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HENHBA3HUBHAS IIPEHATAJIBHAA TUATHOCTHUKA
MOJIA IUIOJIA IO KPOBA BEPEMEHHOM B AKYIIIEPCTBE

AHHOTALUAL.

AxmyanvHocms u yenu. JIMarHOCTHKA TIONA IUIOJA PaHEe BBI3BIBANa 3aTpy.IHE-
HUS U ObUTa Bo3MOXHa ¢ 20-i Hemenn OEPEMEHHOCTH IyTeM aMHHOICHTE3a WIIN
KODJIOLIEHTE3a, YTO JOCTATOYHO OMACHO KaK JJI MaTepH, Tak U i miofa. OTKpbI-
THE BHEKICTOYHBIX (eTampHbIX JIHK, muUpKyIupyrommx B KPOBH MaTepH, Aajo
BO3MOKHOCTh HEMHBa3WBHOW JMATHOCTUKH TOJa ioaa. Llempio maHHOTO HMccieno-
BaHUS CTAJI0O U3yYUTHh BO3MOXHOCTH ONITUMH3AIMH HAOIIOCHUS OEPEMEHHBIX KEH-
IIMH C PUCKOM POXICHUS JIETeH ¢ 3a00JICBAHUSIMM, CIICTUICHHBIMHU C MOJIOM, OCHO-
BEIBAsSICh HA pAHHEM HEHHBA3WBHOM OIIPE/ICIICHUY I10JIa TUIOJIA.

Mamepuanevt u memoOsi. BTN TIPOBEIEHB HAYYHBIE HCCIEIOBAHUS C TIOMOIIBIO
HOBBIX TUArHOCTHYECKHX HaO0OpOoB i uaeHTUuKanuu reHa SRY Y-xpoMocombl
B kpoBu Marepu «JJHK — mon pebGenka» mpoussoactBa OOO «I'eH-TeXHOIO0THS
(Poccus).

Pesynemamulr. UyBCTBUTENBHOCTD U CHEIM()UIHOCTE JAHHOW TECT-CUCTEMBI OKa3a-
ymcsk paBHBI 100 %. Ha ocHOBaHMHM 3TOTO MPEAIOKEH HOBBIN IUTaH BeACHUS OepeMeH-
HOCTH JKCHIIUH, B YbUX CEMbSIX IPOCICIKHUBAIOTCS 3200JICBAHUSI, CIICTUICHHBIC C ITOJIOM.

Buigoowt. JlokazaHa BO3MOKHOCTh HCIIOJIB30BAHUS HOBBIX OTCUCCTBEHHBIX TECT-
cucreM «JIHK — mon pebeHka» 11 HEMHBA3WBHOW IWATHOCTHKH IOJIa IDIOAA Ha
paHHUX CpOKax OEPEeMEHHOCTH.

KiroueBble cjI0Ba: MMOJ IUIOAA, HEWHBA3MBHAs JMAarHOCTHKA, 3a00JIeBaHMS,
CIIETUICHHBIE C MTOJIOM
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NON-INVASIVE DIAGNOSTICS OF THE FETAL GENDER
BY PREGNANT WOMAN BLOOD IN OBSTETRIX

Abstract.

Background. Previously the diagnosis of the fetal gender was troublesome and
was possible after 20 weeks of pregnancy by amniocentesis or cordocentesis. It is
dangerous for both a mother and a fetus. The discovery of the extracellular fetal
DNA, circulating in the mother's blood, gave an opportunity to non-invasively diag-
nose the fetal gender. The authors studied the possibility of optimizing the observa-
tion of pregnant women, the risk of having children with the fetus-connected diseas-
es, based on early non-invasive determination of the fetal gender.

Materials and methods. The scientific research was carried out with new diag-
nostic kits for identification of the SRY gene by Y chromosome in maternal blood
"DNA-child's sex", produced by Gen-technologia Ltd. (Russia).

Results. Sensitivity and specificity of the test system were equal to 100 %. Based
on it the authors suggest a new plan of monitoring pregnancy of women, families of
which had cases of the fetus-connected diseases.

Conclusions. The authors proved the possible of using the Russian non-invasive
fetal gender diagnosis system in early pregnancy. On this basis, the researchers sug-
gest a new plan of monitoring pregnancy of women, families of which had cases of
the fetus-connected diseases.
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N3secmus sbicwiux y4ebHbix 3asedeHull. logonxcckuli pecuoH

HecmoTps Ha obuienpuHsATOE MHEHHUE, YTO TUIALEHTa 00paszyeT Oapbep Mex-
JIy MaTepbio U MIOJ0M, 3TO He Tak [1]. braromaps MHOro4nciIeHHBIM Hay4YHBIM HC-
CJIEIOBAHMSAM CTaJIO U3BECTHO, YTO KaK IIeJIble KJIETKHU IUI0/a, TaK U BHEKJIETOYHBIE
¢detanpubie JJTHK mpoxoasT yepes MialeHTy U MUPKYIUPYIOT B MATEPUHCKOM KpPO-
BOTOKE.

BompmmHCTBO MOCIEIHNX HAYYHBIX HCCIIEOBAHWN COCPENOTOYEHBI Ha Oec-
kirerounoit JIHK moma B kpoBu matepm [2]. IX OHMOMOTHYECKUN UCTOYHUK U TI0-
TeHIHaIbHas (QYHKIMS OcTaroTcs HeompeneneHHbMH. JIHK obpasyiorcs mytem
arronTo3a TUIAICHTAPHBIX KJIETOK (TpododiacTa) W KIETOK IUIOJAA M COCTaBIISIOT
npumepHo 3—6 % ot o6mux BHexnerouHsx JJHK (Bk/IHK) B MmatepuHCcKOM KpOBO-
TOKE B HayaJle ¥ KOHIIE OEpeMEHHOCTH COOTBETCTBEHHO [3] (ocTaBmmecs 94-97 %
cocTaBisIIoT MaTepruHckre BKIHK).

B omnuume ot BHekineTouHbix MarepuHckux JIHK, mupkynupyroniue BHe-
kirerounsle detanbabie JJHK (Bkd/IHK) coctosT B ocHOBHOM M3 KOpPOTKHX (hpar-
MeHTOB. JIHK mioma MOXXHO 0OHAPYKUTE C YETBEPTOU Helenn OepeMEeHHOCTH, KO-
r7a HauuHaeT GOpMHUPOBATHCS KPOBEHOCHASI CUCTEMa TTONIA, XOTS Ha/le)KHO TOJIb-
KO ¢ cenpMoii Henmenn. KoHIleHTpaIus ero Bo3pacTaeT ¢ yBeTUYEHUEM T'eCTaIllMOH-
HOT'O BO3pacTa — OT SKBUBAIEHTHHIX 16 (eTambHBIX T€HOMOB HAa MIIIIIIUTP KPOBH
MaTepH B TIEPBOM TpHMeCTpe OepeMeHHOCTH 10 80 B TpeThbeM TPUMECTPE.

OtkpeiTre B 1998 T. UpKy ISy HYKJIEHHOBBIX KHUCIIOT IIIOMIA B MaTEPHH-
CKOM KPOBM IMOCITY>KHJIO OCHOBOM JIJIsl pa3BUTHSI HEMHBA3MBHOW IIpeHATaIbLHOM JIU-
ArHOCTHK.

Crout OTMETHTH, YTO J0 HETaBHETO BPEMEHM HEWHBA3MBHAs MpeHATaTbHAS
nuarsoctuka B Poccun He mpoBoawiack. Ha poccuiickoM pbIHKE 0 CHX MOp HET
3apeTUCTPHUPOBAHHBIX WHOCTPAHHBIX TECT-CUCTEM, KOTOPHIE MOTYT HPHUMEHSTHCS
JUIS DTUX LIEJIEH.

C 2009 r. xadenpoit akymepctBa u ruHekonoruu Ne 1 Camapckoro rocy-
JTApCTBEHHOI'0 METUIIMHCKOTO YHUBEpCUTeTa, coTpyaHukamu Camapckoi o0iact-
HOW KIIMHUYECKON OONBHUIBI U LIeHTpOoM TIaHWPOBaHUS CEMBH U PETIPO Y KIIHIDY
MPOBOJMIINCH HAYYHBIE HCCIICAOBAHMUS 110 CO3/IaHHUIO TECT-CUCTEM JIJIsl HEMHBA3HB-
HOTO OIpeJleNieHns1 pe3yc-(hakTopa TUIoAa Y Pe3yc-OTPHUIATENbHBIX OepeMEHHBIX
KEHIIUH ¥ JUIs ONpeaesieHus Toja moAa (MoJyueHO PerucTPallMOHHOE YAOCTOBE-
peHre Ha IUAarHOCTUYECKHE TECT-CHCTEMBI), a TaKKe BHEJPEHHE aHHBIX TeCT-
CHCTEM B KIIMHUUYECKYIO MMPAKTUKY aKyIIEpOB-THHEKOJIOTOB [4].

B nacrosimee Bpems B Poccun Tonbko 40 % neteil poxxaaroTcs MOJHOCTBIO
3I0POBBIMH, a ocTaiubHbIe 60 % MOSBIAIOTCS HA CBET C TOW WJIM WHOW MATOJOTHUEH
pasnuaHoi dTHoNOTHH. 20 % W3 HUX COCTaBJISIOT IETH C TEHETHUYECKUMHU OTKIIOHE-
HUSIMH, 2 YE€TBEPTH OT TOTO YHcia OOJIbHBI CLUETUICHHBIMU C TTOJIOM T€HEeTHYeCKH-
MH 3a00JIeBaHHSIMH [5].

Ceromus B Poccuu nHacuuthiBaercs He Ooisiee 100 MEIUKO-TEHETHUECKUX
IEHTPOB, OAHOM M3 3a7]ad KOTOPBIX SBIISETCS OIEHKA CTETIEHN PUCKA T€HETHIECKUX
3a0oJieBaHMi Oyayliero peOeHKa U ONpPEICIICHUE CIIEKTpa MEPOIPUATHH JUIS UX
3¢ (EeKTUBHOTO MPOTHO3UPOBAHHUS.

UzsectHO Oonee 300 HacieqCTBEHHBIX 3a00JIEBaHUN U IPU3HAKOB, CIICTIICH-
HBIX ¢ 11osioM. K 3a0oneBaHusIM, CIETIIEHHBIM C ITOJIOM, OTHOCSITCSL:

—remo¢uius A u B;

— paznu4aHble POPMBI YMCTBEHHOW OTCTaJIOCTH, CIEIDIEHHBIE ¢ X XPOMOCO-
MOH, HarpuMmep cuHApoM MaptrHa — besuia, Iporpeccupyroime MbIlIeYHbIE AHC-
tpouu JlromenHa u bekkepa;
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— He(pOTeHHBIN HecaxapHbBIH aradeT;

— HEKOTOpbIe (OpMBI THApOITehaTHH;

— X-crierieHHas riryxora u Jp.

BrisicHeHre mona Tuiofia B MEpPBOM — Hadalie BTOPOTO TPUMECTPa MOXKET
NpPEAOTBPATHTh CIIy4aun POXICHHS OONBHBIX JIeTeld B CEMbSX C OTATOIICHHOM
HACJIeICTBEHHOCThIO. B0O3MOXHO mpephiBaHre OEPEeMEHHOCTH 10 METUIIMHCKUM
MOKA3aHUSIM MIPU HAJIMYUK Y POJUTENICH HOCUTEIhCTBA TEHOB 3a00JIeBaHUi, ClIel-
JICHHBIX ¢ moyioM. Takke Bpady BayKHO 3HATh ITOJI TUIOJIA JIJISI IPHHSATHSI PEILICHHS O
BO3MOXXHOCTH TOPMOHAJIbHOM Tepanmuu OEpeMEHHOW TIpH THIEPaHAPOreHUH
HA/IMOYSYHUKOBOTO TeHe3a (BPOXKICHHAS TUCIIIA3HsI KOPhI HAIIIOYCUYHUKOB).

OCHOBHBIM METOJIOM TPEHATATHHOTO YCTAHOBICHHS IOJIAa Celvac SBIISETCS
VIIbTPa3ByKOBasl IMArHOCTHKA, OJIHAKO JAHHBIH METOJ| He BCErJa KOPPEKTeH M 4a-
cro cyosektuBer. C 20-i Hemenn OEpeMEHHOCTH MOYKHO OIPENSTUTH IOJI INI0a
myTeM KopjomueHTe3a ¢ 99 % TOYHOCTBIO, HO JaHHAS MPOIEAypa CBA3aHa ¢ OO0Ib-
UM KOJIMYECTBOM OCJIOKHEHHMH KaK JIJIsl MaTepu, TakK W Ui 1ioAa (IUIoJI0BO-
MaTEepPHHCKOE KPOBOTEUEHHE, OpajMKapiusi, KPOBOTEUEHHE M3 BEHBI ITyITIOBUHEI,
XOPHOHAMHHUOHHWT, TIEPUHATANIbHAS THOENb IUI0/1a U T.JI.), TaK KaK SIBIISICTCS MHBA-
3UBHOH Mpoueaypo ¢ yactoToit ocnoxkueHuit 0,1-40 %, mo qaHHBIM JUTEPaTyPHI
Puck caMonpou3BoiIbHOTO MpephiBaHHS OEPEMEHHOCTH TPH STHX MEPOIPHUSITUSIX
cocrasisiet 2-3 % [6].

I]envbio TAHHOTO HAYYHOTO MCCIICIOBAHUS CTAJIO OIIEHUTh METOJ] HEWHBA3HB-
HOW JIMarHOCTUKH TIOJIa IUIO0/Ia 10 KPOBH OEpEMEHHOMW KEHIIMHBI U ONTHMHU3UPO-
BaTh BEJICHHE OEpeMEHHBIX JKEHIMH C OTATOIICHHON HacJeJCTBEHHOCTBIO IO 3a-
0O0JIEBAHUSIM, CIICTUICHHBIM C ITOJIOM.

MarepuaJjbl 1 METOABI

Omnpenenenue moja MPOBOJMIOCH C MCIIONB30BAHNEM HOBBIX JHArHOCTHYE-
ckux HabopoB «JIHK — mon pebenkay mpousBoactea OO0 «'eHTeXHOIOTH.

HeunBa3uBHOe npeHaTaqbHOE TeHETUYECKOE OMpeiesieHre Toja pedeHKa Mo
KPOBH MaTepH - TCHETHUECKUH JIA0OPATOPHBIA METO]T AMArHOCTHUKH, TO3BOJISIOIINI
OIPEICIUTH IOJI TUI0/Ia Ha PaHHHUX CPOKax OepeMeHHOCTH [7].

[TooBasi mpuHAANEKHOCTh YEJIOBEKA HAa YPOBHE T'€HOTHIIA OMpPENEINIeTCs
Mapoi TaKk HA3BIBAEMBIX IOJIOBBIX XPOMOCOM. Y >KEHIIMH Ha0Op MOJOBBIX XPOMO-
COM COCTOMT U3 JBYX X XPOMOCOM, Y MyX4MH — U3 X 1 Y xpomocoMm. Metox I1L[P
JIlaeT BO3MOXKHOCTh ONPEIC/IMTh Halnuue B miazme Oepemennoit JJHK mioxa, co-
nepxkainyto pparmentsl reHa SRY (pacmonoxkeH Ha Y-XpOMOCOME M KOAUPYET
(hakTOp TpaHCKPHIILINHU, CHHTE3UPYEMBbIH B ceMeHHUKaxX ). OOHapyxeHue pparmMeH-
TOB 3TOTO T€Ha B IIa3Me OEepeMEHHOW IO3BOJIAET CAENAaTh 3aKIIOUEHHE O MoJie
mioaa [8].

YciioBus IpOBEACHUS aHAN3a!

— cpok 6epemennoctu ot 7—10 10 40 Henenb;

—3a00p KPOBH HETMOCPEACTBEHHO B JIA0OPAaTOPHH, I UCCIEIOBAHUS HEOO-
XOAMMO 5 MJI BEHO3HOH KpPOBH;

— TIIATEJIbHOM MOATOTOBKH K MCCIIEZIOBAaHUIO HE TpeOyeTcs, OJHAKO JKena-
TEIHHO C/IaBaTh aHAIM3 YTPOM HATOIIaK [9].

Pe3yJ’leaTbl HCCJICA0OBAHUA

[IpoBomunace onenka ¢eranpHoi JIHK #3 1umasmel kpoBu OepeMEeHHBIX
KeHUIMH. bpim ncnonb3oBanbl 00pasisl kpoBu 300 GepeMeHHBIX XKEHIIMH 00be-
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mom 7 mut. JIHK-ananu3 163 00pa3iioB 3TUX KEHIIWH YKa3aJl Ha IUIOJ MY>KCKOTO
nofia, 137 — Ha 110/ )KeHCKOTo 1oa. Bee KeHIHBI YK€ pOANIIH 310POBBIX AeTei
(163 mampumka, 137 meBOYEK), W MOXKHO OIICHUTH PE3yIbTaThl HCCIICIOBAHUS.
Jnst ompeneneHuss YyBCTBUTEIBHOCTH M CHEUM(UYHOCTH MeToJa Oblia co3maHa
KOHTpOJIbHAs rpyrima u3 20 OepeMeHHBIX. DTHUM KEHIIUHAM 10 Pa3InYHbIM MTOKa-
3aHUSIM OBUT MPOBE/ICH KOPJAOILICHTE3, B pe3yjIbTaTe KOTOPOTO MPOBOAMIOCH I'eHe-
TUYECKOe OIpeIeIeHre T0Ia IUI0a.

[TyreM mOCTpOEHMs UYETHIPEXITONBHON TaOIUIBI COBMECTUMOCTH [9] ObLIH
paccuMTaHbl 4yBCTBUTENBHOCTh M CHEIM(MUYHOCTH METO/a, KOTOPHIE COCTaBHIIH
100 %.

W3 pe3ynpraToB mccieqoBaHus BUJHO, YTO HEMHBA3UBHOE OIpE/EIeHHE T10-
Jla TI0Jia IO KPOBHM MaTepy Ha PaHHUX CPOKax OEpeMEHHOCTH — XOpOollas albTep-
HaTHBa KOPJIOIIEHTE3a.

Ha ocHOBaHMH M3y4€HHBIX JAHHBIX CTAI0 BO3MOXKHBIM COCTaBHTH JITOPUTM
BeZieHUs] OepEeMEHHBIX KEHIINH C OTATOIIEHHOW HACIIEICTBEHHOCTBIO TI0 3a00IeBa-
HUSIM, CIEIUICHHBIM C TI0JIoM (pHc. 1).

ANropnTm BeAeHUA.6epemeHHbIX=

bepeneHHEIe, EXONAIIME E TPYVINTY PHCKA II0 PO SHIED
meTed ¢ 3ab0MeE AL CHEITEHHEIMHE C IIOJN0M

- -

OmnpepeneHyie mNoia Wieaa no KPpoeH MatepH (/-8 Hemensa HepeMeHHoCTH)

AenaTensHEIE mon HesenaTembHEIH 0T

OnpenensHIE N0JA IWI0TA

10 KpOEH MaTepH
=P P KopooueTes nma onpenencHl

Ha 21-ii HEOene recTamHa
! , HAIDMHA 33008 aHHs

TlonTEEp®OeH He nopTEepxnen

4

Benemie, Kak npH Pemenne eonpoca o JaNLHeIIEM
obEIyHOf DepeMeHHOCTH EeTeHm bepen eHHOC TH

Puc. 1. Anropurm BeZieHUs] GEpEMEHHBIX C PUCKOM POKACHHS
Jietel ¢ 3a00J1eBaHUsIMH, CLETIIIEHHBIMH C IT0JIOM

MeaunrHCKAM TTOKa3aHUEM K OIPEIENIEHHIO TT0Ja TUI0/1a HA PAaHHUX CPOKax
OepeMeHHOCTH SBJSIeTCA HAJTMYre CEMEHHOro aHaMHe3a 10 TeHeTHIeCKUM 3aboire-
BaHUSM, CIETUIEHHBIM C ITOJIOM. B OCTabHBIX CITy9asix WCCIIEOBaHNE MOXKET MPO-
BOJWTHCS TO >KemaHuio poxauteneld. [Ipum 3TOM OTHOIIEHWE K NpeHaTaaIbHOMY
OTIpeICTICHHIO TI0JIa TUTO/Ia B OOIIECTBE OUYEHb HEOTHO3HAYHOE, B HEKOTOPHIX CTpa-
HaX aKTHBHO OOCYJaeTcs 3alpeT Ha ero mposeneHne. CBs3aHO 3TO € TEM, YTO PO-
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JUTENN YacTO MCIOJIB3YIOT TOJyUYeHHbIC JaHHBIE JUIS TIPEPhIBAHUS OEpPEMEHHOCTH
NpY HEeXeNaTebHOM JUIs HUX Toje pebeHka. B cBsi3u ¢ 3TUM OBLIO NPUHSTO pe-
HICHUE MPOBOJUTH OIpEJelieHHE Toa Tuojia 0e3 MeUIIMHCKUX Ha TO MOKa3aHUi
UG ¢ 12-1 Hexenn 6epeMEeHHOCTH.

BriBoabI

AHanu3upyst JaHHbIE HAYYHBIX UCCIIEIOBAHUM, MOYKHO CIENIAaTh BHIBOBI:

— HOBBIE JMArHOCTHYECKHE HAOOpBI AJSl MACHTHU(PUKALUHK Y-XPOMOCOMBI B
kpou Mmatepu «JIHK — monm pebenka» mpomssoactBa OO0 «I eH-TeXHOIOTH»
MOXKHO PEKOMEHIOBATh JUIsI BHEAPEHHUS B MEAMLHMHCKYIO NPAKTUKY aKyIIEPOB-
THHEKOJIOTOB ISl paHHEeH HEeMHBA3WBHOM JMArHOCTHKH I0JIa IJI0AA MO KpoBU Oe-
PEMEHHOH >KEHILMHBI,

— JaHHBI METOJl MO3BOJISIET ONTHMHU3UPOBATH BEICHUE OEPEMEHHBIX JKEH-
IIMH C PUCKOM POXKICHHUS A€TeH ¢ 3a00JIeBaHUSIMH, CLEIUICHHBIMHU C TIOJIOM.
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