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Ol1bIT MPUMEHEHUA BbICOKOITPOU3BOAUTEABHOTO
CEKBEHUPOBAHWS (NGS) AAS TTPOBEAEHMS HEMHBA3MBHOIO
MPEHATAAbBHOIO CKPUHUHTA AHEYTIAOUAUN TTAOAA
HA BA3E ®IbHY «<HUN ATUP UM. A.O. OTTA»

'OIBHY «Hay4yHO-MCCAEAOBATEABCKMIA MHCTUTYT aKyLLIEpCTBa, TMHEKOAOTMU U penpoAyKToAorun umeHn A.O. OTTa,
CaHkT1-TeTepbypr, Poccus
2000 «HUIMT», CankT-TMetepbypr, Poccus
3CIM6 TKY3 «AnarHoCT1Yeckmi UeHTp (MeAnKo-reHeTudeckuin)», CaHkT-INetepbypr, Poccus

Ileav: Anaauz Kaunuueckou 3QhexmusHocmu HeUHeA3U8H020 NPEHAMAAbHO20 CKPUHUHeA AHEeYNAOUOUL
naoda no kposu mamepu, npogodumozo 6 OIbHY «HUU ATuP um. /1.0. Omma» ¢ dexabps 2019 no anpens
2022 2e., 8 cpasHeHUU ¢ KOMOUHUPOBAHHBIM PAHHUM NPEHAMANbHbIM CKPUHUH2OM.

Mamepuaavt u memodoi: B pabome cymmuposarnsl pe3ysomamol uccaedosanus 4272 oopasuyos kposu depe-
MEHHbIX dceHuwuH. HeuneasugHvlii npeHamanvHolil CKPUHUHE AHEYNAOUOUD NA00a OCYUWeCMBAANCA NymeM
ananuza enexsemounoll JHK (exIHK) naoda 6 kposu mamepu memooom 6biCOKONPOU3EB00UMENbHO20 CEK-
eenuposarus (NGS).

Pesyabmamot: Boicoxuil puck aneynaouduii naooa ycmarnoeénen 6 173/4272 cayuasx (4,05% ecex uccaedosa-
Huit). Ilpu amom 6 138 cayuasx pezyrbmamol 0biau n0OM8EepIcOeHbl Memodamu UH8A3UBHOU OUACHOCMUKU.
Cpedu Hux Haubonee npedcmasieHHbIMU ABASIOMC mpucomus no xpomocome 21 (cundpom Jayna) — 74,63%
cayuaes, 18 (cunopom Ddeapoca) — 7,97%, mpucomus no xpomocome 13 (cunopom Ilamay) — 6,52%, umo
coomeemcemeyem 00uepoCcuiickomy u Mupogomy onvimy. llpoenocmuueckas yeHHOCMb BbIAGAEHUS MPUCO-
muit no xpomocomam 21, 18, 13 3nauumo eviuie 8 cpagHeHUU ¢ KOMOUHUPOBAHHBIM PAHHUM NPEHAMANbHbIM
ckpununeom. Heobxooumo ommemumo Haauuue evicoxo2o npoyenma naodoé ¢ anomaiusamu (2,41%) y scen-
WUH MAK HA3bI8AEMOU 2PYNNbL «00eCNOKOEHHOCMU COCIOSHUEM NA00Q», PABHO20 Makoeomy (2,46%) y bepe-
MEHHBIX «NPOMENCYMOUHO20 PUCKA» NO Pe3YAbMAMam PaHHe20 NPeHaAmMAa bHO20 CKPUHUHEA.

Saxarouenue: I[Iposedentvie Uccae008aHUS NOKA3IGAIOM BbICOKYIO KAUHUHECKYIO I(DpeKmueHocms HeuH-
8A3UBH020 NPEHAMANbHO20 CKPUHUHea aHeynaoudui nioda memodom NGS. B cayuae 6viaenenus 6bicoxoeo
PUCKA XPOMOCOMHOU NAMOoA02UU NA00a HeoOX00UMO HANPABAAMb NAUUCHMKY HA KOHCYAbMAYUIO 8pa4a-
2eHemuKa, 6 mi. 045 peuwlerus 60npoca 0 NpogedeHulY UHBA3UBHOU NPEHAMANbHOU JUACHOCMUKL.

Karouesvie caoea: pannuit npenamanvuotii. ckpunune, PIIC, npenamanvhas ouaeHocmuka, XpomocoM-
Has namoaoeus, aHeynaoudus, HeuHmeasugHoe npenamanvHoe mecmupoganue, HUIIT,
emanvnas ppakyus, HeuneasusHuiil npeHamanvuolii ckpunune, HUIIC.

Bkaax aBropos: Tapacenko O.A., Bammykosa E.C., I'motoB A.C. — koHLIenIus ¥ Tu3aiiH uccienoBanus; Tapacenko O.A.,
TananrtoBa O.E., Manbsuena A.P., Bamykosa E.C., [Tauynust O.B., UBamenko T.D. — c6op u 06paboTKa Marepuaa;
Koswonuna I1.10., MopuiHeBa A.B. — 6uonHpopmaTnyeckasi oopaboTKa pe3yibTaToB UcciaenoBaHus; TapaceHko O.A.,
Bamykosa E.C. — ctatucTuueckas oopadborka naHHbix; Tapacenko O.A., Bamykosa E.C., I'motoB A.C., bapanos B.C. —
HanucaHue Tekcta; Tapacenko O.A., Bamykosa E.C., Koporees A.JI., becnnaiosa O.H., Koran N.10., Bapanos B.C.,
I'notoB A.C. — penaktupoBaHuUe.

KoH(auKT uHTEpecoB: ABTODPHI 3asBJISIOT 00 OTCYTCTBUYM KOH(MIMKTAa UHTEPECOB.

®unancupoBanue: O6paboTKa pe3yIbTaTOB UCCISIOBaHU S BBHITTOJTHEHA TIPpH Mmoanepxke TeMbl [THU

No AAAA-A20-120041390028-0.

Onodpenne DTuueckoro kKomurera: MccnenoBanue 0b110 0106peHo DTuueckum komutetom ®I'BHY «<HUU ATuP

uM. 1.0. Otra» (Ne 130 ot 16 mtonst 2020 1.).

Coriacue nanMeHToB Ha nyoauKkamuio: [1aliMeHThl noAnucansu MHGOPMUPOBAHHOE cOrJIacue Ha MyOJIMKAIMIO0 CBOUX JaHHBIX.
OOMeH uccieI0BATEIbCKHMH JAHHBIME: [laHHBIE, TTONTBEPXKAAIOIINE BEIBOABI TOTO MCCIICAOBAHUS, TOCTYITHBI IO 3aIIPOCY Y
aBTOpa, OTBETCTBEHHOTO 3a MEPENMCKY, TTOC]Ie OTOOPEHU S BENYIIIUM UCCIeI0BATEIEM.

s yumuposanus: Tapacenko O.A., Bawykosa E.C., Kozwauna I1.10., Mopwnesa A.B.,
Maanvyesa A.P., Mauyaus O.B., Tanaumosa O.E., Kopomeee A.JI., [Heawenxo T.9),
FBecnanosa O.H., Kozan U.I0.,[Bapanose B.C), Inomoe A.C.

Onvim npumenenus 8biCOKONPOU3800umenvrHo2o cekeenuposanus (NGS) oas nposedenus
HEeUHBA3UBHO20 NPEHAMANbHO20 CKPUHUH2A AHEYRAOUOUI nA00a

Ha 6aze OTBHY «HUU ATuP um. 11.0. Omma».

Axywepcmeo u eunexoaoeus. 2022; 10: 37-49
https://dx.doi.org/10.18565/aig.2022.10.37-49
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EXPERIENCE OF USING HIGH-THROUGHPUT SEQUENCING (NGS)
FOR NONINVASIVE PRENATAL SCREENING OF FETAL ANEUPLOIDY
AT THE D.O. OTT RESEARCH INSTITUTE OF OBSTETRICS,
GYNECOLOGY AND REPRODUCTION

D.O. Ott Research Institute of Obstetrics, Gynecology and Reproduction, St. Petersburg, Russia
2LLC NIPT, St. Petersburg, Russia
3St. Petersburg State Public Health Institution “Diagnostic Center (Medical Genetic)”, St. Petersburg, Russia

Objective: To evaluate the clinical efficiency of noninvasive prenatal screening of fetal aneuploidies in the mother’s
blood conducted at the D.O. Ott Research Institute of Obstetrics, Gynecology and Reproduction from December
2019 to April 2022 in comparison with first trimester combined screening.
Material and methods: A total of 4272 blood samples obtained from pregnant women were analyzed. Noninvasive
prenatal screening of fetal aneuploidies was performed by means of the analysis of extracellular DNA (eDNA) of
the fetus in the mother’s blood by high-throughput sequencing (NGS).
Results: A high risk of fetal aneuploidy was noted in 173/4272 cases (4.05% of all studies). The results were
confirmed by invasive diagnostic methods in 138 cases. Among them, the most common disorders are trisomy
21 (Down syndrome) — 74.63% of cases, trisomy 18 (Edwards syndrome) — 7.97%, trisomy 13 (Patau
syndrome) — 6.52%, these results are consistent with the findings obtained in the Russian and foreign practice.
The prognostic value of detecting trisomy 21, 18, and 13 is significantly higher in comparison with first trimester
combined screening. There is a high percentage of fetuses with abnormalities (2.41%) in women of the so-called
fetal concern group; their percentage is equal to that (2.46%) in pregnant women of “intermediate risk” according
to the results of early prenatal screening.
Conclusion: The results of the study show the high clinical efficacy of noninvasive prenatal screening of fetal
aneuploidy by NGS method. In case of detecting a high risk of fetal chromosomal pathology, it is necessary to refer
the patient to a geneticist for consultation and for solving the issue of invasive prenatal diagnosis as well.

Keywords: first trimester prenatal screening, prenatal diagnosis, chromosomal pathology, aneuploidy, noninvasive
prenatal testing, NIPT, fetal fraction, noninvasive prenatal screening, NIPS.
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IIpenartanbHast IUarHOCTHKA BPOXICHHBIX U HACJIeI- YuciioBele aHOMAaJIMM XPOMOCOM SIBIISIIOTCS Haubo-
CTBCHHEIX 3a00JIcBaHUI SBISIETCS ONHWM M3 IIPHO- Jiee PacIpOCTPaHEHHBIM BapHAaHTOM XPOMOCOMHOM
PUTETHBIX HaIlpaBJICHUIN MeOUIIMHCKON TeHeTUKM. Taronornu. OOMHAKO CpaBHUTEIBHO HEMHOTHE M3 HUX
M3BecTHO, YTO B CTPYKType TEHETHMYECKUX 3a00Jie- COBMECTHMBI C ITOCTHATAJbHBIM Pa3BUTHEM M BEIyT K
BaHMWIi 4YeloBEeKa OMHO M3 BEOYIIMX MECT 3aHUMAIOT XPOMOCOMHBIM 6oje3HsM [1]. K HaubGonee TsSKenbIM
XPOMOCOMHBIE 0O0JIE3HU; MO NAaHHBIM IIUTOT€HETHYe- U IIMPOKO PacIpOCTpaHEHHBIM XPOMOCOMHBIM aHO-
CKMX HCCJEAOBaHMI, YacTOTa XPOMOCOMHONW TMmaTo- MauusM (XA) OTHOCSTCS TPUCOMHUHU IO XpOMOCOMaM
JIOTUM CpeaAu HOBOPOXIEeHHBIX naeTeil cocrtaBiasger 21 (cuHapom JayHa) [2], 18 (cuHapom BaBapica),

0,6—1,0% [1]. 13 (cunapowm Ilatay) [3].
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CormacHo TpuKa3dy MUHNCTEPCTBA 3IpaBOOXPAHEHUS
Poccuiickoit @eneparyn ot 20.10.2020 1. Ne 11301 «O0
yrBepxxaeHuu [lopsiaka okazaHUs METULIMHCKOM TOMOIIIN
Mo MpouiIo “akylmepcTBO U TMHEKOJIOTHSI”», TIEPBBIM
9TaroM IpeHaTaJbHON AMATHOCTUKU SIBJSETCSI KOMOM-
HUPOBAaHHbBIN paHHUI NpeHaTanbHbIil cKkpuHUHT (PIIC),
BKJTIOUAIOIIUIA TIPOBEACHNE YIBTPa3BYKOBOTO HCCIIEIO-
Baaust (Y3U), ompeneneHne CHIBOPOTOYHBIX MapKepOB
MaTepUHCKOM KPOBM M pacyeT MHIMBUOYAJIbHOTO PHCKa
XA. PIIC npoBoautcst B I TpumMecTpe 6epeMEeHHOCTH Ha
cpokax 11—14 Hemenb 6EpeMEHHOCTHU U TTO3BOJISIET BhISI-
BUTL 10 90% (B cpenHeM o Poccuu okosio 84%) mionos
C pacrpoCTpaHeHHBIMU aHEYTUTOMIUSAMU [4—06].

Heo6xomuMo OTMETUTh, YTO «TPAAULIMOHHBIN» IIpe-
HaTaJbHBIM CKPUHUHI OCHOBAaH HAa KOCBEHHBIX METO-
Jax oueHKU coctosgHus 1miona (Y3U u 6uoxumMudeckuii
CKPMHUHT), TI0O3TOMY HE TO3BOJIIET U HE TO3BOJMT B
OynyiieM ao0uUTbcs OoJiee BbICOKON 3(hdeKTUBHOCTU
BEISIBJICHHUS T¢HETUYECKOI IATOJIOTHH TLIOJA.

B cBoio ouepenb, HeWHBA3WBHBIM IpeHATAJIbHBIN
HHK-ckpununar (HUIIT, HUIIC) ocHoBaH Ha mpssMoM
uccnegosanuu JIHK mmomoBoro mpowucxoxnenus |[7].
D10 obecrieunBaeT 0ojiee HU3KME 3HAUYEHMS JIOXKHOIO-
JIOXXHUTENBHBIX TOKa3aTeNield, 4eM IIPU WCITOIb30BaAHUU
CTaHIAPTHOTO TMpeHaTalbHOro ckpuHuHra [8]. OmHako,
HEeCMOTpsI Ha BBICOKHE ITI0KA3aTeIN YYBCTBUTEIBHOCTHU
n cneuudnuHoct, HUIIC tpebyeT monTBepkuaroieit
JMUarHOCTUKH, TIOCKOJBKY IIPU €ro MpOBEICHUM aHa-
musupyoT JJHK, koTopas mocTymaer B MaTepUHCKUIA
KPOBOTOK M3 KJIETOK LIMTOTpoobIacTa, sSBISIOUIETOCs
MaTepuajoM IUTaleHThI, a He Tioaa [5].

B Hactosiiee BpemMsi mMecto HUIIC B cTpykTy-
pe TpeHATAJIbHOM ITMATHOCTUKHU SIBIISICTCS IIPEAMETOM
nouckyccuil. JleMcTByolIMe KIMHUYECKUE PEKOMEH-
nauun «HopmanbHasgs OGepeMeHHOCTb» (YTBEPKIEHBI
MunznapaBoM Poccum B 2020 r1.) ycTaHaBIMBAIOT, YTO
JUTS. UCKJTIOUEHHWST aHEYTUTOMIUY TIJI0Aa TTAIlIUeHTKE MOXET
OBITH JOITOJIHUTEILHO TIPEIOKEHO IIPOBEACHNE HEWH-
Ba3sMBHOTO CKpMHMHTA Tocie 10 Hemenb 6epeMeHHOCTH.
Opnako totanbHoe BHeapeHue HUIIC nmns Bcex Oepe-
MEHHBIX XEHIIMH SIBJISIETCS MPEXICBPEMEHHBIM IO PSIITY
MPUYUH. DTO U BBICOKASI CTOUMOCTh TECTA, TPYIOEMKOCTb,
JUTNTEIIbHOCTh, a TaKXKe €ro CKPWHMHTOBEIN Xapakrep.
BMecTe ¢ TeM MCIoib30BaHNE TAHHOM TEXHOJOTHH «ITO
JKEJTaHUIO» KEHITUHEI, a TaKKe B paMKax 00CIeIOBaHUS
TaK HA3bIBAEMOM <«IIPOMEXYTOYHOM TPYMIIbI PHUCKa» IIO
pesynbrataM PIIC, mpencraBasieTcs U HEOOXOIUMOM, U
000CHOBaHHOI Mepol, TaK KakK 3a paMKaMM «Tpaauli-
onHoro» PIIC ocratorcs 6onee 10% manmeHTOB ¢ Tpu-
comusiMu ioga. HUIIC MoxeT ObITh UCIIOJIB30BaH U B
IpYIIIIe BHICOKOTO PHCKA IIPY CTpaxe WIIM MTPOTUBOITOKA-
3aHMSIX K MHBAa3UMBHOI IpeHATaJbHOM AMAarHoCTUKe [6].
Taxum obpa3om, yunThiBast Bce BoilieckazanHoe, HUTIT
MOXET pacCMaTpMBaThCs KaK CKpUMHMpYIolee (Ha HalIM-
yye aHeYIUIOWAMM Yy TUIoNa), C OMHOM CTOPOHBI, TaK M
nononHsouee PITC, ¢ apyroit cTopoHbl, Mcclea0BaHUE.
OnmHaKo TIPU €T0 IOJIOXKUTEIbHBIX pe3yabTaTax HeoOXo-
IVMO PEKOMEHIOBaTh ITOATBEPXIAMOIIYI0 TUATHOCTUKY
WHBa3UBHBIMU MeTomaMu [7, 9].

CKpPUHMHI XpOMOCOMHBIX HapyllIeHUI MO BHEKJIETOY-
Hoit JIHK myioga mpoBoasSIT ¢ MCMOJb30BaHUEM Pa3HbIX
BapuantoB HUIIT. IlepBbiii BapuaHT — IMOJTHOTEHOM-
HBIN. [T peamm3anuy JaHHOTO TeCTa MCIOIB3YIOT TeX-

Jsgi

HOJIOTHIO TOJTHOTCHOMHOTO BBEICOKOITPOM3BOIUTEIHFHOTO
cekBenupoBanusg JHK (NGS): mpoBomsT ceKBeHUPOBa-
Hue JIHK, uupkynupymouieil B 1jia3Me KpoBU OepeMeH-
HOM, BKJIIOYAIOLIEW T€HOMBI MaTepU U TUIOJA C HU3KUM
nokpeitTieM (0,3—0,5X), 1 pacCUUTHIBAIOT COOTHOLIEHUE
konuit pparmentoB JHK paznuuHbix XxpomMocoM rmiona
K TaKOBBIM Yy MaTepu. JIaHHEIN TeCT ITO3BOJISICT BEISIBIIATH
AHEYIIONINN IO BCEM XPOMOCOMAaM, a TaKKe aHaJIM3H-
pOBaTh YaCTUYHBIC TPUCOMHUU M MOHOCOMHU (IEICIUU
Y OyTUIMKAIIMK) — W3MEHEHUs B BUIE BapuallMy 4uclia
konuit JIHK (Copy number variation, CNV), He yaBiu-
BaeMble CTaHAAPTHBIM cKpuHUHTOM [8, 10, 11].

Btopoit BapuaHT TecTa — TapreTHBIN, OH MOXET ObITH
peanrn30BaH Kak ¢ IMoMoIIbio TexHojaoruu NGS (¢ BbIcO-
kM nokpeiTieM — 200—1000X), Tak ¥ ¢ TTOMOIIBIO APY-
TUX — HaIpuMep, MUKPOUYHUIIOB, IMOTMMEPA3HON LIEITHOM
peaxiiuu B peaJlbHOM BPeMEHM, TEXHOJOTUM «KaTSIIIEro-
cs KoJsblia» U npyrux [12]. B pamkax gaHHOro Tecta, Kak
MPaBUJIO, MPOBOAUTCS CKPUHWHT aHEYIIOUIUU 5 XPOMO-
coMm (21, 13, 18, X, Y) u psima meaelIMOHHBIX CHHIPOMOB.

B namem wucciaemoBanuu HUIIT pns Bcex ucciemye-
MBIX 00PAa31I0B IIPOBOIUIN B IOJTHOTEHOMHOM (bopmarte.

Lenb uccnenoBaHus: aHaIU3 KIMHUYECKOH 3(h(HEKTUB-
Hoctu HUTIC aHeymiounuii mioga mo KpoBM MaTepw,
nposoguMoro B ®I'BHY «<HUUM AI'mP um. [1.0. Orra»
¢ nmexabps 2019 mo ampens 2022 rT., B CpaBHEHUU C
komOuHupoBaHHbIM PTIC.

MaTepH1aAbl 1 METOADBI

B nepuion ¢ mexkabpsa 2019 mo ampens 2022 rr. 6bUTO
mpoBeneHO 4272 HeWHBA3WBHBIX IPEHATAIBHBIX HCCIIE-
JIOBaHUSI, B KOTOPHIX YYaCTBOBAIM KCHIIWHBI C OIHO-
IJIOTHOI OepeMEeHHOCThIO Ha CpOKe He paHee 9 Hemelnb
rectaiMu oT 16 1o 49 ner (cpenHuii Bospact 34,34 (4,49)
roaa).

OT Bcex XEHIIMH ObLIO MOIYyYeHO WH(MOPMUPOBAH-
HOE corjlache, BKIoYass WHGOPMAIUI0 O BO3MOXKHO-
crax u orpannueHusix HUIIT, a takke HeoOXomumo-
CTU TIPOBEICHMS WHBAa3MBHOW IMArHOCTUKU B CIIydyae
TOJIOXKUTEILHOTO pe3ynbraTa. MccnemoBaHue ObLIO 010~
opeHo OtudeckuM Komwmretom ®I'BHY «HUU AI'mP
uM. J1.0. Otra» (Ne 130 ot 16 uronsa 2020 r.) ¥ BbINOJI-
HEHO B COOTBETCTBUM C XeJIbCUHKCKOI JeKapauuei.

Beno3sHyo KpoBb coOMpanu B IpoOMPKU, COoIepKalIne
B KauecTBe KoHcepBaHTa 0,5M pactBop D/ITA, a Takke B
npooupku Cell-Free DNA BCT (Streck, CIIIA), conep-
JKalue CTabuam3arop sSApocoaepKalluX KJIETOK KPOBU.
Kposb B npobupkax Cell-Free DNA BCT MoxHO xpa-
HUTb A0 IBYX Helleb MPU KOMHATHOM TeMIlepaType, YTo
ITO3BOJISIET OCYIIECTBJISATh TPAHCIIOPTUPOBKY 0OOpPA3IOB
u3 moboro pernoHa Poccuu. Eciau kpoBb cobupanu B
npobupku 0,5M DATA, To mia3mMy BbIACISUIM HE MO3M-
Hee, yeM uepe3 4 4 rnociie B3sTUsI KpoBU. B cityuae B3siTus
ouomarepuana B mpooupku Cell-Free DNA BCT miasmy
BBIIEISUTM B MOMEHT MOJTYYeHUsT MPOOBI MTOCJIE €ro TpaH-
CITOPTUPOBKH.

Boigenenune JJHK, moaroroBky O0m0aIMOTEK, MOJHOIE-
HoMHOe NGS-cekBeHMpoOBaHME (MHCTPYKIIMSI C MOMIM-
(pukauusiMu) 1 OMOMH@POPMATUUECKYIO 00PaOOTKY MOJy-
YEHHBIX Pe3yJIbTaTOB MPOBOIWIM C MOMOIIbIO pa3pabo-
TAHHOTO W 3aMaTeHTOBaHHOroO mpoTokoja (rmateHT RU
02712175 C1 20200124).
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Cmamucmuueckuil anaaus

CraTtucTUIEeCKYI0 00pabOTKY ITOIYIeHHBIX Pe3yIbTaTOB
MPOBOIUIN C HCIOJb30BaHUEM TporpaMMbl Microsoft
Excel 2002. OmnpeneneHue AOCTOBEPHOCTU pPa3IMUMiA
YaCTOT INMPOU3BOAWIM C TIOMOILIBIO KPUTEPUST COTIAcUsl
IMupcoHa xu-KBampat (¥°) MO CTaHIAPTHOM (opmyJe.
151 xapakTepucTUKHY YpoBHS (peTanbHol dpakinu JHK
HCTIOb30BaHEI CpeHee 3HAUCHUE U CpeIHee OTKIOHE-
HHe. Pe3ynbTaTel KOPPENSIIMOHHOIO aHajau3a 3aBHCH-
MOCTH YpOBHS (heTaJbHOM (hpakKLMU OT MHAEKCA MaCChl
Teja XEHIIMHBI U OT CpoKa OEpeMEHHOCTHU TOJYYEHBI ¢
nomolibio mporpammbl Graph Pad Prism.

C menbto onpoca MHeHUs manueHToB o0 HUIIT 6b110
MMpOBeACHO aHKeTHpoBaHUe 32 XeHIIH. Beidopka Obl1a
chopMupoBaHa ciy4aiiHbIM MeTogoM. OOpaboTKa aHKeT
MpOBOAMIIACH C MCIIOJb30BaHMeM Tabaul Microsoft
Excel 2002.

Pe3yAbTaThbl

HUIIC Buempen B PI'BHY «HUU AI'mP wum.
J.0. Ortra» B nekadpe 2019 r. TecT pa3paboTaH B cOTpyi-

HMYecTBe C poccuiickoit kommanueit OO0 «HUIIT».
TexHonorust peanrn3oBaHa B IBYX (popMarax: ITOJHOTE-
HOMHOM (OIIpEeNeIsTIoTCsS aHEYIUIOMIUHU TI0 BCEM XPO-
MOCOMaM) M TapreTHOM (OINpenessioTcs aHeyIUIOUIUU
nmo xpomocomam 13, 18, 21, X, Y). Tect anpobupoBaH
B ®I'bHY «<HUU ATuP mm. J.0. Otrar, BaImmupo-
Ban B 'BY3 UIICuP A3M, ®THOY BO CII6I'TIMY
MunsapaBa Poccun, I'BY3 CK CKKIII Ne 1,
OpeHOyprckoit 007aCTHOM KJIMHWUYECKON OOJBbHU-
me No 2.

B Hacrosimeit paGoTe mpenacTaBiAeHBI Pe3yJbTaThbl
aHanu3a cBobomHo umpkyaupylomeit JHK nmoma B
KpoBU 4272 GepeMeHHbBIX XeHIIINH. CKPUHUHT BHEKJIE-
toyHol JIHK BceM GepeMeHHBIM TPOBOAWIN B TIOJHO-
reHoMHOM (popmate (Tadi. 1).

CpenHuii Bo3pacT BcexX XeHIIUH coctaBun 34,34 ner
(16—49 ner), cpenu xortopwix 2182 (51,08%) xeH-
mMH — Mosioxe 35 jer, a 2090 (48,92%) Ha MOMEHT
uccienoBaHusl ObUIM B Bo3pacTe 35 JieT M cTaplue.
Hau6osbiiee 9nciio XeHIIWH, IPUHSIBIINX yIacTue B
TeCTUPOBAaHNM, OB B CIECAYIOIINX BO3PACTHBIX I'PYII-
nax: ot 30 no 34 net — 1276/4272 (29,86%) u ot 35 no

DOXO0 o » A = 1M U
BoapacT KeHWMH, net XapakTepucTuku rpynns Yucno naumeHToB JAons naumMeHToB oT o6Lero Yyncna
<20 18 0,42%
20-24 191 4,47%
25-29 698 16,33%
30-34 1276 29,86%
35-39 1344 31,46%
>40 746 17,46%
UHgekc maccel Tena, kr/m?
<18,5 193 4,52%
18,5-24,9 2584 60,49%
25-30 996 23,32%
>30 499 1,67%
Cpok 6epeMeHHOCTH, Heaesb
<10 54 1,27%
10-11 500 11,69%
12-13 1321 30,92%
14-15 1168 27,34%
16-17 563 13,18%
18-19 264 6,19%
20-21 281 6,59%
>22 121 2,82%
Cnocob HacTynieHnss 6epeMeHHOCTN

EctecTBeHHas 3908 91,48%
3KO 289 6,77%
OKO ¢ poHopcKo ANLEeKneTKom 75 1,75%
Bcero 4272 100,00%
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39 ner — 1344/4272 (31,46%). HaumeHblIyto Tpymnmy
cocTaBuu nauueHTku no 20 get — 18/4272 (0,42%).

Wupaexkc macchl Tejla 6epeMEeHHbIX HAXOAWICS B Ipe-
nenax ot 15,94 mo 51,42 kr/m? (cpemHee 3HavyeHUeE
24,29 xr/m?). Hau6oplylo IpyIIny COCTaBUIN XXEHIIY -
HBI C HOpMaJIbHO# Maccoii Tenna — 2584/4272 (60,49%).
OmHAKO OKOJIO TPETH MAIIMEHTOK OBLUIM C TTOBEIIIICHHOMN
WU U30BITOYHOM Maccoii Tea — 1495/4272 (34,99%).

Cpoku 0OepeMeHHOCTH BapbUpoOBalu oOT 8,5 1o
30 Hemenb recrauuu (cpegHee 3HaueHue 14,8 Heaenan).
Haubonbiiee uynciao OepeMEHHBIX ObUIM B CpPOKE OT
12 no 16 nemenn — 2489/4272 (58,26%). HebGoablioe
YUCJIO XEHIIWH COadu TecT Ha cpoke Ao 10 Hemenp —
54/4272 (1,27%). OTMedeHO 3HAUYMMOE YHUCIO KEeH-
IIWH, COTJACUBIIMXCS TPOBECTU TECT Ha Cpoke 22
Hemenu u 6onee 121/4272 (2,82%).

B 364/4272 ciyyasx (8,52%) mis HacTyIIeHUs Oepe-
MEHHOCTM OBUIM MCITOJIb30BaHbl BCIIOMOTATEJIbHBIC
pPENpONYKTUBHBIE TeXHOJIOTUU (OEpeMEHHOCTb HACTYy-
mta B pe3yiabTate DKO), cpenu KOTOpHIX B 75 cirydasix
(1,75%) Gblna ucIoab30BaHa TOHOPCKAS SLEKIEeTKA.

B 1ienom HemHBa3MBHOE MpeHATAIbHOE UCCIEIOBAHUE
ObLI0 BBINOJHEHO B 99,6% ciyvasx. Y 4080/4272 (95,6%)
MTAIIICHTOK OBIT BBISBICH HU3KHMII PUCK XPOMOCOMHOM
natojoruu, y 173/4272 (4,05%) Gbl1 yCTaHOBJIEH BBICO-
KU pPUCK XPOMOCOMHBIX HapyueHuii, B 19/4272 (0,44%)
CIyJasix He OBLI IIOJyYeH pe3yiabTaT MCCICIOBAHUS
(puc. 1). Cpenu BBHISIBIEHHBIX aHOMAaJIWii Ipeobagana
tpucomust o 21 xpomocome (103/173 cnydas, 60%);
mo 13/173 (8%), 12/173 (7%) w 11/173 (6%) cnyuaes
MPUIIIOCHh Ha TprucoMuu 18, 13 ¥ MOJOBBIX XPOMOCOM,
cooTBeTcTBeHHO. 34/173 (19%) cnyyass cocTaBUIU pefi-
KHe TPUCOMUU, TAK Ha3bIBAEMBbIE «CIIy4ailiHble HAXOIKU».

C 1eplo IeTaTbHOTO aHaaM3a MOJYyYeHHBIX JaHHBIX
HaMU ObUTM M3Y4YEeHBI CASAYIOIIMEe TTOKa3aTen.

A) Oo6uue xapakrepuctuku tecta HUIIT:

* 4acToTa IMOBTOPHOTO B3STUSI KPOBU JJIST MCCIIeI0Ba-

HUS,

* ypoBeHb (petanmpHON Ppakuyy (PP) depeMeHHBIX.

B) YacTtoTta m TUIT XpOMOCOMHBIX MAaTOJOTUI, BBISIB-
JIeHHBIX ¢ momoiibsio HUTIT:

* TIPENCTAaBICHHOCTb XPOMOCOMHBIX aHOMaluil B

3aBUCHMOCTH OT MEIUIIMHCKUX ITOKAa3aHUIA;

* acddexrruBHOCT HUTIT A5 BBISIBIEHUS XPOMOCOM-

HBIX TTaTOJIOTUH.

B) OcsenomuenHocTs 6epemeHHbIX 0 Tecte HUIIT u

YIOBJIETBOPEHHOCTh OT OKa3aHUS YCIYTH.

Puc. 1. YacToTa XpOMOCOMHbIX aHOManun

E 121 @ T18 []T13

B Naronorvm nonossix
XPOMOCOM

[J] Peakue natonorum

[ Bes natonorui
[ XA W Hert peaynbTata

§41L

Obwgue xapaxmepucmuxu mecma

Cayuau nogmopHoeo 83smus Kpogu 045 Uccaredo8anus

Tectr HUIIT saBnsieTcss MOpPOrocTOSIIIEH YCIYroi,
BBIMOJIHEHWE KOTOPOTO BO MHOIOM 3aBHCUT OT pelle-
HMS OepeMEeHHOI XEHIIWHBI, IMO3TOMY KadyecTBO IIPO-
BEICHMSI 3TOTO MCCIENOBAHMS TIPEACTABISIET OOJBIIOE
Hay4YHO-IIpaKTHIecKoe 3HaueHre. KagecTBO TecTa MOXKHO
OIICHUTH II0 PSIAY MapaMeTpoB, CPEIN KOTOPHIX CIEOyeT
BBIIEIUTh KOJMYECTBO CIyyaeB MIOBTOPHOIO 3abopa O1o-
MaTepuaya, KOJUIeCTBO CIyyaeB OTCYTCTBUS Pe3yJIbTaTOB
TecTa IIOC/Ie TTOBTOPHOTO MCCIenoBaHUsS, ypoBeHb DD,
conepxanue marepuHckoi JIHK u npyrue [13—16].

B Hamem wucciaemoBaHMHM IIOBTOPHOE B3SITUE KPOBU
norpeboBanoch B 116 (2,7 %) cnyyasx us 4272. OHo
OBLJIO MPOMU3BEIEHO IO CASIYIOIMM IIPUYMHAM: HU3KOE
conepxanne D (n=39), remonus (n=42), COMHHUTEb-
HBII pe3yabTaT MpU OMNpeAesaeHuM moja rmiaona (n=18)
U aHeymiouauu (n=9), obpasilbl HE MPOLILIX KOHTPOJIb
kauectBa (n=8). B 97 ciyuasix mocjie mOBTOPHOTO B3STHS
KpoBHu ObLI TToJydeH pesyabTaT HUIIT. TakuM ob6pasom,
ToJbKO B 19/4272 (0,44%) cinydasx UTOrOBOE 3aKJIIOYe-
HME TI0 pe3yJibTaTaM UCCIeN0BaHUS He OBbLIO BbIIAHO.
B 10 ciyyasix U3 HUX MBI HE CMOIJIU OMNpPEAEJUThb MOJ
11018, TISATH OepeMEHHBIX OTKAa3aJMCh OT TOBTOPHOTO
HCCIICIOBAHMS U Y YeThIpeX OepeMeHHBIX ypoBeHb DD B
obpa3slie ocTajcs Ha ypoBHe Hike 4% (IpU UCKITIOUEHUH
U3 BBIOOPKM KEHIIWH, OTKA3aBIIMXCS OT ITOBTOPHOTO
HCCIeOBaHMS, YUCIO HEBBIIAHHBIX Pe3yIbTaTOB CHUXA-
etcst no 0,33% (14/4272)).

[Monyuennsrit mpoueHt ciaydaeB (0,33%) orcyrcTBus
pEe3yNBTaTOB TeCTa IIOCTE ITOBTOPHOTIO MCCIIEIOBAaHUS
OB 3HAYMTEILHO HIDKE, YeM B paHee OIyOJIMKOBAaHHBIX
JAHHBIX poccuiickux Koyer [17, 18] u cpaBHUM ¢ OITy-
OJIMKOBAaHHBIMU TAHHBIMM psiia 3apyOeKHBIX HCCIEn0-
Bateneit [19].

BaxkHO OTMETHTB, YTO IO Mepe YBEIMUCHUS KOJTNIECT-
Ba IMPOBEICHHEIX NCCICAOBAHNI HAaMU OOHAapyKeHa TeH-
JIEHINST K CHIDKEHHWIO KOJIMYECTBa 00pa3lioB, KOTOPBIM
TpeOyeTcsT MOBTOPHOE MCCIICIOBAHNE B CBSI3W C HU3KUM
ypoBHeM D@D, COMHUTENBHBIM PE3yJIbTAaTOM IPU OIpe-
JeJIeHU! TIojla TUIofa, HU3KMM KayecTBOM 00paslloB, a
TaKkXe 00paslioB, MJISI KOTOPHIX HE IMOJy4YeH pe3yJIbTar
rocjie MOBTOpHOTO uccienoBanus. Ha pucyHke 2 otpa-
JKeHa JaHHas TWHaMUKa (OTHOCHUTEIBHOE YUCIIO CIyda-
€B), OTMEUYeHHasI ITpu olieHKe 2345 u 4272 uccinenoBaHuit
B 2021 1 2022 IT. COOTBETCTBEHHO.

Ananuz @D

CoracHO TaHHBIM JINTEPATYPHI, TSI TTOJTyUYEHUS TOCTO-
BepHoro pesyabrata I HK-ckpuHuHra HeoO0XoauMo,
4y100BI ypoBeHb DD ObuT HE MeHee 4% [20]. Y keHIMH
HCCAeTyeMOoii HaMu BBIOOPKM OH HAXOIWJICS B AUAIa3o-
He oT 4,04 no 39,13% (cpenHee 3HaueHue 11,82%)), uro
COOTBETCTBYET aHAJOTMYHBIM TaHHBIM IPYIMX DPOCCHIA-
cKux uccaenonatenein [13, 14].

OmHako B HEKOTOPBIX CIyYasxX MCKOMOTO 3HAYeHUS
OO He ymaBajaoch IOCTHYD MPU TIEPBUIHOM HCCIEIOBA-
HMH, U TIOTPeOOBAIOCh TOBTOPHOE B3ATHE KPOBU IAllM-
eHTKHU. B Hacrosieit padote 39 u3 4272 o6pa31LoB UMeIu
Hu3kylo @@ (menee 4% Bceii BHekierouHoit J1HK), u3
KoTopbIX 26/39 (66,7%) 06pa3lioB MpUHAIISKaIN KeH-
IIMHAM ¢ BBICOKUM (230 Kr/M?) MHAEKCOM MaccChl TeJia 1
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13/39 (33,3%) 06pa3LoB — XeHUIMHAM 6e3 U30bITOYHOI
Macchl Tes1a. [1oBTopHOE B3THE KPOBU ITO3BOJIMIIO TOJY-
YUTh pe3yabTaT B 35 u3 39 ciayyasx; B 4 caydasx pe3yJibTaT
He OBUT TIoJTy4eH (Y 3THMX KeHIIWH WHAEKC MAacChl Tella
Haxoawics B nuamna3oHe oT 30 1o 40 kr/m?).

ComlacHO JIUTepaTypHbIM JAHHBIM, HM3KOE COHEpXKa-
Hue ¢eranpHoil JHK vame HaGmomaeTcsl y XEHIIWH C
M30BITOYHOI MAcCoi Tela U OXXKUPEHUEM, a TaKKe CBsI3a-
HO co cpokoM OepeMeHHocTu [13, 15, 20]. AHamoruyHas
TEHACHIMST TIPOCIEKMBANIACh W B HAIleil TpyIIe; B TO
Xe BpeMs BBIPAXCHHOM 3aBHCUMOCTH B COAEpKaHUU
DO or cpoka GepeMEHHOCTH HAMU BBHISIBJIEHO HE ObLIO.
Hamu nipoBenieH KOppeasiiMOHHbBINA aHAIN3 3aBUCUMOCTH
ypoBHst @D or uHIEKca Macchl Teaa M OT Cpoka Oepe-
MeHHocTH. [TocKonbKy pacnpeaesieHre BEIUYMH B 000MX
CIydasix He SBJISICTCS HOPMAJIBHBIM, IJIST ONpeaeIeHUsI
KOpPEJSILINY UCIIONB30Bal HellapaMeTPpUIECKUIA KPUTE-
puit CriupmeHa. Criia cBS31 Ko3bPHuImeHTa KOppeIsiin
ypoBHS PP ¢ MHIEKCOM MAacChl Tejla YMepeHHasl OTpH-
narenabHas (-0,324) ¢ BBICOKUM YpOBHEM IOCTOBEPHOCTH
(p<0,0001) (puc. 3a). Cuna cBsi3u Ko3dbulLIMeHTa KOp-
penstiun ypoBH @D co cpokoM GepeMEHHOCTH OYEHB
cnabas (0,048) ¢ ypoBHeM gocroBepHoctH 0,236 (puc. 3B).

Yacmoma xpomMocoMHbBIX NAMOA02UIL, 8bIA6.1CHHDBIX
¢ nomowpwro HUIIT

IIpedcmasaennocmo XA
Hccnenyemas B HacTosllei paboTe BIOOpKA MallMeH-
TOB He SIBIIIETCA TIOIMYISIIMOHHON. B 3TOi CcBSI3M momy-

YeHHBIC Ha €€ OCHOBE JaHHBIC HE MTO3BOJISIOT HAIIPSIMYIO
OLIEHUTD 3(PHeKTUBHOCTD UcIonb3oBaHus Tecta HUTIT,
no cpaBHeHuio ¢ PIIC; ogHako pazaeneHue AaHHOI
BBEIOOPKY Ha TTOATPYIIIIBI 1O ONpeaeSICHHBIM ITOKa3aHUSIM
1 WCCIIeIOBaHNE CIIEKTPa BEISIBICHHBIX aHOMAJTUIA TIpe-
CTaBJISICT OIIPEACICHHYIO IICHHOCTb.

Ha ocHoBe nokazanuit Kk npoegeHuro HUIIT namu
OBLIN YCIIOBHO C(POPMUPOBAHBI 4 TPYIIIHI 6€peMEHHBIX:

* TpyIma BBICOKOTO pPUCKAa XPOMOCOMHOM IaTo-
Joruu Togaa mo pesdyabratram  PIIC (>1:100)
774/4272 (18,12%);

* TPYyNIIa XCHIOUH C TPOMEXYTOYHBIM PUCKOM XpO-
MOCOMHOM TaToJiornu 1ioga mo pesdynsrataMm PITIC
(1:101—1:1000) 1666/4272 (39,00%);

* JKEHIIMHBI, 00eCIOKOEHHBIE COCTOSIHMEM ILIOA,
y kotopbix 1o pesynbTaram PIIC puck aHey-
MIOUAUU HHuXe mnonyasinuoHHoro (<1:1000)
1532/4272 (35,86%);

* OepeMeHHBIC, Y KOTOPHIX BBISIBJICH PUCK XA IIIona
Bo Il tpumectpe, Torma xak B I Tpumectpe puck
BBISIBJIEH He ObLI, MM CKPUHUHT 1 TpuMecTpa IMpo-
mymeH 300/4272 (7,02%).

B tabnauue 2 npuBeAeHbl JaHHBIE IO TpyInaM 6epe-
MEHHBIX, KOTOPBIM IIPOBOIMIN HEMHBA3WMBHOE IIpEHA-
TaJbHOE MCCIeAOBAaHNE.

Hawubonbiee KoauuecTBO 6€peMEHHBIX, MPOIIEIIINX
tect HUIIT, uMenu Tak Ha3bIBaeMBblii TPOMEKYTOUHBI I
puck 1o pesynbratam PIIC — 1666/4272 (39,00%), uto
corjlacyeTcsl ¢ JIOTUKOW Ha3HayeHWs NAaHHOTO TecTa.
«BTropoe MecTo» mIpHW BBIIOJHEHUM OAHHOTO MCCIIe-
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IOBaHUS «3aHsIa» TPYIIA XCHIINH, 00€CTTOKOCHHBIX
cocTtostHueM rmiona, — 1532/4272 (35,86%).

Bo3spacTt 1 nHAEeKC Macchl Tejia OepeMeHHBIX B pa3HBIX
IpymIax OJM3KM 0 3HaYECHUSM, OJHAKO CPOKM Oepe-
MEHHOCTH, B KOTOPbI€ TPOBOAWIN HCCIEI0BaHUE, pa3-
auyHbl. Hambonpmmii cpok — 20,5 Hemenu B rpymnie
XEeHUIMH ¢ puckoM Il TpumecTpa. B rpynmax xxeHIIuH
BBICOKOTO M IIPOMEXYTOYHOIO pHCKAa CPEIHUM CPOK
OcpeMEHHOCTH, Ha KOTOPOM IIPOBEIECHO HCCIIeI0Ba-
HHE, CYIIEeCTBEHHO HE OTJIuYajcs (cpeaHee 3HaueHUE
14,74 n 15,11 Hengenu cooTBeTCTBeHHO). CpeaIHUT CPOK
MPOBENECHUS UCCIeN0BaHUS B IpyIIle 00eCIOKOEHHbIX
COCTOSIHMEM T1JI0NIa ObUT HUXE BCEX BBILIEYITOMSHYTHIX
Tpynm u coctaBui 12,5 Henenu 6epeMeHHOCTH.

B rpynme XeHIIWH ¢ BBICOKMM PUCKOM XPOMOCOM-
Ho# martojoruu mo pesdyiabrataM PIIC yucno BBISIB-
JIEHHBIX natojioruii coctasisier 90/774 (11,63%), 4to
CTaTUCTUYECKU 3HAYMMO IIPEBBINIAET YACTOTY aHey-
TJIOUAMI TI0 CPaBHEHMIO C IPYTUMU TPYIIIIaMU, BMECTE
B3saTeiMU (p<0,0001, ¥°=140,14). Cpenu GepeMeHHBIX,
00eCITOKOCHHBIX COCTOSTHMEM IIJIOAA U C TIPOMEXKYTOU-
HBIM puckoM, — 37/1532 (2,41%) u 41/1666 (2,46%)
00pa3110B COOTBETCTBEHHO. B rpyrime XXeHII1H ¢ MOBbI-

IIeHHBIM prckoM Bo I TpuMecTpe aHeyrionaus Gblia
oImpeeeHa TOJIBKO B AT ciydasx 5/300 (1,67%).

Oco00 oTMETHM, YTO B BBIOOpPKE KEHIIWH, 00ec-
IOKOCHHBIX COCTOsSIHMEM Iutopa, 743/1552 (47,87%)
ObLIHM Ha cpoke 10 12 Hemenb 6 qHeil. Y 24 u3 HuX OBLIN
BBISIBJICHBI XPOMOCOMHBIE MATOJOTUHU, YTO COCTABJISIET
MpUMEPHO 2/3 OT 001I1eTo Yrcia 0OHAPYXKEHHBIX aHEeY-
wouanit B ganHou rpymme (37).

Appexmusrnocms HUIIC 0as ebissarenus aneyniououi

B HacrosmieM wMccienoBaHUM ObUIO  BBISIBICHO
173 aneyruiouauu, cpeau KOTopbix 139 oTHOCSTCS K Hau-
OoJiee pacrpocTpaHeHHbIM XA (aHEYIUIOUIUSIM IO XpO-
mocomam 21, 18, 13, X1 Y, COBMECTHMBIM C TIOCTHATAITb-
HBIM pa3BUTHEM), 4yTO cocTaBmiio 80,3% Bcex BBISIBIEH-
HBIX BapraHTOB (Ta0:1. 3). OgHAKO eclid CYMTATh KOJIMde-
CTBO MOATBEPKACHHBIX MaTOJOTUH, TO 10JISI OCHOBHBIX XA
Bospacraia 10 96,4% (133/138). Takoit 60JIbIION pa3phiB
B IIM(pax MOXET OBITH CBSI3aH C HAJIMUMEM TLIallEHTApHO-
ro Mo3aniu3Ma. Bce BBISIBJIeHHBIE HAMU TATOJIOTUH OBUTH
MIPOAHAIM3UPOBAHbl IBAXIBl UISI TOTO, YTOOBI MCKIIIO-
YUTH BO3MOXHYIO OIIMOKY. JlaHHBIE BOCIIPOM3BOIUIINCH B
100% cnydasix v ipeacTaBieHbl B Tabuie 3.

TaGnuua 2. XapakTepucTukm rpynn 6epemMeHHbIX, KoTopbim npoeoaunu HUMNT B ®rBHY «<HUU ATuP

nm. [.0.

OTta»

CpepHuii Bo3pacT, UHpekc Cpok 6epeMeHHOCTH, | Bbicokuii puck
OGcnenosanHLie rpynnki ner macchbl Tena, kr/m? Hepenn no HUOT
(E’,\';ff;‘;")ﬁ puck no pesyneraram PrC (>1:100) 35,06 (4,37) 24,85 (3,91) 14,5 (1,4) 90*/774 (11,63%)
MpomMeXyTo4HbIN pyck No pesynsratam PIMNC o
(1:101-1:1000) (N=1666) 33,87 (4,82) 24,62 (3,63) 14,5 (1,8) 41/1666 (2,46%)
06ecnokoeHHOCTb cocTossHMeM nnoaa (N=1532) 34,14 (4,59) 23,69 (3,35) 12,5 (2,4) 37/1532 (2,41%)
Puck no Y3U Il tpumecTpa (N=300) 32,3 (4,39) 24,51 (3,55) 20,5(2,4) 5/300 (1,67%)
WUToro (N=4272) 173/4272 (4,05%)

* — p<0,0001, x*>=140,14. OnpeaeneHne 3Ha4MMOCTN PasNNYNA 4acTOT NPON3BOANIIM C MOMOLLLIO C MOMOLLIbIO KpUTepusa cornacus MNMupcoxHa

X1-KBagpar (x?) no ctaHaapTHol popmyne.

Ta6nuua 3. PeaynbTaTbl NOATBEPXAal0LWein MHBa3UBHOM AUArHOCTUKM Y XXEHLUUH C BbICOKMM PUCKOM XA,

onpepeneHHbie NPU HeMHBa3uBHOM TecTupoBanuu (HUU AruP um. 4.0. OTTa)

Bbicokuii puck MpomeXyTouHbIN pUCK 06eCcnoKOeHHOCTb
Peaynbrat PIMC >1:100 1:101-1:1000 Puck Bo Il TpumecTtpe cocTosHMeM nnoaa Bcero

¥ ] ¥ o X =] ¥ o x o

g | & g H g H g H e | &

= g = § g = § g = § g gk g

:SE Xc :SE = :SE = >S§ = :sE X
Pesynsrat HUMNT ST g= ST gs ST gs §x gs $T | 8

<) ] <) @ o =) @ o o0 @ o 9o | B2

9 c I& = 9 c E c 9 c l& (= 9 c I& c 2 c I& =

@ = @ = @ = @ = @ =

= = = = =

Tpucomusa 21 63 63 21 21 3 3 16 16 103 103
Tpucomus 18 9 9 1 0 0 0 3 2 13 1
Tpucomus 13 3 3 3 2 1 1 5 3 12
MoHocomusa X 2 2 2 2 1 1 3 2 8
Tpucomus X 0 0 1 1 0 0 0 0 1 1
Huncomms Y 0 0 1 1 0 0 1 1 2 2
OCHOBHbIE TPUCOMUN 77 77 29 27 5 5 28 24 139 133
Pepnkne natonorun 13 2 12 2 0 0 9 1 34 5*
Bcero 90 79 4 28 5 5 37 25 173 138

* nony4eHbl pe3ynbratbl UHBA3WBHOM NpeHaTtansHon anardoctukn (UNA) ana 10 xeHwwmH nad 34, noaTBepxaeHsb! 5.
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Pesyneratet HUIIT monTeepxxaeHsl Mpu WHBa3UBHOMN
IUATHOCTHKe (aMHMOIeHTe3) miIs1 Bcex 103 1uiomoB ¢
cuHapoMoM [ayHa (TakuM obGpa3oM, BEPOSITHOCTb TpH-
COMMHU IO XpoMocoMe 21 MpU MOJOKUTEIHLHOM Pe3yJib-
tate Tecta coctaBisger 100%, Ja0XHOOTpUIIATEIbHBII
pesynbrar (JIOP)=0%, 10XHOMOJOXUTENbHbIA pe3yib-
tar (JITIP)=0%). U3 13 cay4aeB ¢ pUCKOM TPUCOMUH TTO
xpoMocoMe 18 mocie mpoBeAeHUS WHBAa3WMBHOM muar-
HOCTUKU ObUTO BbIsIBIeHO nBa JIIIP (mporHoctmueckast
LIEHHOCTb TOJIOXMTEIBLHOIO pe3yibrata tecta — 84,6%,
JIOP=0%, JIT1P=15,4%). Eme tpu JI[IP Gbln BHIsIBIIC-
HBI MHBA3WBHBEIM METOIOM Cpeiy 12 cilydaeB ¢ PHUCKOM
TPUCOMMU MO XpoMocoMme 13 (mporHoctuuyeckasi LeH-
HOCTb ITOJIOXUTEIbHOro pesyibrata — 75%, JIOP=0%,
JITTP=25%). Onun JITTP 6611 BhIsIBIIEH cpeau 11 tutonos
C aHOMAJIMSIMM TIOJIOBBIX XPOMOCOM (IIPOTHOCTHYECKasI
LIEHHOCTh TOJIOXMTEILHOTO pe3yibraTa Tecta — 90,9%,
JIOP=0%, JII1P=9,1%). Takxum o0Opa3oM, CTOUT OTMe-
TUTH Oosiee HU3Koe yuciio JITIP mo mojoBbIM XpoMOCO-
MaM ISl Halllei TPYIIIEI, IO CpaBHEHUIO C pPaHee OIy-
OJIMKOBaHHBIMM JAHHBIMU POCCUMCKUX UCCICIOBATEICH.

B pesynbrate mocie MmpoBeneHMS IOATBEPXKIAIOIIei
WHBa3MBHON MUArHOCTUMKW ObUIM BBISIBIECHBI: TPUCOMMUSI
21 (cunmpom HayHa) — B 103/138 ciyyasx (74,63%),
TpucoMusi o xpomocome 18 (cuHapom BDnBapaca) —
11/138 cnyuaeB (7,97%), Tpucomust o xpomocome 13
(cunppom Ilaray) — 9/138 cnyuaes (6,52%). [1pu aHamm-
3¢ TIOJIOBBIX XPOMOCOM B 1 cllyyae ompeneseH pucK TpH-
comuu 1o xpomocome X, B 8 — monocomun X (5,79%) u
B2 — OIMCOMMUH 110 XpoMocoMe Y Y IJIoaa MY>KCKOTO Tojia
(cunmpom JIxeitko0c).

Hau6oabmuii npouent JITTP o BceMm aHeymionausm
MPUIIEJICS Ha TPYIITy OOECIIOKOCHHOCTH COCTOSHUEM
mwiona (14,8%), nanee cienyer rpyIina IpOMeKYTOUHOTO
pucka (6,9%). B rpymnme BBICOKOTO pUCKa U B TIpYIIIE
pucka Bo II tpumectpe JITIP no yactsiM XA BBISIBJIEHO
He ObLI0.

IIpy HeMHBa3WBHOM TECTUPOBAHUU ObLIT TakXke OOHa-
PYXKeH BBICOKHMI PUCK PEIKOM MATOJIOTUU: TPUCOMUM II0
xpomocoMmam 2, 3, 5, 11, 12, 14, 15 (1o 1 ciydaro), 1o Xpo-
Mocome 8, 9, 20, 10, 22 (B 2 ciayuasx), o xpomocome 19 (B
3 ciy4asx), mo xpoMocome 16 (10 ciryyaeB); MOHOCOMUU
o xpoMocomam 21, 18 u 13, a Takke B OJHOM cllyyae —
PUCK MHOXECTBEHHOU aHeyIiounuu. B Hamem uccie-
JOBAaHWUU OOJIBIIIE BCETO OBLIO BBISABICHO aHCYIIOMIUI
o xpomocomaMm 16 u 19. Tpucomus o xpomocome 16 B
IJIAlEHTE MOXET OBITh CBSI3aHA C IUIAllCHTapHON HEmo-
CTaTOYHOCTBIO, 3aJepKKOW pocTa Iiofa. TpucoMus Mo
XpoMocoMe 19 MOXKET BBISIBJISITbCS Y MALlMEHTOB CO 3J10-
Ka4eCTBEHHBIMH HOBOOOpA30BaHUSIMK KpOBH. B nmtepa-
Type OIMCaHbl eTMHUIHBIC CITyIal BHISIBJICHUS TPUCOMUU
19 pu 6epeMeHHOCTH.

ITockonbky JHK 11012 B KpOBOTOKE MaTepU SIBJIISIET-
Csl TPOJYKTOM TUIAlIEHThI, B OOJBIIMHCTBE CJIydyaeB MbI
AMeeM JIeJI0 C OTpaHMYEeHHBIM ILIallcHTaApHBIM MO3aM-
LIM3MOM, KOTOPBIA MOXKET paccMaTpuBaThcd Kak (pak-
TOp pPUCKa OCJIOXHEHUI OepemeHHOCTH. Bo Bcex aTmx
CIyJasiX pellleHue O MPOBEICHNN WHBAa3MBHOW AWMArHO-
CTUKU OepeMeHHBIC MMPUHUMAJIN, OMPAsCh Ha Pe3yilb-
tatel Y3U u pexkomeHaauuu Bpaya. BoablIMHCTBO
KEHIIWH C PeIKUMU aHEYIUIOMIUSIMU TIPU OTCYTCTBUU
VY3-mapkepoB XA oTKa3bIBaJuCh OT MPOBEIESHUS MHBA-
3UBHOI TMarHOCTUKHU.
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Y GepeMeHHOM ¢ PUCKOM TPHCOMHUH IO XPOMOCOME
2 ipu Y3W BBISIBIUIM BPOXIECHHBIC ITOPOKU PA3BUTHS
mioga, 6epeMeHHOCTh OblIa TpepBaHa X XPOMOCOMHYIO
MaTOJIOTHIO Y IIJI0fA MOATBEPIUIN MIPU KapUOTUIIUPOBA-
Huu. Tpucomus mo xpomocome 22 MOATBEpAUIACh MPU
WcCAeqoOBaHUM MaTepuaja 3aMmepilneil OepeMeHHOCTH.
IIpu mono3peHnr Ha MOHOCOMMIO XPOMOCOMBI 18§ Kapu-
OTHIUPOBAHNE YCTAHOBWIIO Y TUIONA OCIICIINIO IJIMHHOTO
mieya xpomocombl 18. Tonbko 2 13 10 XeHIIWH ¢ TToa0-
3peHMEM Ha TPHUCOMMUIO 10 XpoMOcoMe 16 coraacuauch
Ha MHBa3UBHYIO IMarHOCTUKY; B 1 cilydae Obula OOHapy-
KeHa TpucoMust 16 y miuoga. MoHocomus 21 y miona He
MONTBEPAUIIACH, TIO-BUIMMOMY, B TIOCIETHUX CIIydasx
HabJIromaIcs TUIAlICHTaPHBIA MO3aNII3M.

Ocsedomaennocmo Gepemennvix 0 mecme HUIIT u
Y006.1emeopeHHOCIb OM 0KA3AHUS YCAY2U
BaxHoil Mepoil B olleHKe KayecTBa JO0Oro uccie-
JIOBaHUS SIBJISIETCS OTHOIIEHME MalueHToB. s TOro
YTOOBI €r0 BBISICHUTb, HAMU ObLI MpoOBeleH HebOJb-
IIOH OTIPOC CPEeIM MAlMEHTOB. BbeII0 chopMyImpoBaHO
HECKOJIbKO BOIIPOCOB, M3 KOTOPHIX Haubojee 3HAYM-
MBIMU OBLIU:
* OTKYZa BHI Y3HAJU O TIPOXOXICHUM TecTa?
* YTO TIOCIYXWMJIO OCHOBAaHMEM [JIS BBIITOJHCHUS
Tecra?
* 0ObLIa T HEOOXOIMMOCTD IIOBTOPHOI CAAaYM KPOBH,
pa3bsgcHuIM 11 BaM 310?
* YIOBJIETBOPEHHI IU Bbl 0OKazaHMeM yCIyTH U Mope-
KoMeHayeTe 1 MHCTUTYT KoJiieraM M Apy3bsaM?
OTBeTH Ha JaHHBIC BOIIPOCHI MPUBEIACHBI Ha PUCYH-
ke 4. Ommpoc MHEHHS TAIMEHTOK ITOKa3aj, 4TO OHU
Y3HAIOT 0 BO3MOXHOCTU BhinonHeHuss HUIIT npexnae
BCETO OT Bpaya, Jajiee — M3 HMHTEPHET-TIOMCKOBHKA.
B Menbuieii crernmeHu OGepeMeHHbIE HaXOAsIT MHMOP-
Malui Ha caiite MHCTUTYTa WM Y3HAIOT OT MOAPYT.
B 43,8% cnyvasix mauMeHTHl He oOpanialoT BHUMaHUS
Ha IIeJIM Ha3HAYeHMS TeCTa, a 3HAYMT, MOTYT BHIOpATh
TeCT He 10 CMBICITY, a 110 IieHe. OCHOBaHMEM MIJist Ha3Ha-
YeHHs TeCTa BO MHOTOM SIBJISICTCS TMYHASI MHUIIATUBA
(43,8% mno cpaBHeHMIO ¢ MHeHUeM Bpaya — 34,4%).
B 97% cnyyasx wucciienoBaHMe OBLJIO BBIITOJIHEHO C
repBoro pasa. B 3% ciyuyasx moHago0ua0Cch MOBTOPHOE
B3THE KPOBH I10 MPUINHE HEIOCTaTKAa OMOJIOTMIECKO-
ro MaTepuajia IUIOa B IMIEPBUYHOM OOpa3sIle, 0 4YeM He
OYCHB JIETANBPHO OBUIM IMPOMH(GOPMHUPOBAHBI MAIIMEH-
Thl. BosnpimHcTBO nauueHToB (Gosiee 93%) ocTanuchk
YIOBJIETBOPEHBI U TOTOBBI MIOPEKOMEHA0BaTh MHCTUTYT
cBouM KojuteraM. He Goiiee 3% ocranuch HelTOBOJIbHBI
CpOKaMH BBITIOJIHEHUS MCCIIEIOBAHUS YUIH XIYT POJIOB,
4yTOOBI CAEIaTh CBOI BHIOOD.

OOCYKACHME

Ha coBpemMeHHOM 3Tamne pa3BUTHS MOJIEKYISIPHO-
T€HETUYECKUX TEXHOJOTUN BBICOKOMPOU3BOAUTEb-
HOe cekBeHuMpoBaHue BHekierouHou JHK GepemeH-
HOM IIMPOKO MCIONB3YIOT mist mpoBegeHus HUIIC.
JlaHHBI METOM CEeroaHsI CTAHOBUTCS YaCTblO PYTUHHOM
KJIMHUYECKOM MPaKTUKH, MO3BOJISIS BBIBIATD Y ILJI0IA
HE TOJIbKO PeryJIsipHble TPUCOMUM MO XpomMocoMmaM 13,
18, 21, aHeyIUIOMAUY MO MOJOBBIM XpOMOCOMaM, HO U
YacTUYHbIe TPUCOMMU, IeJIelMU, TIalleHTapHbIA MO3a-
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Puc. 4. OceepomneHHocTb 6epemMeHHbIx (1=32) o Tecte HUMT 1 yAOBNEeTBOPEHHOCTb OT OKa3aHUS YCyru

1.0TKyAa Bbl y3HAIM O BO3MOXHOCTM BbiNosniHeHust HUMC B nHcTUtyTe?
32&nbsp;oTBeTa

75%

[]Bpay [ CaitrOTra

[ vHrepHet-novckosuk
- NHTepHeT-nnatdopmbl (GopymMbl, CanThbl
ons 6yoywmx poguteneit)
[] Bpowiopa/pnaep  [_] OT noapyru
13.Bbina 11 Heo6Xx0AMMOCTb MOBTOPHOM CAA4YM KPOBU Ha aHann3?

Ecnn ga, T0 ¢ 4em 3710 BbINO cBA3aHO?
32&nbsp;oTBeTa

D Het

[l roxo Basin kposs

3.470 NOCNYXMN0 OCHOBaHWEM 4151 BbINOSHEHWS TecTa?
32&nbsp;oTBeTa

43,8%

D Heo6xoanMocCTb y3HaTb non

[ Pexomeraauvm pava
[l Mo pesynstaram Y31/G1oXMMIHECKOrO CKPUHUHTE
[] Munas vmunatvea

[] Bospact [] Bospact

20.YpoBneTBOPEHbI i1 Bbl KAYECTBOM OKa3aHUs MeOULMHCKUX YCyr?
32&nbsp;oTBeTa

D na [J] 3anepxxa, xots npu aTOM BEICOKaS LieHa

[ He anaer, xaet poas!

WIIM3M, a TAKXe UMeeT IIEPCIIEKTHUBBI KaK METOJT OLIEHKH
pUCKa omnpeaeeHHbIX naTojoruit y matepu [13, 21].

B pamkax Hailero mcciaenoBaHus ObUTO ellle pa3 Iof-
TBepkaeHo, uto Tect HUIIT MoxHO mpoBecTw Ipa-
KTUYECKN BCEM KaTeropusiM OepeMEeHHBIX XEHIIWH Ha
JII000M CpoKe bepeMeHHOCTH, HaYnHas ¢ 8,5 Hemelb.

Bricokuii cpeqHuit Bo3pacT 6epeMeHHbBIX, MPUHSBIINX
yyacThe B 3TOM ucciaenoBanuu, — 35 nmet (60% Bcex
YYaCTHUKOB — XeHIIMHBI oT 30 mo 40 jer), cBumeTeNb-
CTBYEeT 00 OCO3HAaHHOM BBIOOpPE TAaHHOW TEXHOJOTUU (KaK
CO CTOPOHBI TTAIIMEHTA, TaK U CO CTOPOHHI Bpaya), HE00-
XOIMMOM IIPEXIIe BCEro NaleHTaM CTapIleid BO3pACTHOM
IPYIIIBI, TAE PacTeT PUCK XPOMOCOMHOM IATOJIOTHH.
DTO NOATBEPXKIAIOT U PE3YJIbTaThl IOCTTECTOBOIO OIIpOCca
yaoBaeTBopeHHOCTH oT yeayru HUIIT, roe nuyHas nHu-
MaTHBa SIBIISIETCST BEAYIIeil MOTHBAIEH K ITPOBEICHUIO
WCCIIEIOBaHUSI.

Yrto KacaeTrcsi cpoka OepeMEHHOCTHU, MPU KOTOPOM
MalMeHThl CcOaBajJu TeCT, TO OH COOTBETCTBYET JIOTH-
K€ HazHaueHUs (OOJBIIMHCTBO MPOBEIU TECT Ha CPOKE
12—15 Hepenb). Juiib B OTAENbHBIX Claydasx (BCEro B
121/4272 (2,82%)) ero ocyliecTBIIN Ha CpoKe 22 Heme-
mu u crapiie. HazHaueHre MAHHOTO TecTa Ha IO3MIHMX
CpOKax ObIJIO B OONBIIMHCTBE CJIy4yaeB CBA3aHO C IIPOITY-
IIEHHBIM PaHHUM MpPEHaTaJIbHBIM CKPUHUHIOM M JINY-
HbIM XeJaHUeM XEHIIIUHBI.

B 10 Xe Bpems HEOOXOMMMO OTMETUTh, YTO MBI B3au-
MOJIEHICTBOBAJIM C 0CODOI TPYIIION MalMeHToK — Oosee
tpetn 1495/4272 (35,0%) wiMenu TOBBILICHHYIO WK
M30BITOYHYIO Maccy Tena. BaxkHo, yTo cpeny Takux nmauu-
€HTOK MpU NEPBUYHOM UCCJIEIOBAHUM HE YIAIOCh IIPOBE-
ctu HUTIT Hebonmpmomy unciy keHH — 26. Co BTO-
POIi TIOTIBITKY (TIOCJIE TIOBTOPHOTO B3SITHSI KPOBU) TOJBKO
4 XeHIITMHBI OCTAJINCh 0e3 pe3yabTaTta. TakuM odpasoMm,
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HECMOTpS Ha TO, UTO CYIIECTBYET IpsMast OTpHUIIaTeIbHAasT
CBSI3p MEXIY YCIEITHOCTBIO TeCTa M MHIECKCOM MAacChI
tena [13] pa3paboraHHasi HAMU TEXHOJOTHS TTO3BOJISET
B 99,7% ciydasix XKeHIIMHAM C ITOBBILICHHON MM U30bI-
TOYHOM Maccoil Tena 3(pheKTUBHO penlaTb CBOM CKPU-
HMHTOBBIE 337aUu.

Bcero 19 xeHumuH u3 4272 He MOJYyYMIN pe3yJabTaT
HMUIIT, cocraBus 0,44% (unu 0,33%, eciiy UCKIIOUUTh
U3 HUCCIeayeMoil BBIOOPKM KCHIIMWH, OTKa3aBIIMXCS
OT MOBTOPHOTO MCCJIEAOBAHMS), UTO SIBJISCTCS CaMbIM
HU3KUM 3HaUYE€HUEM M3 OINMyOJMKOBAHHBIX POCCUIMCKUX
naHHbix [17, 18]. Takoli HU3KUI MPOLEHT OTCYTCT-
BUSI pe3yJibTaTa HeJTb3sl OOBSICHUTD TOJBKO BO3POCIIUM
OITBITOM HAaIlleil JabopaTopuy, HECMOTPS Ha HaJIWdue
CBSI3M MEXIy TAKOBBIM M CHIDKCHHMEM YHMCJIa CIIydaes,
MO0 KOTOPHIM TpebOoBaJIOCh IMOBTOPHOE B3ATHE MaTe-
puana ang nposeaeHuss HUIIT (y mpyrux poccuii-
CKMX JJabopaTopuii MPOBEAEHO ropa3no 60blIee YUCIO
TecToB). BO3MOXHO, HIOAHCHI CBSI3aHbI C CAMOI TEXHO-
JIOTHEM, MPOBEAECHHON II€pBOHAYAJbLHOM Balugallueid
pa3pabOTaHHOTO AJITOPUTMA Ha KOHTPOJBHBIX 00pa3-
ax ¢ aHeyIJIoOuAMsSIMHU, coOpaHHBIMU B MHCTUTYTE
U TPOBEPEHHBIMU B APYrMX LEHTPaX, YHUKAJIbHBIM
O6uonHGOPMATUYECKUM aJITOPUTMOM U BHUMATETHLHBIM
OTHOIIIEHWEM K TanueHTaM (TTOJIHOCThIO YIOBJIETBO-
PEHHBIMU TeCTOM SIBIISIIOTCS 94% TallMeHTOK).

AHanmM3 TOBTOPHOTO B3STUS MaTepuajia UIST TIpo-
BeneHuss HUIIT cBumerenbcTBYeT O TOM, YTO OIIpe-
JeJIeHUe MoJjia IUIoAa SIBASeTCs caMoil 0OJIbIION Mpo-
OnemMoit TecTa, MpeBbllIas Aaxe MpoOJeMy HU3KOIO
ypoBHsT @D. Heobxomumblii porieHT @D (Gonee 4%)
IIpY TTOBTOPHOM 3a00pe KpOBH, KaK IT0Ka3aji0 JTaHHOE
HccliefoBaHMe, MOXHO MoJyduTh B 90% ciydaes, Torga
KaK TOYHO ONpPEACHMUTh IOJ IIoJa — MEHBIIE YeM B
MoJIoBUHE ciay4yaeB. Takum obOpa3oM, Kak Ha OCHOBE
JaHHBIX JuTepaTyphl [22, 23], TaK U COOCTBEHHOTIO
OMbITAa OMpeneSieHUEe MoJia TJIoda OCTaeTCs TJaBHOW
MmpobjieMolt TecTa, MPUBOISIICH K HEBO3MOXHOCTHU
BBIIATh 3aKJIOUCHWE, W/WIN OTPAaHUICHHEM IJIST TOU-
HOTO OIpeIeICHNS aHOMAaJIMI, CBSI3aHHBIX C TTOJIOBBIMU
XpPOMOCOMAaMHU.

Hannoe orpanuuenue tecta HUIIT MoxeT ObITh
MPUYMHOM OTKa3a psima MccienoBaTesieid U KIMHUIIM-
CTOB OT aHanu3a XA moja U UX COCPEAOTOYEHHOCTHU
Ha CKpMHUHTE TOJIBKO TpeX HamboJjiee pacIpocTpaHeH-
HBIX — 21, 131 18 [24]. OngHako B 5TOM ciy4ae rmajmaeT
JYBCTBUTEJIBHOCTDb TeCTa (€ro CIIOCOOHOCTDH BBHISBISTH
MaTOJIOTUIO TI0JA), U MTPOBOIMMBIN C TOMOIIBIO 3TOTO
TecTa HEMHBA3WBHBIA CKPMHUHT YX€ Helb3sl paccMa-
TpuBaTh Kak anbTepHatuBy PIIC. Bo3Hukinyo nuiem-
MYy B OIIpeAeNIeHHOM Mepe IeMOHCTPUPYIOT U TaHHBIC
HACTOSIIIIEeTo ucciaeaoBanusa. B vacTHocTH, HAMY ITOKa-
3aHO, YTO JACTEKTUPYEMble aHOMAJIUU TI0 XPOMOCOMaM
21, 18 m 13 cymmapHO cocTaBisOT He Oosiee 75%
(128/173) ot Bceit mMaTOJIOTUH, YTO IBHO HEOCTATOYHO.
Hauboabmmii Mpo1eHT cpeiu HUX COCTABISIET CUHIPOM
Hayna — 103/173 (60%), 4To cOOTBETCTBYET 0GIIEpOC-
CHICKMM ¥ MHUPOBBIM JaHHBIM [4, 5, 25]. Okono 21%
(36/173) npuxonutcs Ha 13, 18 1 1IOJIOBBIE XPOMOCOMBI
u 19% (34/173) — Ha penkue Tpucomuu [26, 27]. Eciu
CYUTATh 110 KOJIMYECTBY MOATBEPXKIECHHBIX CIy4yaeB, TO
Haubojiee pacnpoCTPaHEHHOW XPOMOCOMHOW TMaTo-
Jjoruei ocraercs tpucomus 21 (cunmpom JlayHa), ero
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noJist Bo3pactaetT no 75% (103/138), Torma kKak mojst
TPUCOMUM II0 XpomocoMme 18 (cmHApoMm BDmBapmca),
TpucoMuu 1mo xpomocome 13 (curapowm Ilaray) u Hapy-
IIEHUI IO TOJOBBIM XPOMOCOMAaM COXpaHSeTCS Ha
ToM ke ypoBHe — 21% (30/138). Takue u3MeHeHUs
OOBSICHSAIOTCS TEM, UYTO B HaIlleM MCCJIeTOBaHUU BCE
TpucoMuu To 21 xpoMocome ObIIA MOATBEPXIEHBI
WHBAa3WBHOU IpeHaTaJbHON TMArHOCTUKOM, TOrma Kak
IpyTue pacrpoCcTpaHeHHBIE TPUCOMUU — He 0oJiee yeM
B 77,5% cnydaeB (uucio JIIIP cocraBuio ot 12,5 no
25%). Ilpuuem HaubGosbmee yucio JITTP npumiucek Ha
ucciaenoBaHue Tpucomuit mo 13 u 18 xpomocomam, a
HE IOJIOBBIM, YTO IPOTUBOPEYUT OOIIEMUPOBLIM JaH-
HBIM [3]. Bo3moxHo, Hu3koe yuciio JITTP mo moaoBeiM
XpOMOCOMaM CBSI3aHO C HeOOJIbIIOW BBHIOOPKON, U B
IaabHEHIIEeM CleayeT OXUAATh YBEJIMUCHUS UX YKCIIa.

ITpu ananuze Bcex JITIP HeoOXonMMO OTMETUTh, YTO
HauOOJIbIIIee UX YMCIIO IPUXOAUTCS Ha TPYIITy 0becro-
KOEHHBIX cocTostHueM Iona (14,8%), nanee cienyet
IpyIia «[IpOMEXYTOYHOro pucka» (6,9%). B rpymme
BBICOKOTO pHCKa M B rpymme pucka mo II tpmmectpy
JITTP mo yacteiM XA BwISIBIeHO He ObLT0. Takoe pac-
NpeaeaeHre KaxeTcsl BIIOJHEe 00OCHOBAaHHBIM U CBs3a-
HO C TeTEPOTeHHOCTBIO MEePBBIX ABYX TPYIIIL.

I'pynna o0ecnoKOeHHBIX COCTOSTHUEM ILIOAa Mpen-
CTaBJISIET MHTEPECHYI0 BBIOOPKY maumeHTOB. OHaA He
OTJIMYIACTCS HM II0 BO3pacTy, HM IO MHIEKCY MacChl
TeJa OT MHBIX I'pYII HauueHToB. OTHAKO OTIMYAeT-
Ccs IO CpelHeMy CpPOKY IpPOBEIEHUs HCCIeI0BaHUS.
BonbIMHCTBO OepeMEHHBIX MPUHUMAIOT pelleHUe
00 yyacTue B TeCTMpPOBaHMU Ha cpoke 12,5 Hemenu
oepemeHHocTu. M 4TO 0COOEHHO MapamokcanbHO, 2/3
(24/37) ot obmiero 4muciia OOHAapYXKEHHBIX aHEYILIO-
UIWA B JAHHOW TpPYIIlE NPUXOIUTCS Ha XEHIIWH,
Mmpoleamux Tect 10 12 Hegenb. OOBSICHUTH HAHHBIN
¢axT CclIOXHO, TaK KaK TOJbKO B 3 ciydyasix u3 24 ObLI
IMATHOCTUPOBAH PaHHWM BBEIKUOBIII TUIOAA, CBSI3aH-
HBIN C peTIPOOYKTUBHBIMU TTOTEPSIMU, KOTOPHIE MOTJIN
Obl CTATUCTUYECKH HE «IONTW» IO HMHBIX Trpymni. B
moboM ciydyae, Oobllloe YKMCIO aHOMaauii B 3TOH
IpyIIe, 0COOCHHO NEeTEKTUPYEMbIX Ha paHHEM CPOKeE,
9TO OMpeneJeHHbI BBIZOB IpeliaraeMoil KOHTHMH-
TeHTHOU Mognenu [8], Tak KaK NMpU BHEAPEHUM TaKOu
MOIENHW NOaHHas TpymHa OepeMEHHBIX YYUTHIBATHCS
He cMmoxeT. ChopMupoBaTh 0OBEKTUBHBIC KPUTEPUH,
MO3BOJISIIOIIME OEpeMEHHBIM 00€CITOKOEHHBIM COCTOS -
HHUEM IUI0[a IIPOBECTU TECTUPOBAHUE 3a CUET rocymap-
CTBa, TOXe MOKa HEeBO3MOXHO. OmHaKo Mpolleaie
TECTUPOBAHME 3a CBOW cYeT OepeMeHHBIe, 00eCITOKO-
€HHBIE COCTOSTHMEM TUIOAa W TIOJYYMBIINE ITOJOXH-
TEJBHBIN TECT (TOJBKO OHU), MOTYT OBITh BCTPOCHEI B
HOBBII aJTOPUTM CKPUHHUHTA CIECIYIOIIMM 00pa3oM:
TaKUM IMalMEHTaM He TpeOyeTcs MPOXOoXAeHUEe OUOXU-
MUYECKOTO CKpUHMHTa, a Heobxoaumbl Y3U u nocie-
nylolllee HanpaBjieHWe Ha MHBA3MBHYIO NTPeHATaIbHYIO
JIMaTHOCTUKY.

3aKAIOUYEHUEe

IMonbiTOXMBasi, HEOOXOOUMO OTMETHTh, UTO Hau-
OoJiblllce YUCIO BBEISIBJICHHBIX XA pa3BUTHUS ILIOJA
ObLIO OOHApYXEHO B TpyIlNe BHICOKOro pucka. Jous
TaKMX OEpeMEeHHBIX B HAIllleM MCCICIOBAaHUU HEe3HAUM -
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TenabHas1. HazHaueHMe TecTa B 3TOH IpyIIIe B OCHOBHOM
CBSI3aHO C OITACCHUSIMHU XCHIIWHBI, CBSI3aHHBIMU C
BBITTOJIHCHNEM MHBa3WBHBIX BMeIATeabCTB. [1pu BHe-
IPEeHUN KOHTUHICHTHON MOIEeu, BEPOSITHO, KOJHYe-
CTBO TaKMX MallMEHTOB OyneT cHuXkaTbcsd. CpaBHUMOE
yuciao XA B Tpymrnax, 00ECMOKOEHHBIX COCTOSIHUEM
IUIofa, W MPOMEXYTOYHOIO0 pHCKa IOMTUYECPKUBACT HE
TOJIBKO 3HAYMMOCTH 00CIeqOBaHUS OepeMEHHBIX TPYyII-
Bl TIPOMEXYTOUYHOI'O pHcKa, HO U HEOOXOIUMOCTH
y4yeTa B IporpaMMax CKpUHUHra 6epeMeHHbIX 00eco-
KOEHHBIX COCTOSTHUEM ILI0/a.

Heo6xoauMocTh MCHOJb30BaHUSI MOJHOT€HOMHOTO
HUIIT coxpansieT cBoto AUCKYCCUOHHOCTh. C OmHOU
CTOPOHEI, peaKasl MaToJIOT s, CBSI3aHHAs C MHBIMU XA,
HaxOIUT cBOe moaTBepxaeHue B 50% ciydaes (coriac-
HO HaIllMM JaHHBIM), OMHAKO OOJIBIIMHCTBO MMallUeHTOB
C TAaKMMU HAXOIKaMU OTKa3bIBAIOTCH OT HaJIbHEUIIEN
WHBa3WBHOWM TpeHATaIbHOM TUATHOCTUKH, 3aTPYIHSS
aHaau3 1eJeco00pa3HOCTU AeTeKUMU JaHHBIX XA.

Tect HUIIT npoyHo Bowlea B MPakTUKY; €TI0 XeaaloT
IIPOBECTU MHOTHUE XCHIIUHBI, HECMOTPSI Ha BBICOKYIO
CTOMMOCTh, OMHAKO IPU 3TOM BO MHOTI'OM ONMpPAIOTCS
Ha CBOe MHEHHUE B OOJIbllIell CTeNeHU, YeM Ha MHEHUe
Bpaya (cpeiu KOTOpPBIX Topas3no OoJjblliee BIUSHUE
nMeeT Bpay akyllep-TMHEKOJOT, a He TeHETHK), 4YTO
HEeOOXOIMMO CKOPPEKTUPOBATh B OYIyIIIEeM.

Xorenoch 66l 0oTMeTUTh, uTo HUIIT, nmpoBeaeHHBIM
C UCMIOJb30BaHUEM pa3pabOTaHHOTO HaMU OMOUHGOP-
MaTMYEeCKOTO aHaIu3a, SBJSIETCS HaAeKHBIM METOIOM,
MO3BOJISIIOIIMM C BBICOKOW TOYHOCTBIO OINpEAeIuTh
XPOMOCOMHBI€ TTaTOJIOTUHU T1JI0JA, KaK peTyJISIpHbIE TPU-
COMMWU, aHCYIUIOUIUM T10 TTOJIOBEIM XpOMOCOMAM, TaK 1
«CJIyJaliHble HaXOOKW». A YIMTHIBAsI OXUIAEMOE Iajlb-
Helilllee CHIKeHWE CTOMMOCTY TaHHOTO THUTIA UCCIEI0-
BaHuii, Mbl TTosiaraem, yto HUTIC aneymnonauii niaona
Ha OCHOBE IOJTHOT€HOMHOI'O CEKBEHUPOBAHUS TeHOMa
MOJIyYUT O0Jiee IIMPOKOe paclipoCcTpaHEeHWe U BOMIET B
HOBBIC AJITOPUTMBI CKPUHUHTA 6EpEMEHHOCTH.
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