XPOMOCOMHOM MaToNIoru, HO Ha CeroaHALIHUM
[eHb B Poccum cobniofieHve Bcex HeobxoguMblx TpeboBa-
HUM ONA ero peanusauuy B pasHbIX pervoHax npobnema-
TWUYHO N0 pasHbIM NPUYMHAM. IMeHHO N03TOMY ANA UCMOMb-
3oBaHuA nrHUMT HeobxoguMo paclumpeHue MacluTtaba
KNUHUYECKUX MCCNea0BaHUW, B TOM YWC/e OpraHu3auua
MUIOTHBLIX Hay4HO-MCCNEe0BaTENbCKMX MPOEKTOB Ha base
KPYMHBIX LLEEHTPOB, 0611ajaloLLMX BbICOKMM NpodeccuoHanb-
HbIM U TEXHUYECKUM YPOBHEM.

3ARJIOYEHUE

Ecnu ¢ TOUKM 3peHnA HayKM U MeOULMHCKON NpaKTUKK
ueHHoctb HUMT gnA BoiABneHMA XA HeCOMHEHHa, TO npu-
MEHEHWE ero B CUCTEME YHKe CYLLEeCTBYIOLLEr0 MacCoBOro
MpeHaTaNbHOr0 CKPUHMHIA CBA3AHO C pelleHneM 60b-
woro yncna 3agay. B atom nosuuma aBTopoB coBnagaet
C NpeacTaBfieHHbIMU B 0630pe peKoMeHAauMsaMM 3apy-
GerKHbIX NPO¢ecCHOHANbHBIX MedMLMHCKUX C€0o06LIecTB
1 MHeHWeM B0JbLUMHCTBA UCCNeaoBaTeNnen B COOTBETCTBUM

C NPUHLMNaMM CKPUHUHIA BceMmpHoiA opraHmsaumv 3apa-
BOOXpaHeHuA [63].

lpennoreHHy0 KOHTMHreHTHYlO Mogenb HUIT, Heco-
MHEHHO, HeobxoaMMo eLLe 0bcyaate. B Poccuiickon Qepe-
paummn B HactoAwee BpeMAa HUMT He MMeeT rocyaapcTeH-
HOro cTaTyca B cMCTEMe 06LLECTBEHHOr0 3[paBoOXpaHEHHs,
TO eCTb OTCYTCTBYET HaLMOHaNbHOE HOPMATWMBHO-NPaBOBOE
perynupoBaHue, U NpeanaraeTcA B OCHOBHOM jlabopatopu-
fIMV B paMKax 406pOBOSILHOrO MeAMLMHCKOMO CTpaxoBaHWA
3a cyeT cpeacTB naumeHTa. PewweHue o Brntovennn HUMT B cun-
CTEMY rapaHTUPOBaHHOM FOCY[ApCTBOM MPeHaTanbHOM no-
MOLLIM IOSIKHO ObITb 06YCNOBNEHO 04YEBMOHON MeOULIMHCKOM
3HaYMMOCTbH M 3KOHOMMYECKOM LielecoobpasHoCTbLio aonon-
HWUTEMbHBIX KOMMJIEKCHBIX 3aTpaT, Of Yero cneayeT npose-
CTW MCCNeAOBaHMA ONA CPABHUTENLHOM OLIEHKM CTOMMOCTU
1 3QHEKTUBHOCTM CYLLECTBYIOLLEN CUCTEMbI NPEHATanbHOro
CKPUHMHIA U CKPUHMHIA C BKIIOYEHUEM HOBOM TEXHONOT UK.

CnefyeT ewle pa3 MoOOYEpKHYTb, YTO 06A3aTENbHLIM
aTpubyToM nboro HOBOro anropMTMa NpeHaTasnbHoN NoMo-
LM ABNAETCA BbICOKOKBAaNUPULMPOBAHHOE Nped- U nocie-
TECTOBOE KOHCYNbTMPOBaHWe C NpeocTaBneHneM bepemeH-
HOW U ee ceMbe NoJpobHOM MHPOPMaLMKM O NpessiaraeMoM
06cneaoBaHMM ANA NPUHATUAA UMK 060CHOBAHHOI O PeLLEHHUS,
B TOM YMC/le B OTHOLLEHWMM BCEX BO3MOMKHbIX NOCNEAYIOLLMX
LONOMHUTENBHBIX MeAMLMHCKMX BMeLLaTeNbCTB M MpoLe-
QYp, 4YTO CBA3@HO C OpraHM3aLmeit 06pa3oBaTeNbHo Noaro-
TOBKW Bpayeil M MHHOPMaLMOHHOI aganTaumeit obLuecTBa.

KoHdnuKT MHTepecoB. ABTopbl AeKnapupyloT OTCyT-
CTBUME KOH(/IMKTA UHTEPECOB.

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

CMUCOK JIUTEPATYPbHI

1. Hukonampec K. YnbTpassykoBoe mccnenosaHue B 11-13,6 He-
nenum bepeMeHHocTW: nepesof ¢ aHrn. CaHkT-[leTepbypr: MeTpono-
nuc, 2007.

2. Alldred SK., Takwoingi Y., Guo B. et al. First trimester ultrasound
tests alone or in combination with first trimester serum tests for
Down’s syndrome screening // Cochrane Database Syst. Rev.
2017. Vol. 3. No. 3. P. CD012600. doi: 10.1002/14651858.CD012600
3. baparos B.C.,, Ky3Heuosa T.B., Kaweesa T.K., /BaweHko T.3.
MpeHaTanbHan AMarHoCTUKa HacneacTBeHHbIX bonesHel. Cocton-
Hve v nepcnekTuBbl. CaHKT-TeTepbypr: 3Ko-BekTop, 2017.

4. AHanu3 pesynbTaToB paHHEro MpeHaTasbHoro CKPUHMHIA
B Poccuitckon ®epepaumm AYOUT — 2019. MHGopMaLmoHHo-cnpa-
BOYHble MaTepuansl. MuceMo M3PO N 15-4/2963-07 ot 11.10.2019
[nata obpauenns: 19.01.2021]. Hoctyn no ccbinke: https://fma-
russia.ru/img/New %20Folder/ %D0 %90 %D0 %A3 %D0 %94 %D0
%98 %D0 %A2-2019 %20 %D1 %81 %20 %D0 %BF %D0 %B8 %D1
%81 %D1 %8C %D0 %BC %D0 %BE %D0 %BC %20 %D0 %9C %D0
%97 %D0 %A0 %D0 %AL.pdf

5. Bianchi D.W., Chiu RW.K. Sequencing of circulating cell-free
DNA during pregnancy // N. Engl. J. Med. 2018. Vol. 379. No. 5.
P. 464473 doi: 10.1056/NEJMra1705345

6. GreenE.D., Rubin E.M., Olson M.V. The future of DNA sequencing //
Nature. 2017. Vol. 550. P. 179-181. doi: 10.1038/550179a

7. Taglauer ES., Wilkins-Haug L., Bianchi D.W. Review: cell-free
fetal DNA in the maternal circulation as an indication of placental
health and disease // Placenta. 2014. Vol. 35. Suppl. P. S64-S68.
doi: 10.1016/j.placenta.2013.11.014

8. bapaHos B.C., Jlebenes B.M., MoneeB A.B., KysHeuosa T.B.
YCKOpeHHBI MpAMOIA MeTof NosyyeHns MeTadasHbX M NpoMeTa-
}asHbIX XpPOMOCOM W3 KMETOK GuonTaTa XopuoHa M 3MBpUOHOB
YenoBeKa B NMepBOM TpuMmecTpe bepeMeHHocTn // BronneTeHs
3KCNepPUMeHTanbHoM bronorn u Meauumnnsl. 1990. T. 110. Ne 8.
C. 196-198.

9. Kasakos B.W., bowkos B.M., Jlunge B.A. n ap. BHekneTouHanA
[HK B KpoBy bepeMeHHbIX eHLWmH // Uutonorma. 1995.T. 37. N2 3.
C. 232-236.

10. Lo Y.M,, Corbetta N., Chamberlain P.F. et al. Presence of fetal
DNA in maternal plasma and serum // Lancet. 1997. Vol. 350.
No. 9076. P. 485-487. doi: 10.1016/S0140-6736(97)02174-0

11. Hahn S., Lapaire O., Tercanli S. et al. Determination of fetal
chromosome aberrations from fetal DNA in maternal blood: has
the challenge finally been met? // Expert. Rev. Mol. Med. 2011.
P. 13:e16. doi: 10.1017/S1462399411001852

12. HemHBasmBHbI  npeHaTanbHbi  [JHK-cKpuHUHE  aHey-
NAOMAMIA niofa Mo KpOBM MaTepu METOAOM BbICOKOMPOW3-
BOAMTENIbHOrO  CEKBEHWMPOBaHWA. KnuHWYecKMe peKomeHaa-
umn // ArywepctBo u ruHexonorua. 2016. N2 6 (npunoxeHue).
doi: 10.18565/aig.2016.6.recomendations

13. NBaweHro T.3., Bawyrkosa E.C., KostonuHa M1.10. 1 ap. Mepsbiii
onbiT npuMerenna NGS cekseHvpoBaHua ana nposegenua HAMT
Ha 6ase HAW AT'v P um. [1.0. Otta // leHeTnka. 2019. T. 55. N2 10.
C. 1151-1157. doi: 10.1134/S1022795419100053

14. Faas B.H. Prenatal genetic care: debates and considerations of
the past, present and future // Expert. Opin. Biol. Ther. 2015. Vol. 15.
No. 8. P. 1101-1105. doi: 10.1517/14712598.2015.1045873

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

15. Ericsson 0., Ahola T., Dahl F. et al. Clinical validation of a novel
automated cell-free DNA screening assay for trisomies 21, 13,
and 18 in maternal plasma // Prenat. Diagn. 2019. Vol. 39. No. 11.
P. 1011-1015. doi: 10.1002/pd.5528

16. Wright D., Wright A., Nicolaides K.H. A unified approach to risk
assessment for fetal aneuploidies // Ultrasound. Obstet. Gynecol.
2015. Vol. 45. No. 1. P. 48-54. doi: 10.1002/uog.14694

17. Committee on practice bulletins — obstetrics, commit-
tee on genetics, and the society for maternal-fetal medi-
cine. Practice bulletin No. 163: Screening for fetal aneu-
ploidy // Obstet. Gynecol. 2016. Vol. 127. No. 5. P. e123-37.
doi: 10.1097/A0G.0000000000001406

18. GilM.M,, Quezada M.S., Revello R. et al. Analysis of cell-free DNA
in maternal blood in screening for fetal aneuploidies: updated meta-
analysis // Ultrasound. Obstet. Gynecol. 2015. Vol. 45. P. 249-266.
doi: 10.1002/u0g. 14791

19. GilMM,, Accurti V., Santacruz B. et al. Analysis of cell-free DNA
in maternal blood in screening for aneuploidies: updated meta-
analysis // Ultrasound Obstet. Gynecol. 2017. Vol. 50. P. 302-314.
doi: 10.1002/u0g.17484

20. Mackie F.L., Hemming K., Allen S. et al. The accuracy of cell-
free fetal DNA-based non-invasive prenatal testing in singleton
pregnancies: a systematic review and bivariate meta-analysis //
BJOG. 2017. Vol. 124. P. 32-46. doi: 10.1111/1471-0528.14050
21. Taylor-Phillips S., Freeman K., Geppert J. et al. Accuracy of
non-invasive prenatal testing using cell-free DNA for detection
of Down, Edwards and Patau syndromes: a systematic review
and meta-analysis // BMJ Open. 2016. Vol. 6. No. 1. P. e010002.
doi: 10.1136/bmjopen-2015-010002

22.Gil MM, Galeva S., Jani J. et al. Screening for trisomies
by cfDNA testing of maternal blood in twin pregnancy: update
of The Fetal Medicine Foundation results and meta-analysis //
Ultrasound Obstet. Gynecol. 2019. Vol. 53. No. 6. P. 734-742.
doi: 10.1002/u0g.20284

23.Wang Y, Li S, Wang W. et al. Cell-free DNA screening for
sex chromosome aneuploidies by non-invasive prenatal testing
in maternal plasma // Mol. Cytogenet. 2020. Vol. 13. P. 10.
doi: 10.1186/513039-020-0478-5

24, Helgeson J., Wardrop J., Boomer T. et al. Clinical outcome of
subchromosomal events detected by whole-genome noninvasive
prenatal testing // Prenat. Diagn. 2015. Vol. 35. No. 10. P. 999-1004.
doi: 10.1002/pd.4640

25. Martin K., lyengar S., Kalyan A. et al. Clinical experience with
a single-nucleotide polymorphism-based non-invasive prenatal
test for five clinically significant microdeletions // Clin. Genet. 2018.
Vol. 93. P. 293-300. doi: 10.1111/cge.13098

26. Van der Meij KRM., Sistermans E.A., Macville MVEE. et al.
TRIDENT-2: National implementation of genome-wide non-
invasive prenatal testing as a first-tier screening test in the
Netherlands // Am. J. Hum. Genet. 2019. Vol. 105. P. 1091-1101.
doi: 10.1016/j.ajhg.2019.10.005

27. Zhang H., Gao Y., Jiang F. et al. Non-invasive prenatal testing
for trisomies 21, 18 and 13: clinical experience from 146,958
pregnancies // Ultrasound Obstet. Gynecol. 2015. Vol. 45. No. 5.
P. 530-538. doi: 10.1002/u0g.14792

D0I: https://doi.org/10.17816/J0WD56573

43



b4

ACTUAL PROBLEMS OF HEALTHCARE

28. Chitty L.S., Hudgins L., Norton M.E. Current controversies in
prenatal diagnosis 2: Cell-free DNA prenatal screening should be
used to identify all chromosome abnormalities // Prenat. Diagn.
2018. Vol. 38. P. 160-165. doi: 10.1002/pd.5216

29. Reiss RE., Discenza M., Foster J., Dobson L., Wilkins-Haug L.
Sex chromosome aneuploidy detection by noninvasive prenatal
testing: helpful or hazardous? // Prenat. Diagn. 2017. Vol. 37.
P. 515-520. doi: 10.1002/pd.5039

30. Bianchi D.W., Parsa S., Bhatt S. et al. Fetal sex chromosome
testing by maternal plasma DNA sequencing: clinical laboratory
experience and biology // Obstet. Gynecol. 2015. Vol. 125.
P. 375-382. doi: 10.1097/A06.0000000000000637

31.Chen Y, Yu Q, Mao X. et al. Noninvasive prenatal testing for
chromosome aneuploidies and subchromosomal microdeletions/
microduplications in a cohort of 42,910 single pregnancies with
different clinical features // Hum. Genomics. 2019. Vol. 13. P. 60.
doi: 10.1186/s40246-019-0250-2

32. Badeau M., Lindsay C., Blais J. et al. Genomics-based non-
invasive prenatal testing for detection of fetal chromosomal
aneuploidy in pregnant women // Cochrane Database Syst. Rev. 2017.
Vol. 11. No. 11. P.CD011767. doi: 10.1002/14651858.CD011767 pub2
33. Hartwig T.S., Ambye L., Serensen S., Jargensen F.S. Discordant
non-invasive prenatal testing (NIPT) — a systematic review //
Prenat. Diagn. 2017. Vol. 37. No. 6. P. 527-539. doi: 10.1002/pd.5049
34. Wilkins-Haug L., Zhang C., Cerveira E. et al. Biological
explanations for discordant noninvasive prenatal test results:
Preliminary data and lessons learned // Prenat. Diagn. 2018. Vol. 38.
No. 6. P. 445-458. doi: 10.1002/pd.5260

35. Grati F.R., Malvestiti F., Ferreira J.C.P.B. et al. Fetoplacental
mosaicism: potential implications for false-positive and false-
negative noninvasive prenatal screening results // Genet. Med. 2014.
Vol. 16. P. 620-624. doi: 10.1038/gim.2014.3

36. Grati F.R., Malvestiti F., Branca L. et al. Chromosomal mosaicism
in the fetoplacental unit // Best Pract. Res. Clin. Obstet. Gynaecol.
2017. Vol. 42. P. 39-52. doi: 10.1016/j.bpobgyn.2017.02.004

37. Grati F.R,, Ferreira J., Benn P. et al. Outcomes in pregnancies
with a confined placental mosaicism and implications for prenatal
screening using cell-free DNA // Genet. Med. 2020. Vol. 22.
P. 309-316. doi: 10.1038/s41436-019-0630-y

38. Malvestiti F., Agrati C., Grimi B. et al. Interpreting mosaicism in
chorionic villi: results of a monacentric series of 1001 mosaics in
chorionic villi with follow-up amniocentesis // Prenat. Diagn. 2015.
Vol. 35. P. 1117-1127. doi: 10.1002/pd.4656

39. Shubina J., Trofimov D.Y., Barkov L.Y. et al. In silico size selection
is effective in reducing false positive NIPS cases of monosomy X
that are due to maternal mosaic monosomy X // Prenat. Diagn.
2017. Vol. 37. No. 13. P. 1305-1310. doi: 10.1002/pd.5178
40.Benn P. Expanding non-invasive prenatal testing beyond
chromosomes 21, 18, 13, X and Y // Clin. Genet. 2016. Vol. 90.
P. 477-485. doi: 10.1111/cge.12818

41. Shubina J., Barkov LY., Stupko O.K. et al. Prenatal diagnosis of
Prader-Willi syndrome due to uniparental disomy with NIPS: Case
report and literature review // Mol. Genet. Genomic. Med. 2020.
Vol. 8. No. 10. P. e1448. doi: 10.1002/mgg3.1448

42. Barkov LY., Shubina J., Kuznetsova M. et al. Detection of partial
4-th chromosome deletion and 12-th chromosome duplication with
noninvasive prenatal DNA screening // Prenat. Diagn. 2018. Vol. 38.
No. S.1-P2-25. P. 75-76. doi: 10.1002/pd.5301

Vol 70 (1) 2021

Journal of Obstetrics and Women's Diseases

43. Grati F.R, Benn P. Comment on “The clinical utility of genome-
wide non invasive prenatal screening” // Prenat. Diagn. 2017.
Vol. 37. P. 1050-1052. doi: 10.1002/pd.5098

44, Fiorentino F., Bono S., Pizzuti F. et al. The clinical utility of
genome-wide noninvasive prenatal screening // Prenat. Diagn.
2017. Vol. 37. P. 593-601. doi: 10.1002/pd.5053

45. Fiorentino F., Bono S., Pizzuti F. et al. Author's reply to
Grati and Benn // Prenat. Diagn. 2017. Vol. 37. P. 1053-1054.
doi: 10.1002/pd.5136

46.Benn P. Grati F.R. Genome-wide non-invasive prenatal
screening for all cytogenetically visible imbalances // Ultrasound
Obstet. Gynecol. 2018. Vol. 51. P. 429-433. doi: 10.1002/u0g.19014
47. Ferreira J.C,, Grati F.R, Bajaj K. et al. Frequency of fetal
karyotype abnormalities in women undergoing invasive testing in
the absence of ultrasound and other high-risk indications // Prenat.
Diagn. 2016. Vol. 36. P. 1146—1155. doi: 10.1002/pd.4951

48.Wang Y., Zhu J., Chen Y. et al. Two cases of placental T21
mosaicism: challenging the detection limits of non-invasive
prenatal testing // Prenat. Diagn. 2013. Vol. 33. P. 1207-1210.
doi: 10.1002/pd.4212

49.Pan M, Li FT, Li Y. et al. Discordant results between fetal
karyotyping and non-invasive prenatal testing by maternal
plasma sequencing in a case of uniparental disomy 21 due to
trisomic rescue // Prenat. Diagn. 2013. Vol. 33. P. 598-601.
doi: 10.1002/pd.4069

50. Benn P., Malvestiti F., Grimi B. et al. Rare autosomal triso-
mies: comparison of detection through cell-free DNA analysis
and direct chromosome preparation of chorionic villus sam-
ples // Ultrasound Obstet. Gynecol. 2019. Vol. 54. P. 458-467.
doi: 10.1002/u0g.20383

51. Pertile M.D., Halks-Miller M., Flowers N. et al. Rare autosomal
trisomies, revealed by maternal plasma DNA sequencing, suggest
increased risk of feto-placental disease // Sci. Transl. Med. 2017.
Vol. 9. No. 405. P. eaan1240. doi: 10.1126/scitranslmed.aan1240
52. Bianchi D.W., Chudova D., Sehnert A.J. et al. Noninvasive prenatal
testing and incidental detection of occult maternal malignancies //
JAMA. 2015. Vol. 314. P. 162-169. doi: 10.1001/jama.2015.7120
53. Curnow K.J., Wilkins-Haug L., Ryan A. et al. Detection of triploid,
molar, and vanishing twin pregnancies by a single-nucleotide
polymorphism-based noninvasive prenatal test // Am. J. Obstet.
Gynecol. 2015. Vol. 212. P. 79.e1-9. doi: 10.1016/j.ajog.2014.10.012
54. Wapner R.J., Babiarz J.E., Levy B. et al. Expanding the scope of
noninvasive prenatal testing: detection of fetal microdeletion syn-
dromes // Am. J. Obstet. Gynecol. 2015. Vol. 212. P. 332.e1-332.e339.
doi: 10.1016/j.ajog.2014.11.041

55. Grace M.R,, Hardisty E., Dotters-Katz S.K., Vora N.L., Kuller J.A.
Cell-free DNA screening: complexities and challenges of clinical
implementation // Obstet. Gynecol. Surv. 2016. Vol. 71. P. 477-487.
doi: 10.1097/0GX.0000000000000342

56. Committee on Genetics Society for Maternal-Fetal Medicine.
Committee Opinion No. 640: Cell-free DNA screening for fetal
aneuploidy // Obstet. Gynecol. 2015. Vol. 126. No. 3. P. e31-7.
doi: 10.1097/A0G.0000000000001051

57. Gregg AR., Skotko B.G., Benkendorf J.L. et al. Noninvasive
prenatal screening for fetal aneuploidy, 2016 update: a position
statement of the American College of Medical Genetics and
Genomics // Genet. Med. 2016. Vol. 18. No. 10. P. 1056—65.
doi: 10.1038/gim.2016.97

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

58. Di Renzo G.C, Bartha J.L., Bilardo C.M. Expanding the indica-
tions for cell-free DNA in the maternal circulation: clinical consi-
derations and implications // Am. J. Obstet. Gynecol. 2019. Vol. 220.
P. 537-542. doi: 10.1016/.3j0g.2019.01.009

59. Di Renzo G.C., Luis Bartha J., Bilardo C.M. More research is
needed prior to the implementation of genome-wide cell-free DNA
testing in specific populations (Response to letter L19-020A: Confined
placental trisomy detection through cell-free DNA in the maternal
circulation: Benefit for pregnancy management) // Am. J. Obstet.
Gynecol. 2019. Vol. 221. No. 3. P. 287. doi: 10.1016/j.ajog.2019.05.031
60. Benn P., Borrell A., Chiu R.W. et al. Position statement from the
Chromosome Abnormality Screening Committee on behalf of the
Board of the International Society for Prenatal Diagnosis // Prenat.
Diagn. 2015. Vol. 35. No. 8. P. 725-734. doi: 10.1002/pd.4608

61. Jani J.C., Gil MM, Benachi A. et al. Genome — wide cfDNA
testing of maternal blood // Ultrasound Obstet. Gynecol. 2020.
Vol. 55. No. 1. P. 13-14. doi: 10.1002/u0g.21945

62. De Wergifosse S., Bevilacqua E., Mezela I. et al. Cell-free DNA
analysis in maternal blood: comparing genome-wide versus targeted
approach as a first-line screening test // J. Matern. Fetal Neonatal.
Med. 2019. Vol. 13. P. 1-10. doi: 10.1080/14767058.2019.1686478
63. Wilson JM.G., Jungner G. Principles and practice of screening
for disease. Geneva: World Health Organization; 1968 [naTa obpa-
wenua: 19.01.2021]. Doctyn no ccbinke: https://apps.who.int/iris/
handle/10665/37650

64. Suciu 1.D., Toader 0.D., Galeva S., Pop L. Non-invasive prenatal
testing beyond trisomies // J. Med. Life. 2019. Vol. 12. No. 3.
P. 221-224. doi: 10.25122/jml-2019-0053

65. HanB.W., Yang F., Guo ZW. et al. Noninvasive inferring expressed
genes and in vivo monitoring of the physiology and pathology of
pregnancy using cell-free DNA // Am. J. Obstet Gynecol. 2020.
Vol. 29. P. S0002-9378(20)30985-6. doi: 10.1016/j.aj0g.2020.08.104
66. bapaHoB B.C., Kaweesa T.K., KysHeuosa T.B. HocTuenua,
CEeHCaLMM 1 TPYAHOCTM NPeHaTasnbHO MOERYNIAPHO-TeHETUYECKOM
LMarHoCTUKM // HypHan aKyLepcTBa U sKeHcKux bonesHeit. 2016.
T. 65. N2 2. C. 70-80. doi: 10.17816/J0WD65270-80

67. baparoe B.C., KysneuoBa T.B., HKaweesa TK, VBawen-
Ko T.3. MpeHaTanbHan AMarHoCTMKa HacnecTBEHHbIX D0ne3HeN.
CocTosHwve v nepcnextusbl. 3-e u3a. CaHkT-letepbypr: ko-Bek-
Top, 2020.

68. ®epepanbHbiii 3akoH oT 21 Hoabpa 2011 r. N° 323-03
«06 ocHoBax oxpaHbl 300poBbA rpamaaH B Poccuiickon Oepepa-
umv» [nata obpawenms: 19.01.2021]. Hoctyn no ccbinke: https://
www.rosminzdrav.ru/documents/7025

69. Dondorp W., de Wert G., Bombard Y. et al; European Society
of Human Genetics; American Society of Human Genetics. Non-
invasive prenatal testing for aneuploidy and beyond: challenges of
responsible innovation in prenatal screening // Eur. J. Hum. Genet.
2015. Vol. 23. No. 11. P. 1438-1450. doi: 10.1038/ejhg.2015.57

70. Skotko B.G., Allyse M.A., Bajaj K. et al. Adherence of cell-free
DNA noninvasive prenatal screens to ACMG recommendations //
Genetics in Medicine. 2019. Vol. 21. No. 10. P. 2285-2292.
doi: 10.1038/s41436-019-0485-2

71. Skotko B.G., Allyse M.A, Bajaj K. et al. Response to
Johansen Taber et al. // Genet. Med. 2019. Vol. 21. P. 2660-2661.
doi: 10.1038/s41436-019-0556-4

72. bapaHosa E.E., benenmkun M.C., Hyuenro J1.A., Mesckaa B.J1.
HevHBa3vBHble NpeHaTasibHble TECTbI: EBPONENCKIE Y aMepUKaH-

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

CKME PEKOMEHALIM MO NPUMEHEHMIO B KNMHUYECKOMN NpaKkTuKe //
MeguumHcKana reHetuka. 2017. T. 16. N2 8(182). C. 3-11.

73. Sachs A, Blanchard L., Buchanan A. et al. Recommended
pre-test counseling points for noninvasive prenatal testing using
cell-free DNA: a 2015 perspective // Prenat. Diagn. 2015. Vol. 35.
P. 968-971. doi: 10.1002/pd.4666

74 Hill M., Johnson J.A., Langlois S. et al. Preferences for prenatal
tests for Down Syndrome: an international comparison of the views
of pregnant women and health professionals // Eur. J. Hum. Genet.
2016. Vol. 24. No. 7. P. 968-975. doi: 10.1038/ejhg.2015.249

75. Sayres L.C., Allyse M., Goodspeed T.A., Cho M.K. Demographic
and experiential correlates of public attitudes towards cell-free fetal
DNA screening // J. Genet. Couns. 2014. Vol. 23. No. 6. P. 957-967.
doi: 10.1007/510897-014-9704-9

76. GilM.M,, Giunta G., Macalli E.A. et al. UK NHS pilot study on cell-
free DNA testing in screening for fetal trisomies factors affecting
uptake // Ultrasound Obstet. Gynecol. 2015. Vol. 45. No. 1. P. 67-73.
doi: 10.1002/uo0g.14683

77. Wikesckan BJ1., Hyuenko J1.A., 3anesa E.E. n ap. MpeanoyteHna
BpaYew B BLIGHOPE METOL0B paHHEr0 NMpeHaTanbHOro TeCTUPOBaHKA:
nunoTHoe mccnenosaHue B Poccm // XIll MexayHapoaHbIA KoH-
rpecc no penpoayKTUBHOM MeanUmHe. Mockea, 2019. C. 13-14 [paTa
obpatlenms: 19.01.2021]. doctyn no ccbinke: https://docviewer.
yandex.ru/view/94511273/?page = 466&* = BbQw6iSQgVonstvZhM
Kcl8YbKrR7InVybCl6InlhLWThaWwéLy8xNzQ1MTQOODUTNjAZM,Y1
MjQvMSayliwidGlObGUIOiJ0aGVzaXNfenpzMTkucGRmliwibm9pZnlh
bWUiOmZhbHNLILCJ1aWQiOilSNDUxMTI3MylsInRzljoxNjA4MjITNDQ
2NDMwLCJ5dSI61jYSMTQ5MTK3MTEOOTk3MTg3MDAIfQ %3D %3D
78. bapa+osa E.E., 3anesa E.E., MyueHko JLA. n gp. Pe3ynbTarthl
onpoca bepemMeHHbIX 06 UX MPeANoYTEHUAX MPeHaTasbHLIX TECTOB
C pasHbIMK xapaKTepucTukammn // MeauumHckan reHetuka. 2020.
N° 3. C. 74-75. doi: 10.25557/2073-7998.2020.03.74-75

79. Oepkes D., Bartha J.L, Schmid M. Yaron Y. Benefits of
contingent screening vs primary screening by cell-free DNA testing:
think again // Ultrasound Obstet. Gynecol. 2016. Vol. 47. P. 542-545.
doi: 10.1002/u0g.15758

80. Salomon L.J., Alfirevic Z.,, Audibert F. et al. ISUOG updated
consensus statement on the impact of cfDNA aneuploidy testing on
screening policies and prenatal ultrasound practice // Ultrasound
Obstet. Gynecol. 2017. Vol. 49. P. 815-816. doi: 10.1002/uog.17483
81. Abousleiman C., Lismonde A., Jani J.C. Concerns following rapid
implementation of first-line screening for aneuploidy by cell-free
DNA analysis in the Belgian healthcare system // Ultrasound Obstet.
Gynecol. 2019. Vol. 53. No. 6. P. 847-848. doi: 10.1002/u0g.20280
82. Van Opstal D., van Maarle M., Lichtenbelt K. et al. Origin and
clinical relevance of chromosomal aberrations other than the
common trisomies detected by genome-wide NIPS: results of
the TRIDENT study // Genet. Med. 2018. Vol. 20. P. 480-485.
doi: 10.1038/gim.2017.132

83. Nicolaides K.H., Wright D., Poon L.C. et al. First-trimester
contingent screening for trisomy 21 by biomarkers and maternal
blood cell-free DNA testing // Ultrasound Obstet. Gynecol. 2013.
Vol. 42. No. 1. P. 41-50. doi: 10.1002/u0g.12511

84. Chitty L.S., Wright D., Hill M. et al. Uptake, outcomes, and
costs of implementing non-invasive prenatal testing for Down's
syndrome into NHS maternity care: prospective cohort study
in eight diverse maternity units // BMJ. 2016. Vol. 354. P. i3426.
doi: 10.1136/bmj.i3426

D0I: https://doi.org/10.17816/J0WD56573

45



46

ACTUAL PROBLEMS OF HEALTHCARE

85. Miltoft C.B., Rode L., Ekelund CK. et al. Contingent first-
trimester screening for aneuploidies ith cell-free DNA in a Danish
clinical setting // Ultrasound Obstet. Gynecol. 2018. Vol. 51. No. 4.
P. 470-479. doi: 10.1002/u0g.17562

86. Nicolaides K.H., Spencer K., Avgidou K. et al. Multicenter
study of first-trimester screening for trisomy 21 in 75 821 preg-
nancies: results and estimation of the potential impact of in-
dividual risk-orientated two-stage first-trimester screening //
Ultrasound Obstet. Gynecol. 2005. Vol. 25. P. 221-226.
doi: 10.1002/u0g.1860

87. Kagan K.0., Etchegaray A., Zhou Y. et al. Prospective validation
of first-trimester combined screening for trisomy 21 // Ultrasound
Obstet. Gynecol. 2009. Vol. 34. P. 14-18. doi: 10.1002/uog.6412

88. Kagan K.0., Hoopmann M., Hammer R. et al. Screening for
chromosomal abnormalities by first trimester combined screening
and noninvasive prenatal testing // Ultraschall Med. 2015. Vol. 36.
P. 40-46. doi:10.1055/s-0034-1385059

89. Santorum M., Wright D., Syngelaki A. et al. Accuracy of first
trimester combined test in screening for trisomies 21, 18 and 13 //
Ultrasound Obstet. Gynecol. 2017. Vol. 49. No. é. P. 714-720.
doi: 10.1002/u0g.17283

90. Kagan K.0., Sonek J., Wagner P., Hoopmann M. Prin-
ciples of first trimester screening in the age of non-invasive
prenatal diagnosis: screening for chromosomal abnormali-
ties // Arch. Gynecol. Obstet. 2017. Vol. 296. No. 4. P. 645-651.
doi: 10.1007/s00404-017-4459-9

91. Miranda J.,, Paz y Mifio F., Borobio V. et al. Should cell-free
DNA testing be used in pregnancy with increased fetal nuchal
translucency? // Ultrasound Obstet. Gynecol. 2020. Vol. 55. No. 5.
P. 645-651. doi: 10.1002/u0g.20397

92. Bardi F., Bosschieter P., Verheij J. et al. Is there still a role
for nuchal translucency measurement in the changing paradigm
of first trimester screening? // Prenatal. Diagnosis. 2020. Vol. 40.
P. 197-205. doi: 10.1002/pd.5590

93. Kagan K.O., Sroka F., Sonek J. et al. First-trimester risk
assessment based on ultrasound and cell-free DNA vs combined
screening: a randomized controlled trial // Ultrasound Obstet.
Gynecol. 2018. Vol. 51. No. 4. P. 437-444. doi: 10.1002/uog.18905
94. Sonek J.D., Kagan K.O. Nicolaides K.H. Inverted pyramid
of care // Clin. Lab. Med. 2016. Vol. 36. No. 2. P. 305-317.
doi: 10.1016/j.cll.2016.01.009

95. Nshimyumukiza L., Menon S., Hina H. et al. Cell-free DNA
noninvasive prenatal screening for aneuploidy versus conventional
screening: a systematic review of economic evaluations // Clin.
Genet. 2018. Vol. 94. P. 3-21. doi: 10.1111/cge.13155

REFERENCES

1. Nikolaides K. Ul'trazvukovoe issledovanie v 11-13.6 nedel’
beremennosti: perevod s angl. Saint Petersburg: Petropolis; 2007.
(In Russ.)

2. Alldred SK, Takwoingi Y, Guo B, et al. First trimester ultrasound
tests alone or in combination with first trimester serum tests
for Down's syndrome screening. Cochrane Database Syst Rev.
2017;3(3):CD012600. doi: 10.1002/14651858.CD012600

3. Baranov VS, Kuznecova TV, Kashheeva TK, Ivashhenko TJe.
Prenatal'naja diagnostika nasledstvennyh boleznej. Sostojanie
i perspektivy. Saint Petersburg: Jeko-Vektor; 2017. (In Russ.)

Vol 70 (1) 2021

Journal of Obstetrics and Women's Diseases

96. EMenbaneHko E.C., Betpoa H.B., Maciok C.B. v gp. Knunhnde-
CKaA 1 3KOHOMMYECKaA 3G HEKTUBHOCTL METOL0B NPEHaTasbHOM an-
arHOCTVKM XPOMOCOMHbIX aHomanui // Joktop.Py. 2016. N° 3 (120).
C. 43-51.

97. Nicolaides K.H., Syngelaki A., Poon L.C. et al. First-trimester
contingent screening for trisomies 21, 18 and 13 by biomarkers and
maternal blood cell-free DNA testing // Fetal Diagn. Ther. 2014.
Vol. 35. No. 3. P. 185-92. doi: 10.1159/000356066

98. Gil MM., Quezada M.S. Bregant B., et al. Implementation
of maternal blood cell-free DNA testing in early screening for
aneuploidies // Ultrasound Obstet. Gynecol. 2013. Vol. 42. P. 34-40.
doi: 10.1002/u0g.12504

99. Gil MM, Revello R., Poon L.C. et al. Clinical implementation
of routine screening for fetal trisomies in the UK NHS: cell-free
DNA test contingent on results from first-trimester combined
test // Ultrasound Obstet. Gynecol. 2016. Vol. 47. No. 1. P. 45-52.
doi: 10.1002/u0g.15783

100. Cotarelo-Pérez C., Oancea-lonescu R., Asenjo-de-la-
Fuente E. et al. A contingent model for cell-free DNA testing to
detect fetal aneuploidy after first trimester combined screening //
Eur. J. Obstet. Gynecol. Reprod. Biol. X. 2019. Vol. 1. P. 100002.
doi: 10.1016/j.eurox.2019.100002

101. Rose N.C,, Kaimal A.J,, Dugoff L., Norton M.E.; American Col-
lege of Obstetricians and Gynecologists’ Committee on Practice
Bulletins — Obstetrics; Committee on Genetics; Society for Mater-
nal-Fetal Medicine. Screening for Fetal Chromosomal Abnormali-
ties: ACOG Practice Bulletin, Number 226 // Obstet. Gynecol. 2020.
Vol. 136. No. 4. P. e48-e69. doi: 10.1097/A0G.0000000000004084
102. Vossaert L., Wang Q., Salman R. et al. Reliable detection
of subchromosomal deletions and duplications using cell-based
noninvasive prenatal testing // Prenatal. Diagnosis. 2018. Vol. 38.
No. 13. P. 1069-1078. doi: 10.1002/pd.5377

103. Evans M.l, Evans SM. Bennett T.A, Wapner RJ. The
price of abandoning diagnostic testing for cell-free fetal DNA
screening // Prenatal. Diagnosis. 2018. Vol. 38. P. 243-245.
doi.org//10.1002/pd.5226

104. Srebniak M., Knapen M.F.CM., Govaerts L.C.P. et al. Social
and medical need for whole genome high resolution NIPT // Mal.
Genet. Genomic. Med. 2020. Vol. 8. P. e1062. doi: 10.1002/mgg3.1062
105. Mpuka3 MuHncTepcTBa 3apaBooxpaHeHna Poccuitckon De-
nepaumn ot 20.10.2020 r. N° 1130H «06 ytBepaeHnn MopsadKa
OKa3aHWA MeMLMHCKOM NOMOLLM Mo NPOGUII0 ,aKyLLIEPCTBO U M-
Hekonorua“. (3apeructpuposad 12.11.2020) [naTa obpatlleHus:
19.01.2021]. Loctyn no ccoinke: http://publication.pravo.gov.ru/
Document/View/0001202011130037

4. Analiz rezul'tatov rannego prenatal’'nogo skrininga v Rossijskoj
Federacii AUDIT — 2019. Informacionno-spravochnye materialy.
Pis'mo MZR F No. 15-4/2963-07 11 Oct 2019. [cited: 2021 Jan 19].
Avaible from: https://fma-russia.ru/img/New %20Folder/ %D0 %90
9%D0 9%A3 %D0 %94 %D0 %98 %D0 %A2-2019 %20 %D1 %81 %20
%D0 %BF %D0 %B8 %D1 %81 %D1 %8C %D0 %BC %D0 %BE %D0
9%BC %20 %D0 %9C %D0 %97 %D0 %A0 %D0 %A4.pdf. (In Russ.)
5. Bianchi DW, Chiu RWK. Sequencing of circulating cell-free
DNA during pregnancy. N Engl J Med. 2018;379(5):464—473.
doi: 10.1056/NEJMra1705345

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

6. Green ED, Rubin EM, Olson MV. The future of DNA sequencing.
Nature. 2017;550:179-181. doi: 10.1038/550179a

7. Taglauer ES, Wilkins-Haug L, Bianchi DW. Review: cell-
free fetal DNA in the maternal circulation as an indication of
placental health and disease. Placenta. 2014;35(Suppl):S64—-S68.
doi: 10.1016/j.placenta.2013.11.014

8. Baranov VS, Lebedev VM, Poleev AV, Kuznecova TV. Uskorennyj
prjamoj metod poluchenija metafaznyh i prometafaznyh hromosom
iz kletok bioptata horiona i jembrionov cheloveka v pervom
trimestre beremennosti. Bjulleten’ jeksperimental’'noj biologii
i mediciny.1990;110(8):196—198. (In Russ.)

9. Kazakov VI, Bozhkov VM, Linde VA, et al. Vnekletochnaja DNK
v krovi beremennyh zhenshhin. Tsitologiia. 1995;37(3):232-236.
(In Russ.)

10. Lo YM, Corbetta N, Chamberlain PF, et al. Presence of fetal DNA
in maternal plasma and serum. Lancet. 1997;350(9076):485-487.
doi: 10.1016/S0140-6736(97)02174-0

11. Hahn S, Lapaire 0, Tercanli S, et al. Determination of fetal
chromosome aberrations from fetal DNA in maternal blood: has
the challenge finally been met? Expert Rev Mol Med. 2011;13:e16.
doi: 10.1017/S1462399411001852

12. Neinvazivnyj prenatal'nyj DNK-skrining aneuploidij ploda po kro-
vi materi metodom vysokoproizvoditel'nogo sekvenirovanija. Klini-
cheskie rekomendacii. Obstetrics and Gynecology. 2016;6(suppl):24.
(In Russ.). doi: 10.18565/aig.2016.6.recomendations

13. Ivashchenko TE, Vashukova ES, Kozyulina PY, et al. Noninvasive
Prenatal Testing Using Next Generation Sequencing: Pilot Experience
of the D.0. Ott Research Institute of Obstetrics, Gynecology and
Reproductology. Russian Journal of Genetics. 2019;55(10):1208-1213.
(In Russ.). doi: 10.1134/51022795419100053

14. Faas BH. Prenatal genetic care: debates and consider-
ations of the past, present and future. Expert Opin Biol Ther.
2015;15(8):1101-1105. doi: 10.1517/14712598.2015.1045873

15. Ericsson O, Ahola T, Dahl F, et al. Clinical validation of a novel
automated cell-free DNA screening assay for trisomies 21, 13,
and 18 in maternal plasma. Prenat Diagn. 2019;39(11):1011-1015.
doi: 10.1002/pd.5528

16. Wright D, Wright A, Nicolaides KH. A unified approach to risk
assessment for fetal aneuploidies. Ultrasound Obstet Gynecol.
2015;45(1):48-54. doi: 10.1002/u0g.14694

17. Committee on practice bulletins — obstetrics, committee on
genetics, and the society for maternal-fetal medicine. Practice
bulletin No. 163: Screening for fetal aneuploidy. Obstet Gynecol.
2016;127(5):e123-37. doi: 10.1097/A06.0000000000001406

18. Gil MM, Quezada MS, Revello R, et al. Analysis of cell-free
DNA in maternal blood in screening for fetal aneuploidies: updated
meta-analysis. Ultrasound Obstet Gynecol. 2015;45:249-266.
doi: 10.1002/uog.14791

19. Gil MM, Accurti V, Santacruz B, et al. Analysis of cell-free
DNA in maternal blood in screening for aneuploidies: updated
meta-analysis. Ultrasound Obstet Gynecol. 2017;50:302-314.
doi: 10.1002/uog.17484

20. Mackie FL, Hemming K, Allen S, et al. The accuracy of cell-
free fetal DNA-based non-invasive prenatal testing in singleton
pregnancies: a systematic review and bivariate meta-analysis.
BJOG. 2017;124:32—46. doi: 10.1111/1471-0528.14050

21. Taylor-Phillips S, Freeman K, Geppert J, et al. Accuracy
of non-invasive prenatal testing using cell-free DNA for

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

detection of Down, Edwards and Patau syndromes: a systematic
review and meta-analysis. BMJ Open. 2016;6(1):e010002.
doi: 10.1136/bmjopen-2015-010002

22. Gil MM, Galeva S, Jani J, et al. Screening for trisomies by cfDNA
testing of maternal blood in twin pregnancy: update of The Fetal
Medicine Foundation results and meta-analysis. Ultrasound Obstet
Gynecol. 2019;53(6):734=742. doi: 10.1002/u0g.20284

23.Wang Y, Li S, Wang W, et al. Cell-free DNA screening
for sex chromosome aneuploidies by non-invasive prenatal
testing in maternal plasma. Mol Cytogenet. 2020;13:10.
doi: 10.1186/513039-020-0478-5

24. Helgeson J, Wardrop J, Boomer T, et al. Clinical outcome
of subchromosomal events detected by whole-genome
noninvasive prenatal testing. Prenat Diagn. 2015;35(10):999-1004.
doi: 10.1002/pd.4640

25. Martin K, lyengar S, Kalyan A, et al. Clinical experience with
a single-nucleotide polymorphism-based non-invasive prenatal
test for five clinically significant microdeletions. Clin Genet.
2018;93:293-300. doi: 10.1111/cge.13098

26.Van der Meij KRM, Sistermans EA, Macville MVE, et al.
TRIDENT-2: National implementation of genome-wide non-
invasive prenatal testing as a first-tier screening test in
the Netherlands. Am J Hum Genet. 2019;105:1091-1101.
doi: 10.1016/j.ajhg.2019.10.005

27. Zhang H, Gao Y, Jiang F, et al. Non-invasive prenatal testing
for trisomies 21, 18 and 13: clinical experience from 146,958
pregnancies. Ultrasound Obstet Gynecol 2015;45(5):530-538.
doi: 10.1002/u0g.14792

28. Chitty LS, Hudgins L, Norton ME. Current controversies in
prenatal diagnosis 2: Cell-free DNA prenatal screening should be
used to identify all chromosome abnormalities. Prenatal Diagnosis.
2018;38:160—165. doi: 10.1002/pd.5216

29. Reiss RE, Discenza M, Foster J, Dobson L, Wilkins-Haug L.
Sex chromosome aneuploidy detection by noninvasive prenatal
testing: helpful or hazardous? Prenat Diagn. 2017;37:515-520.
doi: 10.1002/pd.5039

30. Bianchi DW, Parsa S, Bhatt S, et al. Fetal sex chromosome
testing by maternal plasma DNA sequencing: clinical laboratory
experience and biology. Obstet Gynecol. 2015;125:375-382.
doi: 10.1097/A0G.0000000000000637

31.Chen Y, Yu Q, Mao X, et al. Noninvasive prenatal testing for
chromosome aneuploidies and subchromosomal microdeletions/
microduplications in a cohort of 42,910 single pregnancies
with different clinical features. Hum Genomics. 2019;13:60.
doi: 10.1186/s40246-019-0250-2

32. Badeau M, Lindsay C, Blais J, et al. Genomics-based non-
invasive prenatal testing for detection of fetal chromosomal
aneuploidy in pregnant women. Cochrane Database Syst Rev.
2017;11(11):CD011767. doi: 10.1002/14651858.CD011767.pub2
33. Hartwig TS, Ambye L, Serensen S, Jergensen FS. Discordant
non-invasive prenatal testing (NIPT) — a systematic review. Prenat
Diagn. 2017;37(6):527-539. doi: 10.1002/pd.5049

34. Wilkins-Haug L, Zhang C, Cerveira E, et al. Biological explanations
for discordant noninvasive prenatal test results: Preliminary
data and lessons learned. Prenat Diagn. 2018;38(6):445-458.
doi: 10.1002/pd.5260

35. Grati FR, Malvestiti F, Ferreira JCPB, et al. Fetoplacental
mosaicism: potential implications for false-positive and false-

D0I: https://doi.org/10.17816/J0WD56573

47



48

ACTUAL PROBLEMS OF HEALTHCARE

negative noninvasive prenatal screening results. Genet Med.
2014;16:620—624. doi: 10.1038/gim.2014.3

36. Grati FR, Malvestiti F, Branca L, et al. Chromosomal mosaicism
in the fetoplacental unit. Best Pract Res Clin Obstet Gynaecol.
2017;42:39-52. doi: 10.1016/j.bpobgyn.2017.02.004

37. Grati FR, Ferreira J, Benn P, et al. Outcomes in pregnancies
with a confined placental mosaicism and implications for prenatal
screening using cell-free DNA. Genet Med. 2020;22:309-316.
doi: 10.1038/s41436-019-0630-y

38. Malvestiti F, Agrati C, Grimi B, et al. Interpreting mosaicism
in chorionic villi: results of a monocentric series of 1001 mosaics
in charionic villi with follow-up amniocentesis. Prenat Diagn.
2015;35:1117-1127. doi: 10.1002/pd.4656

39. Shubina J, Trofimov DY, Barkov 1Y, et al. In silico size selection
is effective in reducing false positive NIPS cases of monosomy
X that are due to maternal mosaic monosomy X. Prenat Diagn.
2017;37(13):1305-1310. doi: 10.1002/pd.5178

40. Benn P. Expanding non-invasive prenatal testing beyond
chromosomes 21, 18, 13, X and Y. Clin Genet. 2016;90:477-L485.
doi: 10.1111/cge.12818

41. Shubina J, Barkov 1Y, Stupko OK, et al. Prenatal diagnosis
of Prader-Willi syndrome due to uniparental disomy with NIPS:
Case report and literature review. Mol Genet Genomic Med.
2020;8(10):e1448. doi: 10.1002/mgg3.1448

42. Barkov Y, Shubina J, Kuznetsova M, et al. Detection of partial
4-th chromosome deletion and 12-th chromosome duplication
with noninvasive prenatal DNA screening. Prenat. Diagn.
2018;(38):S.1-P2-25:75-76. doi: 10.1002/pd.5301

43. Grati FR, Benn P. Comment on “The clinical utility of genome-wide
non invasive prenatal screening”. Prenat Diagn. 2017;37:1050-1052.
doi: 10.1002/pd.5098

44, Fiorentino F, Bono S, Pizzuti F, et al. The clinical utility of
genome-wide noninvasive prenatal screening. Prenat Diagn.
2017;37:593-601. doi: 10.1002/pd.5053

45. Fiorentino F, Bono S, Pizzuti F, et al. Author's reply to Grati and
Benn. Prenat Diagn. 2017;37:1053—1054. doi: 10.1002/pd.5136

46. Benn P, Grati FR. Genome-wide non-invasive prenatal screening
for all cytogenetically visible imbalances. Ultrasound Obstet Gynecol.
2018;51:429-433. doi: 10.1002/u0g.19014

47. Ferreira JC, Grati FR, Bajaj K, et al. Frequency of fetal karyotype
abnormalities in women undergoing invasive testing in the absence
of ultrasound and other high-risk indications. Prenat Diagn.
2016;36:1146—1155. doi: 10.1002/pd.4951

48. Wang Y, Zhu J, Chen Y, et al. Two cases of placental T21
mosaicism: challenging the detection limits of non-invasive prenatal
testing. Prenat Diagn. 2013;33:1207-1210. doi: 10.1002/pd.4212
49.Pan M, Li FT, Li Y, et al. Discordant results between fetal
karyotyping and non-invasive prenatal testing by maternal plasma
sequencing in a case of uniparental disomy 21 due to trisomic
rescue. Prenat Diagn. 2013;33:598-601. doi: 10.1002/pd.4069

50. Benn P, Malvestiti F, Grimi B, et al. Rare autosomal trisomies:
comparison of detection through cell-free DNA analysis and direct
chromosome preparation of charionic villus samples. Ultrasound
Obstet Gynecol. 2019;54:458-467. doi: 10.1002/u0g.20383

51. Pertile MD, Halks-Miller M, Flowers N, et al. Rare autosomal
trisomies, revealed by maternal plasma DNA sequencing,
suggest increased risk of feto-placental disease. Sci Transl Med.
2017;9(405)-eaan1240. doi: 10.1126/scitranslmed.aan1240

Vol 70 (1) 2021

Journal of Obstetrics and Women's Diseases

52. Bianchi DW, Chudova D, Sehnert AJ, et al. Noninvasive prenatal
testing and incidental detection of occult maternal malignancies.
JAMA. 2015;314:162-169. doi: 10.1001/jama.2015.7120

53. Curnow KJ, Wilkins-Haug L, Ryan A, et al. Detection of triploid,
molar, and vanishing twin pregnancies by a single-nucleotide
polymorphism-based noninvasive prenatal test. Am J Obstet
Gynecol. 2015;212:79.e1-9. doi: 10.1016/].ajog.2014.10.012

54. Wapner RJ, Babiarz JE, Levy B, et al. Expanding the scope
of noninvasive prenatal testing: detection of fetal microdeletion
syndromes. Am J Obstet Gynecol. 2015;212:332.e1-332.€339.
doi: 10.1016/j.ajog.2014.11.041

55. Grace MR, Hardisty E, Dotters-Katz SK, Vora NL, Kuller JA.
Cell-free  DNA screening: complexities and challenges of
clinical implementation. Obstet Gynecol Surv. 2016;71:477-487.
doi: 10.1097/0GX.0000000000000342

56. Genetics Committee on Genetics Society for Maternal-Fetal
Medicine. Committee Opinion No. 640: Cell-free DNA screening
for fetal aneuploidy. Obstet Gynecol 2015;126(3):e31-e37.
doi: 10.1097/A0G.0000000000001051

57. Gregg AR, Skotko BG, Benkendorf JL, et al. Noninvasive prenatal
screening for fetal aneuploidy, 2016 update: a position statement of
the American College of Medical Genetics and Genomics. Genet Med.
2016;18(10):1056—1065. doi: 10.1038/gim.2016.97

58. Di Renzo GC, Bartha JL, Bilardo CM. Expanding the indications
for cell-free DNA in the maternal circulation: clinical considerations
and implications. Am J Obstet Gynecol. 2019;220:537-542.
doi: 10.1016/j.aj0g.2019.01.009

59. Di Renzo GC, Luis Bartha J, Bilardo CM. More research is needed
prior to the implementation of genome-wide cell-free DNA testing
in specific populations. (Response to letter L19-020A: Confined
placental trisomy detection through cell-free DNA in the maternal
circulation: Benefit for pregnancy management). Am J Obstet
Gynecol. 2019;221(3):287. doi: 10.1016/j.3jog.2019.05.031

60. Benn P, Borrell A, Chiu RW, et al. Position statement from the
Chromosome Abnormality Screening Committee on behalf of the
Board of the International Society for Prenatal Diagnosis. Prenat
Diagn. 2015;35(8):725-734. doi: 10.1002/pd.4608

61. Jani JC, Gil MM, Benachi A, et al. Genome — wide cfDNA testing
of maternal blood. Ultrasound Obstet Gynecol. 2020;55(1):13—14.
doi: 10.1002/u0g.21945

62. De Wergifosse S, Bevilacqua E, Mezela |, et al. Cell-free DNA
analysis in maternal blood: comparing genome-wide versus targeted
approach as a first-line screening test. J Matern Fetal Neonatal Med.
2019;13:1-10. doi: 10.1080/14767058.2019.1686478

63. Wilson JMG, Jungner G. Principles and practice of screening for
disease. Geneva: World Health Organization; 1968 [cited 2021 Jan 19].
Available from: https://apps.who.int/iris/handle/10665/37650

64. Suciu ID, Toader OD, Galeva S, Pop L. Non-invasive prenatal
testing beyond trisomies. J Med Life. 2019;12(3):221-224.
doi: 10.25122/jml-2019-0053

65. Han BW, Yang F, Guo ZW, et al. Noninvasive inferring expressed
genes and in vivo monitoring of the physiology and pathology of
pregnancy using cell-free DNA. Am J Obstet Gynecol. 2020;29:S0002-
9378(20)30985-6. doi: 10.1016/j.ajog.2020.08.104

66. Baranov VS, Kashheeva TK, Kuznecova YV. Achievements,
sensations and problems of molecular prenatal diagnostics. Journal
of Obstetrics and Women'’s Diseases. 2016;65(2):70-80. (In Russ.).
doi: 10.17816/JOWD65270-80

D0I: https://doi.org/10.17816/J0WD56573



AKTYAJIBHBIE MPOBJTEMBI 3APABOOXPAHEHNA

67. Baranov VS, Kuznecova TV, Kashheeva TK, Ivashhenko TJe.
Prenatal'naja diagnostika nasledstvennyh boleznej. Sostojanie
i perspektivy. 3 ed. Saint Petersburg: Jeko-Vektor; 2020. (In Russ.)
68. Federal'nyj zakon ot 21 nojabrja 2011 No. 323-FZ “Ob
osnovah ohrany zdorov'ja grazhdan v Rossijskoj Federacii”
[cited: 2021 Jan 19]. Avaible from: https://www.rosminzdrav.ru/
documents/7025. (In Russ.)

69. Dondorp W, de Wert G, Bombard Y, et al.; European Society
of Human Genetics; American Society of Human Genetics. Non-
invasive prenatal testing for aneuploidy and beyond: challenges
of responsible innovation in prenatal screening. Eur J Hum Genet.
2015;23(11):1438-1450. doi: 10.1038/ejhg.2015.57

70. Skotko BG, Allyse MA, Bajaj K, et al. Adherence of Cell-
free DNA Noninvasive Prenatal Screens to ACMG Recom-
mendations. Genetics in Medicine. 2019;21(10):2285-2292.
doi: 10.1038/s41436-019-0485-2

71. Skotko BG, Allyse MA, Bajaj K, et al. Response to
Johansen Taber et al. Genet Med. 2019;21:2660-2661.
doi: 10.1038/s41436-019-0556-4

72. Baranova EE, Belenikin MS, Zhuchenko LA, Izhevskaya VL. Non-
invasive prenatal tests: European and American recommendations.
Medical genetics. 2017;16(8):3—11. (In Russ.)

73. Sachs A, Blanchard L, Buchanan A, et al. Recommended pre-
test counseling points for noninvasive prenatal testing using cell-
free DNA: a 2015 perspective. Prenat Diagn. 2015;35:968-971.
doi: 10.1002/pd.4666

74, Hill M, Johnson JA, Langlois S, et al. Preferences for prenatal
tests for Down Syndrome: an international comparison of the views
of pregnant women and health professionals. Eur J Hum Genet.
2016;24(7):968-975. doi: 10.1038/ejhg.2015.249

75. Sayres LC, Allyse M, Goodspeed TA, Cho MK. Demographic
and experiential correlates of public attitudes towards cell-
free fetal DNA screening. J Genet Couns. 2014;23(6):957-967.
doi: 10.1007/510897-014-9704-9

76. Gil MM, Giunta G, Macalli EA, et al. UK NHS pilot study on
cell-free DNA testing in screening for fetal trisomies factors
affecting uptake. Ultrasound Obstet Gynecol. 2015;45(1):67-73.
doi: 10.1002/uog.14683

77. |zhevskaia VL, Zhuchenko LA, Zaiaeva EE, et al. Pred-
pochtenija vrachej v vybore metodov rannego prenatal’nogo te-
stirovanija: pilotnoe issledovanie v Rassii. In: XIlI Mezhdunarod-
nyj kongress po reproduktivnoj medicine. Moscow; 2019:13-14
[cited: 2021 Jan 19]. Avaible from: https://docviewer.yandex.ru/
view/94511273/page = 466&* = BoQw6iSQgVonstvZhMKcl8YbKIR
7InVybCléInlhLW1haWw6Ly8xNzQ1MTQOODUTNjA2M;jY 1MjQuMSay
liwidGlObGUIiOiJ0aGVzaXNfenpzMTkucGRmliwibm9pZnJhbWUiOmZ
hbHNLLCJ1aWQi0ilSNDUxMTI3MylsInRzljoxNjA4Mjl INDQZNDMwLC
J5dSI61jY5SMTA5MTk3MTEOOTk3MTg3MDAIfQ %3D %3D. (In Russ.)
78. Baranova EE, Zayaeva EE, Zhuchenko LA, et al. A survey of
pregnant women about their preferences for prenatal tests with
different characteristics. Medical Genetics. 2020;19(3):74-75.
(In Russ.). doi: 10.25557/2073-7998.2020.03.74-75

79. Oepkes D, Bartha JL, Schmid M, Yaron Y. Benefits of
contingent screening vs primary screening by cell-free DNA
testing: think again. Ultrasound Obstet Gynecol. 2016;47:542-545.
doi: 10.1002/u0g.15758

80. Salomon LJ, Alfirevic Z, Audibert F, et al. ISUOG updated
consensus statement on the impact of cfDNA aneuploidy testing

Tom 70, N2 1, 2021

HypHaN aryLIepCTBa 1 HeHCKMX bonesHel

on screening policies and prenatal ultrasound practice. Ultrasound
Obstet Gynecol. 2017;49:815-816. doi: 10.1002/u0g.17483

81. Abousleiman C, Lismonde A, Jani JC. Concerns following rapid
implementation of first-line screening for aneuploidy by cell-free
DNA analysis in the Belgian healthcare system. Ultrasound Obstet
Gynecol. 2019;53(6):847-848. doi: 10.1002/u0g.20280

82. Van Opstal D, van Maarle M, Lichtenbelt K, et al. Origin and clinical
relevance of chromosomal aberrations other than the common
trisomies detected by genome-wide NIPS: results of the TRIDENT
study. Genet Med. 2018;20:480—485. doi: 10.1038/gim.2017.132
83. Nicolaides KH, Wright D, Poon LC, et al. First-trimester contingent
screening for trisomy 21 by biomarkers and maternal blood cell-
free DNA testing. Ultrasound Obstet Gynecol. 2013;42(1):41-50.
doi: 10.1002/u0g.12511

84. Chitty LS, Wright D, Hill M, et al. Uptake, outcomes, and costs
of implementing non-invasive prenatal testing for Down's syndrome
into NHS maternity care: prospective cohort study in eight diverse
maternity units. BMJ. 2016;354:3426. doi: 10.1136/bm}.i3426

85. Miltoft CB, Rode L, Ekelund CK, et al. Contingent first-
trimester screening for aneuploidies ith cell-free DNA in a Danish
clinical setting. Ultrasound Obstet Gynecol. 2018;51(4):470-479.
doi: 10.1002/u0g.17562

86. Nicolaides KH, Spencer K, Avgidou K, et al. Multicenter study
of first-trimester screening for trisomy 21 in 75 821 pregnancies:
results and estimation of the potential impact of individual risk-
orientated two-stage first-trimester screening. Ultrasound Obstet
Gynecol. 2005;25:221-226. doi: 10.1002/uog.1860

87. Kagan KO, Etchegaray A, Zhou Y, et al. Prospective validation of
first-trimester combined screening for trisomy 21. Ultrasound Obstet
Gynecol. 2009;34:14-18. doi: 10.1002/u0g.6412

88. Kagan KO, Hoopmann M, Hammer R, et al. Screening for
chromosomal abnormalities by first trimester combined screening
and noninvasive prenatal testing. Ultraschall Med. 2015;36:40-46.
doi: 10.1055/5-0034-1385059

89. Santorum M, Wright D, Syngelaki A, et al. Accuracy of
first trimester combined test in screening for trisomies 21,
18 and 13. Ultrasound Obstet Gynecol. 2017;49(6):714-720.
doi: 10.1002/u0g.17283

90. Kagan KO, Sonek J, Wagner P, Hoopmann M. Principles of first
trimester screening in the age of non-invasive prenatal diagnosis:
screening for chromosomal abnormalities. Arch Gynecol Obstet.
2017;296(4):645-651. doi: 10.1007/s00404-017-4459-9

91. Miranda J, Paz y Mifio F, Borobio V, et al. Should cell-free
DNA testing be used in pregnancy with increased fetal nuchal
translucency? Ultrasound Obstet Gynecol. 2020;55(5):645-651.
doi: 10.1002/u0g.20397

92. Bardi F, Bosschieter P, Verheij J, et al. Is there still a role for
nuchal translucency measurement in the changing paradigm of
first trimester screening? Prenatal Diagnosis. 2020;40:197-205.
doi: 10.1002/pd.5590

93. Kagan KO, Sroka F, Sonek J, et al. First-trimester risk
assessment based on ultrasound and cell-free DNA vs combined
screening: a randomized controlled trial. Ultrasound Obstet Gynecol.
2018;51(4):437-444. doi: 10.1002/u0g.18905

94. Sonek JD, Kagan KO, Nicolaides KH. Inverted Pyramid of Care.
Clin Lab Med. 2016;36(2):305-317. doi: 10.1016/j.cll.2016.01.009
95. Nshimyumukiza L, Menon S, Hina H, et al. Cell-free DNA
noninvasive prenatal screening for aneuploidy versus conventional

D0I: https://doi.org/10.17816/J0WD56573

49



50

ACTUAL PROBLEMS OF HEALTHCARE

screening: a systematic review of economic evaluations. Clin Genet.
2018;94:3-21. doi: /10.1111/cge.13155

96. Emel’janenko ES, Vetrova NV, Masjuk SV, et al. Prenatal
diagnosis of chromosomal abnormalities: Clinical- and cost-
effectiveness. Doctor.ru. 2016;3(120):43-51. (In Russ.)

97. Nicolaides KH, Syngelaki A, Poon LC, et al. First-trimester
contingent screening for trisomies 21, 18 and 13 by hiomarkers
and maternal blood cell-free DNA testing. Fetal Diagn Ther.
2014;35(3):185-192. doi: 10.1159/000356066

98. GilMM, Quezada MS, Bregant B, et al. Implementation of maternal
blood cell-free DNA testing in early screening for aneuploidies.
Ultrasound Obstet Gynecol. 2013;42:34—40. doi: 10.1002/u0g.12504
99. Gil MM, Revello R, Poon LC, et al. Clinical implementation of
routine screening for fetal trisomies in the UK NHS: cell-free DNA test
contingent on results from first-trimester combined test. Ultrasound
Obstet Gynecol. 2016;47(1):45-52. doi: 10.1002/u0g.15783

100. Cotarelo-Pérez C, QOancea-lonescu R, Asenjo-de-la-
Fuente E, et al. A contingent model for cell-free DNA testing
to detect fetal aneuploidy after first trimester combined
screening. Eur J Obstet Gynecol Reprod Biol X. 2019;1:100002.
doi: 10.1016/j.eurox.2019.100002

0Ob ABTOPAX

*Enena AnekcangpoBHa KanalwHukosa,

KaH[l. Me[l. HayK, [I0LeHT;

anpec: Poceu, 125993, Mockea, yn. bappukagHas, a. 2/1,
ctpoetue 1; ORCID: https://orcid.org/0000-0002-7861-6273;
e-mail: elenakalash@yandex.ru

Auppein CepreeBuy 'notoB, 4-p 61on. Hayk;
ORCID: https://orcid.org/0000-0002-7465-4504;
e-mail: anglotov@mail.ru

EneHa HukonaeBHa AHgpeeBa, KaHf. Mefl. HayK, [OLEHT;
ORCID: https://orcid.org/0000-0002-5649-0534;
e-mail: e.n.andreeva@mail.ru

WUnba l0pbesuy bapros, KaHa. Med. Hayk;
ORCID: https://orcid.org/0000-0001-6297-2073;
e-mail: i@barkov.ru

lanuHa OpbeBHa b06poBHUK;
e-mail: bobrovnik852@yandex.ru

Enena BsavecnaBoBHa [lybpoBuHa;
ORCID: https://orcid.org/0000-0002-2179-639X;
e-mail: e.v.dubrovina@yandex.ru

JioaMuna AnekcanpposHa HyyveHKo, 4-p Mefl. Hayk,
npodeccop; ORCID: https://orcid.org/0000-0003-4918-2995;
e-mail: mrrem@mail.ru

Vol 70 (1) 2021

Journal of Obstetrics and Women's Diseases

101. Rose NC, Kaimal AJ, Dugoff L, Norton ME; American College of
Obstetricians and Gynecologists’ Committee on Practice Bulletins —
Obstetrics; Committee on Genetics; Society for Maternal-Fetal
Medicine. Screening for fetal chromosomal abnormalities: ACOG
Practice Bulletin, Number 226. Obstet Gynecol. 2020;136(4):e48-e69.
doi: 10.1097/A0G.0000000000004084

102. Vossaert L, Wang Q, Salman R, et al. Reliable detection
of subchromosomal deletions and duplications using cell-
based noninvasive prenatal testing. Prenatal Diagnosis.
2018;38(13):1069-1078. doi: 10.1002/pd.5377

103. Evans M, Evans SM, Bennett TA, Wapner RJ. The price of
abandoning diagnostic testing for cell-free fetal DNA screening.
Prenatal Diagnosis. 2018;38:243-245. doi: 10.1002/pd.5226

104. Srebniak MI, Knapen MFCM, Govaerts LCP, et al. Social and
medical need for whole genome high resolution NIPT. Mol Genet
Genomic Med. 2020;8:¢1062. doi: 10.1002/mgg3.1062

105. Prikaz Ministerstva zdravoohranenija Rossijskoj Federacii
ot 20.10.2020 No. 1130n “Ob utverzhdenii Porjadka okazanija
medicinskoj pomoshhi po profilju “akusherstvo i ginekologija™
[cited: 2021 Jan 19]. Available from: http://publication.pravo.gov.ru/
Document/View/0001202011130037. (In Russ.)

AUTHORS INFO

*Elena A. Kalashnikova,

MD, PhD, Assistant Professor:;

address: 2/1, building 1, Barrikadnaya str., Moscow, 125993, Russia;
ORCID: https://orcid.org/0000-0002-7861-6273;

e-mail: elenakalash®@yandex.ru

Andrey S. Glotov, PhD, DSci (Biology);
ORCID: https://orcid.org/0000-0002-7465-4504;
e-mail: anglotov@mail.ru

Elena N. Andreyeva, MD, PhD, Assistant Professor;
ORCID: https://orcid.org/0000-0002-5649-0534;
e-mail: e.n.andreeva@mail.ru

Ilya Yu. Barkov, MD, PhD;
ORCID: https://orcid.org/0000-0001-6297-2073;
e-mail: i@barkov.ru

Galina Yu. Bobrovnik, MD;
e-mail: bobrovnik852@yandex.ru

Elena V. Dubrovina, MD;
ORCID: https://orcid.org/0000-0002-2179-639X;
e-mail: e.v.dubrovina@yandex.ru

Lyudmila A. Zhuchenko, MD, PhD, DSci (Medicine);
ORCID: https://orcid.org/0000-0003-4918-2995;
e-mail: mrrem®@mail.ru

D0I: https://doi.org/10.17816/J0WD56573



	Monitoring in obstetric critical care (“maternal near miss”) in the Northwestern Federal District of the Russian Federation in 2018-2019
	Current relevance of non-invasive prenatal study of cell‑free fetal DNA in the mother’s blood and prospects for its application in mass screening of pregnant women in the Russian Federation
	Cytokine profile in women with threatened miscarriage and intestinal dysbiosis
	Placental inflammatory changes and their association with the vaginal microbiota before delivery
	Serotonin and cyclic sleep organization in healthy full-term newborns
	Uterotonic drugs in obstetric bleeding prevention and treatment
	The role of dyslipidemia in the pathogenesis of perinatal complications in pregnant women with diabetes mellitus
	The role of genetic markers of thrombophilia in the structure of the causes of placenta‑associated complications in pregnant women with thrombocytopenia
	Main characteristics of IVF / ICSI protocols in patients with suboptimal response to controlled ovarian stimulation
	Итоги мониторинга случаев критических акушерских состояний (maternal near miss) в Северо-Западном федеральном округе Российской Федерации в 2018–2019 гг.
	Современное значение неинвазивного пренатального исследования внеклеточной ДНК плода в крови матери и перспективы его применения в системе массового скрининга беременных в Российской Федерации
	Особенности цитокинового профиля у беременных с угрозой самопроизвольного выкидыша на фоне дисбиоза кишечника
	Воспалительные изменения в последе и их связь с микробиотой влагалища до родов
	Серотонин и циклическая организация сна у здоровых доношенных новорожденных
	Утеротонические препараты в профилактике и лечении акушерского кровотечения
	Роль дислипидемии в патогенезе перинатальных осложнений при сахарном диабете у матери
	Роль генетических маркеров тромбофилии в структуре причин развития плацента-ассоциированных осложнений у беременных с тромбоцитопенией
	Основные характеристики протоколов ЭКО/ИКСИ у пациенток с субоптимальным ответом на контролируемую овариальную стимуляцию

