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Pe3y.]'IbTaTbI HUTOIr€HETHYIECCKOI0 HCCJICA0OBAHUA B npeHaTa.nbnoi/i AUATHOCTHUKE

B 1aHHOI#i cTaThe NPHUBEICHBI PE3YIbTaThl IMTOTEHETHYECKOTO MCCIIEI0BaHMs B IPEHATANIBHOI quarHocTrke B To-
POZACKOM LIEHTPE PETPOIYKIIMU YesioBeka, I. Anmarsl (2012-2013 rr). buorncuitabie MaTepuaibsl XOpHOHA M IUTALCHTHI,
a TaKkKe JTMMQOIUTOB ITyTTOBUHHON KPOBH IUIOAA ITOIYYCHEI C TOMOIIBIO HHBA3UBHEIX Ipoueayp y 1423 GepeMeHHBIX
JKEHIIMH TPYIIIBI pUcka (110 MatepuHCKOMY (akTopy Bospacta, Y3M mapkepam, CBIBOPOTOYHBIM MapKepaM KpOBH
6epeMeHHbIX KCHIIIWH, HAJINYHUCM peGeHKa CO MHOXXECTBCHHBIMU BPOXXACHHBIMHU ITOPOKaMH pa3sBUTHA, XpOMOCOMHOﬁ
naToJorueil u ap.). XopuoHOOHMOICHUS U MJIaleHTOOHoICH MTpoBeeHbl Y 1328 GepeMeHHBIX KEHIINH, KOPIOLEHTE3 —
95. M3 HUX XpOMOCOMHBIE HapyIIEHHs IIJI0/1a BRISIBICHBI Y 60 OepeMEeHHBIX JKeHIINH, YTO COCTaBmIIO 4,2%.

KuroueBsle ciioBa: MeradasHast KJIeTKa, KAPHOTHIL, BODCHHKH XOPHOHA U IUIAICHTBI, Ty[IOBHHHAS KPOBb, BO3PACT-
HoH akrop, Y3 Mapkepsl, ONOXUMUYECKHE MAapKephl, XPOMOCOMHEIEC HapyIICHHs, TPEeHaTaIbHast ANarHOCTHKA.
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Results of cytogenetic research’s in prenatal diagnosis

This paper presents the results of cytogenetic research on prenatal diagnosis of chromosomal abnormality 01.01.2012
- 31.03.2013. Biopsies chorion and placenta, and fetal cord blood lymphocytes obtained through invasive procedures
in 1423 pregnant women at risk (for maternal age factor, ultrasound markers, serum markers of blood, the presence
of a child with multiple congenital malformations, chromosomal abnormality, etc.). Of these numerical and structural
chromosomal abnormalities were found in 60 (4.2%) of the pregnant women’s fetus.

Keywords: metaphase cell, karyotype, chorionic and placenta villus, umbilical cord blood, age factor, ultrasound
markers, biochemical markers, chromosomal abnormalities, prenatal diagnosis.
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IIpenarajibl IMATHOCTHKA/IAFbI IIHTOTeHETHKAJIBIK 3ePTTEY HOTH KeJIepi

Maxkanaga 01.01.2012 — 31.03.2013 xpuimap apajiblFbIHIQ NpeHaTaIbl JHArHOCTUKAIAFbl XPOMOCOMAJIBIK
Oy3bUIbICTAPFA JKYPIi3UIreH [UTOrCHETHKAIIBIK 3epTTeYIepAiH HaTKeepi kepeerinren. Karepni tonrarsl (aHaHBIH jka-
ChIHA KaThICThI (hakTop, Y3 sxoHe OMOXMMHMSUIBIK MapKepiiep, xKaHys/1a Tya OiTkeH aypybl OananbiH 6ap 00mysl sxoHe T.0.)
1423 xyKTi oifenaepacH OHOTICHSIIBIK XOPHOH JKOHE TUIAIIEHTaHBIH MaTepHaIbl XKoHe KiHIIK KaHHBIH JTUMQOIUTTEP] 3epT-
Teyre anbiHabl. OnapabH imnage 60-1a (4,2%) caHabIK )KOHE KYPHUTBIMIBIK XPOMOCOMAJIBIK OY3bUTBICTAP AHBIKTAIIBL.

Tyiiin ce3nep: MeTadasaiblK KJIeTKa, KAPHOTHII, XOPHOH >KOHE IUIAIEHTA, KiH/IK KaHbI, AaHAHBIH )KACTHIK ()aKTOPHI,
V]13 mapkepiiepi, OMOXUMHUSUIBIK MapKepIiep, XpOMOCOMAIIBIK OY3bUIbICTap, IPEHATAI/bI JMArHOCTHKA.

[To narabM HarmonaneHoro I'enerudeckoro Pe- OCTaBIIIMECS B )KUBBIX B OOJBITUHCTBE CITyYacB sIB-
ructpa Pecrryonmku Kazaxcran 3a 2006 1., e5xerogHo JISTIOTCS. YMCTBEHHO WJIM (PM3UYECKH HEIMOJIHOIIEH-
B pecmyOirke poxnatorcs ot 2500 no 3500 nereit ¢ HBIMU. BOJIbHBIE ¢ HACIEACTBEHHON U BPOXKIEHHON
BPOX/IEHHBIMU W HACJIEZICTBEHHBIMH 3a00JIeBaHMSI- naronoruedl 3aHnMaroT okono 30% OONBHUYHBIX
mu. U3 HUX 10 omHoro roxa ymupaet 20% nereit, a KOCK B JISTCKUX JIueOHBIX yupexkaeHusx. Ha neue-
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HUE M BBIX&)KMBAHME 3TOTO KOHTHHTEHTa OOJBHBIX
TOCY/IapCTBO BBIHY)KJIEHO PacXO/AbIBaTh OTPOMHBIE
cpencta. llpu 3TOM, OONBIIMHCTBO BPOXKICHHBIX
W HaCIeICTBEHHBIX 3a00JICBaHUN HEHW3JICUUMBI U
TPYZIHO Kopperupyemsl [1].

B cBs31 ¢ 3THIM B HacTosIIIEe BpEMS ISl TIPO(H-
JIAKTUKU POXKICHUS JICTEH € pa3InuHbIMU [eHETHYE-
CKUMH HapyUICHUSIMH pa3paboTaHa CKPHHUHIOBAs
MporpaMma Ha OCHOBE INPEHATATbHON JTMArHOCTH-
KH{, KOTOpasi BKJIIOYaeT B ce0sl HCMHBA3UBHBIC U MH-
Ba3MBHbBIE METOJIbl MccienoBaHus. HemHBa3uBHBIE
METO/Ibl HA3HAYalOTCsl BCEM OEPEeMEHHBIM JKEHIIH-
HaM JUJIs ONPEIeNIeHus] TpyIIbl pUcka [2].

HennBa3uBHBIE METOJIBI COCTOAT M3 TPEXKPATHOTO
yABTpa3ByKoBoro uccienoanus (Y3M) u uccnenona-
HUSL CONEpKaHUsl OMOXMMHYECKHX MapKepOB ChIBO-
POTKH KPOBU OEPEMEHHBIX JKSHITMH (OMOXUMUIECKUIt
CKPWHHHT) Ha XPOMOCOMHYO TIATOJIOTHIO TIJIOJA.

ITpu Y3U B cpoku 10-14 Henens OepeMeHHOCTH
MPOBOJAT OLEHKY TOJIIMHBI BOPOTHUKOBOTO IIPO-
crpanctBa (TBII) mmoma, AJIMHBI HOCOBOW KOCTH,
COCTOSIHMSI XOpHOHa; B cpoku 20-24 Hexens — fe-
TaJbHYIO OIICHKY aHATOMHUU ILIO/a JJIsi OOHapyKe-
HUS Y HETO BPOXKJIEHHBIX TOpOKoB paszsurtus (BIIP),
9X0rpauIecKkux MapKepoB XPOMOCOMHBIX Ooie3-
Hedl mioga (DI'MXA), paHHuUX (GOpM 3aJepiKKU
pa3BUTHS, MMATOJOTHN TUIANIEHTHI, aHOMaJIbHOTO KO-
JINYECTBA OKOJOILIOAHBIX BOA U Ap.; B cpoku 30-34
HeJleNIb — BBISBIISIOT IOPOKU PAa3BHUTHUS C TIO3AHUM
MIPOSIBIICHNEM, TTPOBOIAT (DYHKITHOHAIBHYIO OIIEHKY
COCTOSIHMS TUI0Ja. Bee BhIllIe nepeyrciieHHbIe MO-
pokwu pa3Butus sBigorca Y3U mapkepamu [3].

buoxumuueckuit ckpuHuHr B cpoku 10-14 He-
JIeNTb TIPOBOJAT JJIsl ONPENENIEHUs] ypOBHEW copep-
KaHusl Oelka, acCOIMUPOBAHHOIO C OepeMEHHO-
cteio (PAPP-A) 1 XOpnOHHYECKOTO TOHAIOTPOITHHA
yenoseka (B-XI'Y); B cpoku 16-22 Henens — anbda-
¢deronporenna (ADII) u B-XT'Y. Huzkuii ypoBeHb
conepxkanust ADII B coueTaHUM C BBICOKUM YpPOB-
HeM KoHeHTpauuu B-XI'Y B 3TH CpOKU CBHIETENb-
CTBYET O BEPOSITHOCTH XPOMOCOMHOI MaTOJIOTHUH Y
TIo/1a. YBENMYEeHNE COMEpKaHHUsI 000UX MapKepoB
(ADIT n B-XI'Y) ykas3piBaeT Ha PUCK BO3ZHUKHOBE-
HUS OTKPBITOTO TOpOKa HEPBHOW TPYOKH IUIOfA.
Camxenne B-XI'Y npu yBennuennn ADII npentio-
JaraeT pa3BUTHE IUTALEHTAPHON HEJOCTATOYHOCTH.
PAPP-A, B-XT'U, ADII sBasfioTcd OMOXUMUIECKH-
MH Mapkepamu [2-6].

I'pynmel pucka cpean 6epeMeHHBIX JKeHIIUH (op-
MHPYIOTCS 10 CJIEITYIOIINM MTOKa3aHusIM [2, 7-9]:

- ¢ Bo3pacTtHeIM (hakTopom (B/®) — ot 35 ner u
ctapue. M3BecTHO, 4TO C yBEIMUYEHHUEM BO3pacTa ue-

JIOBEKA B raMeTax MPOUCXOMASAT PA3IUUHbIC TCHETHYC-
CKHE€ W3MEHEHUS], KOTOpPbIE MPUBOIAT K HEPACXOXKIIe-
HUIO XpOMOCOM B MEH03¢ M XpPOMOCOMHBIM ab0epariu-
SIM, UTO SIBJISICTCS] IPUUUHON PA3BUTHS TUIOA C XPOMO-
COMHBIMH TIaTOJIOTHsMU (cHHIpoM JlayHa u 1p.);

- ¢ BBIABJICHHBIMU Npu Y3 mopokamu pa3BUTHS
mwiona, To ecte Y3U mapkepamu. Hannuue onHoro
wim OoJiee BUZOB MapKEPOB MOXKET CBHJIETEIBCTBO-
BaTh O XPOMOCOMHOM HApYLICHUU IUI0AA;

- C OTKJIOHCHUSIMU B YPOBHE COZACPKAHUS ChI-
BOPOTOUYHBIX MaPKEPOB KPOBHU, TO €CTh OMOXHMUYE-
CKHX MapKepoB;

- C HaJM4YMeM B aHaAMHE3¢ OCPEMEHHBIX KEHIIUH
poxxaenust pebenka ¢ MBIIP, xpomocomHO# maro-
JIoTUeH u ap.;

- C YCTaHOBJICHHBIM CEMEIHBIM HOCUTEIHCTBOM
XPOMOCOMHBIX aHOMAJIMI WJIM T€HHBIX MyTalui.

Lenpio maHHOM paObOTHI SIBUIOCH IIUTOTCHETHYC-
CKOE UCCIIEIOBaHNE OMOTICHITHOTO MaTepHualia XOpH-
OHA M IJIAIICHTHI, a TAKXKe JIMM(OIMTOB MYITOBHH-
HOW KPOBH O€PEMEHHBIX JKEHIIIUH C YIETOM Pa3JIny-
HBIX KIIMHUYECKUX U JIA0OPATOPHBIX TOKA3aHUH.

MarepuaJjibl M METOABI

MarepuanaMu UCCIIEOBAaHUS SBUJINCH BOPCHH-
KM XOpHOHA U IUIALCHTHI, a TaKKe TUM(QOLUTHI Iy-
MOBUHHON KPOBH IJI0/1a, KOTOPbIE OBLIM MOMTyYEHBI
myTeM Ouoricuu oT 1423 >KeHIMH NPHU Pa3IUIHBIX
cpokax O6epemMeHHOCTH B TeueHne 2012 T. u SHBaph
—wmapt 2013 . TpancabnoMuHanbHas acIUpaLus v
MYHKIHS TyTIOBUHBI OCYIIECTBIISIACH 0] KOHTPO-
neM Y3U amnmapara.

MeradazHble KIETKH BOPCHHOK XOPHOHA M ILIa-
HEHTHI TIOJTyYeHBI IPSIMBIM CITOCOO0OM, a TruMQoIH-
TOB ITyIIOBUHHOW KPOBU — OOILEHPUHITHIMU METO-
JlaMH KyJIbTUBUPOBaHUS KJIETOK KpoBH. OKpacky
npemnaparos rposoamn mo G-merony [10,11].

AHain3 MeTadasHbIX KJIETOK OCYIIECTBIISI-
cs ¢ momolibo Mukpockona Aksioskop-40 (Carl
Zeiss, 'epMaHusl) 1 KOMITBIOTEPHOTO MPOTPAMMHO-
ro obecreuenus BupeoTect—Kapno 3.1 (CaHkT-
[MetepOypr, Poccust) [12].

Pe3yabTarhl 1 X 00Cy:KIeHUe

Pe3ynbraTsl IUTOTEHETHYECKOTO HMCCIICIOBAHUS
C YYETOM KJIIMHUYECKHNX U JIa0OPaTOPHBIX ITOKa3aTe-
Jiel TpU MHBA3WBHOM MpEHATaIbHOU AUArHOCTUKE
npencrabieHsl B Tabmmie 1. M3 oOcnemoBaHHBIX
1423 GepeMeHHBIX >KEHIIMH XPOMOCOMHBIE Hapy-
IICHUS TUIO/Ia BBISIBIICHBI y 60 OepeMEHHBIX KCH-
IIWH, 9TO cocTaBuio 4,2%.
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Taﬁ.lmua 1 — Yacrora XPOMOCOMHBIX HapyHIeHI/Ifl Yy mjioaa 6€peMeHHLIX JKCHIIWH C pa3sjiInYHbIMU KIIMHUYCCKUMHU U Jia-

60paTOpHI)IMI/I IoKasarcJIsiMu

NoNo ITokazanus kK OMOTICHHM TIJIOAHOTO Marepuaa KonmuecTBo OepeMeHHBIX | XPOMOCOMHBIC HAPYIICHHSI
n/m KEHIIUH wioja

n % n %
B/® 260 18,3 6 2,3
B/® u 6/x mapkepsl 206 14,5 7 3,4
B/®, 6/x mapkepsl 1 Y3 mapkepsl 6 0,4 1 16,7
B/® n Y31 mapkepsl 93 6,5 7 7,5
b/x Mapkepbt 359 25,2 6 1,7
b/x n Y31 mapkepsl 56 3,9 5 8,9
Y3U mapkepsl 413 29,0 28 6,8
Xpomocomusle naranoruu 1 MBIIP B anamHuese 21 1,5 - -
O0caenoBanne 9 0.6 - -
Bcero 1423 100 60 -

HpI/IMe‘IaHI/IeZ n — KOJIM4YCCTBO GCPCMCHHBIX JKCHIIUH

LluToreneTnueckoe MCCICIOBAaHHE C YYETOM
(akTopa BO3pacTa, BKIIOYas OWOXMMHYECKHE W
Y3U mapkepsl, ipoBeieHo y 565-u (39,7%) Oepe-
MEHHBIX XeHIIUH. B 3T0i1 rpynme y 21 6epemMenHoi
JKEHIIIUHBI BBISBICHBI XPOMOCOMHBIE HapylIeHUs,
4yTO coctaBmiio 3,7%.

B rpynne pucka 6epeMeHHBIX JKEHIIUH 110 Ono-
XMMHUYECKUM Mapkepam, Bkmodass Y3U mapkepsl,
aHanu3 MeTadasHBIX KIETOK TpoBeaeH y 415 Oepe-
MEHHBIX XeHIIMH. M3 Hux y 11 (2,7%) BbIsSBICHBI
XPOMOCOMHBIE HapyILICHUS IJI0AA.

B rpynme pucka tonsko mo Y3U mapkepam nuro-
TeHEeTUYECKHE MCCIeI0OBaHUS MpoBeeHbl y 413 Oe-
PEMEHHBIX KeHIIHH. 110 3TUM TToKa3aHUAM BBISBIIC-
HO 28 (6,8%) XpOMOCOMHBIX HapyILIEHUH Y IJI0AA.

CpaBHEHHE NOIy4YEHHbIX JaHHBIX 110 XPOMOCOM-
HBIM HapyLICHUSM TUI0[a Y OEpeMEHHBIX KCHIIMH
B TPYNIax pHcKa o (Gakropy Bo3pacra, OMOXUMHU-
yeckuM U Y3UM mapkepaM B OTJAENBHOCTH IOKa-
3a7u OoJiee BBICOKYIO YacTOTY BBISIBISIEMOCTH XpO-

MOCOMHBIX Hapymenui mo Y3U mapkepam. Oto
B 3 pasa Oomblre, ueM 1o ¢akTopy Bo3pacTta U B 4
pasza Oosbliie, 4eM M0 OMOXUMHUYECKHM MapKepaMm.
OpHako 3HAYUTENBHBINA yaenbHbIH Bec (16,7%) BbI-
SIBJIIEMOCTH XPOMOCOMHBIX HapyIICHHUH IJI0/1a Ha-
OmromaeTcss TMpH KOMILIEKCHOM HCCIIEIOBAaHHUH, C
yuaeToM (akropa Bo3pacta, Omoxumudecknx u Y3U
Mapkepos, uto B 7,3, 9,8 u 2,5 pa3za Gobiie, cooT-
BETCTBEHHO, Y€M Ha OCHOBE OT/EIHHBIX ITHX MOKa-
3aHUM.

VYV 21 (1,5%) GepeMeHHOW >KEHIIIMHBI, UMEBIIIEH
B aHaMHe3€ JEeTeH ¢ XPOMOCOMHBIMH MMATOJIOTHSMHU
u MBIIP, u 9 (0,6%) OepeMeHHBIX >KEHIIWH, Ha-
MIPABJICHHBIX HA IUTOTCHETUYIECKOE HCCIICIOBAHUE
B CBSI3U C HAJMYUEM TSDKEIBIX 3a00JICBaHUU Y POJI-
CTBEHHHKOB, XPOMOCOMHBIE HAPYIICHHUS Y TUIOa HE
BBISIBJICHBI.

PesynbraTel aHanM3a YHCIEHHBIX U CTPYKTYp-
HBIX HapPYIICHUH XPOMOCOM ILJI0/Ia ITPE/ICTABJICHBI B
Tadmue 2.

Tabamuua 2 — Yacrora U CIEKTP XpOMOCOMHBIX HapyLIEHUH y TUI0/1a

XPpOMOCOMHBIE HAPYILIEHUS Kapuorun mona n YactoTa, %
YHCIICHHBIC
Tpucomus o 3-it xpomocome 47 XX, +3 1 1,7
Tpucomus o 13 xpomocome 47,XX+13,47,XY+13 |3 5
Tpucomus mo 18 xpomocome 47 XX,+18;47,XY+18 |9 15
Tpucomus o 21 xpomocome 47 XX, +21;47,XY+21 |28 46,5
Tpucomus o 21 xpomocoMe U JOMOTHUTENbHAs X-XpoMocoMa 48,XXY,+21 1 1,7
Mounocomust o X-xpomocome 45,X 3 5
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[IpomomkeHue TaOIHIIBI

[Tomucomust mo X-XpoMocoMe Yy III0Ja € YKEHCKUM KapHOTHIIOM 47,XXX 4 6,6
JomnonauTtensHas X-XpoMocoMa y IUIofia ¢ My>KCKUM KapuoturioM |47, XXY 5 8,3
Tpurnnouaus 69, XXX 1 1,7
CTPYKTYpPHBIE

Monocomus 1o X-XpoMocoMe U podepTcoHOBCKast TpaHciokanus | 44,X,t(14/22) 1 1,7
MeXAy Xxpomocomamu 14 u 22

Hammume nonmomHUTENsHOM MapKEPHOH XPOMOCOMBI 47, XX, +mar 1 1,7
Tpucomust mo xpomocome 21 u gonoigHUTENbHAS MapkepHas xpo- |48,XY,+21,+mar 1 1,7
MocoMa

Jynnukanus JUIMHHOTO TTeda XpOMOCOMBI 13 46,XY,dup(13)(q) 1 1,7
Konbuesas 15 xpomocoma 46,XX,1(15) 1 1,7
Bcero 60 100

AHanu3 MOJNy4eHHBIX JaHHBIX MOKAa3al, 4TO U3
60 BBISIBJICHHBIX XPOMOCOMHBIX HAPYIICHUN 55 CI1y-
4YaeB COCTaBJIsIeT 4ncieHHble HapymeHus (91,7%),
a ocranpHble 5 (8,3%) OTHOCATCS K pa3iHYHBIM
CTPYKTYpHBIM alepparmsiM. B 13-u ciaygasx oGHa-
PYXXCHBI HapyIIeHHUs] B CHCTEME MOJOBBIX XPOMO-
coM, B 42-X — B CHCTEME ayTOCOM, YTO COCTaBIISIET
21,6 u 70%, cOOTBETCTBEHHO. M3 YMCIICHHBIX Ha-
pYIIEHUH XPOMOCOM BBICOKHH yJIeTIbHBIN BEC 3aHU-
MaeT Tpucomus 1o 21 XxpomMocome, 9YTO COCTABISACT
50,9%.

[TomyuenHble pe3yibTaThl CBUIACTENBCTBYET O
TOM, YTO MACCOBBIA JOPOIOBON CKPUHUHT SIBISIETCS
3 PEeKTUBHBIM CITOCOOOM BEISBICHHUS XPOMOCOM-
HBIX HapymeHuil mwioga. Ilpu »ToMm, cpeau uzonu-
POBaHHBIX MMOKa3aHUI HamboIIee BHICOKUI ypOBEHb
OoOHapyXeHHUsI ATHX HapyUIeHUH oTMeyaeTcsi Ha

ocHoBe Y3U mapkepos. B Toxe Bpems, MOATBEPXK-
JCHUC XpOMOCOMHOﬁ IMaToJIOTKU Yy IUI0Aa BBIIIC B
2,5 pa3a Ha OCHOBE KOMIUICKCHBIX KJIMHUYECKHUX U
Ta00paTOpHBIX TIOKa3arelell OTHOcHTenbrHO Y3U
MapKepOB.

AHanmu3 CHEKTpa XPOMOCOMHBIX HapyLIeHUH
IJI0/1a BBISABWJ 3HaYUTeNbHOE, B 11 pasa, mpeBbI-
LICHUE YUCICHHBIX HAPYIICHUH XPOMOCOM OTHOCH-
TEJIBHO CTPYKTYpHbIX. Hapymenus B cucteme ayTo-
coM HaOmoanuck B 3,2 pasa yaille, 4eM HapyLIeHus
B CHCTEME MOJIOBBIX XPOMOCOM.

Takum 00pa3oM, IIUTOTCHETUYCCKUE METOIbI HC-
CJICZIOBAHUS TIO3BOJISIOT MOATBEPANUTH MM MCKIIIO-
YUTh HAJIMYHAE XPOMOCOMHOMW MATOJOTHHU Y IIONA
U SIBIISIIOTCS HEOOXOAMMBIM JTHArHOCTUYECKUM 3Be-
HOM B JJOPOZIOBOI JHArHOCTHKE OEPEMEHHBIX JKCH-
LMH IPYIIIBL PUCKA.
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