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AKTO0€ 00JbICHIHIAFBI JKYKTI diieszepaeri ypbIKTHIH XPOMOCOMAJTBIK
ayBITKYJIAPBIHBIH MPEHATAJIBABI JUATHOCTUKACHI

I'M. Xapmaxanosa', A.H. bexauszora !, A.P. lapudommmn’, A.H. Eacen’,

JLM. Cripneibaesa’, B.1. Konorert!, ['M. Aiitkanuesa®, H.A. Mycpenosa?,
C.M. EcenamanoBa?

'Mapar OcnianoB ateiHnars! bateic Kazakcran mequnuHa yHuBepcHuTeTi, AKTo0e,
Kazakcran

2O0IBICTHIK TIEPUHATAIBIK OPTAIBIKTHIH YPBIKTEI KOPFAy OpTaIIBIFBI, AKTOO0E,
Kazakcran

3eprTeyain MakcaThl. AKTOOE OOIBICHIHIA )KYKTI dfeIiep/ie YPBIKTHIH XPOMOCOMAJIBIK
[ATOJIOTHSCHIH aHBIKTAy/aFbl MHBA3UBTI IPEHATAIABIK IHArHOCTHKAJIBIK 9iCTEPAIH
TUIMILUTITIH Oaranay.

3eprTey dmicrepi. AxToOe KanachlHBIH OOJBICTHIK IMMEPUHATANIBIK OPTaJIBIFBIHBIH
2021-2023 >xpuUTgapra apHalFaH PETPOCHEKTUBTI JCPEKTEpIHE Tajmay IKacajlbl:
43584 xyKri offen iy OipiHII TPUMECTPiHACT] IPEHATAIBIK CKPUHHHT HOTIIKEIICpiHe
Tajnay Kyprizini, Oy )KYKTUTIKTIH 12 anTacklHa JeiiH )KYKTUTIKKE TIpKeITeHACPIIH
82,5%-bIH Kypampl. XpOMOCOMANBIK Oy3bUIBICTAphl Oap OamamapiaslH —KeKe
ToyekeniH ecentey ymiH Life Cycle komnbrorepiik Oarmapiamachl maigaaaHbUIIbL.
Hotmxecinne 3343 (7,7%) »xykti oifengen Toyeken TOOBI KaJbINTAcThl; ¥ PBIKTa
XPOMOCOMAJIBIK aHOMAJIHSIAP/IbIH OOJTybIHA HETI3ICIICH JKOFapbl TOyeKedl TOObIHA
JKaTaTblH OHeniepaeri >KYKTUTIKTIH aFbIMbl MCH HOTWDKENEPIHE Tajjiay >Kacalljibl.
JKykri offennepain kenmiciMiMeH Kayir ToObHAars! 845 (25,3%) nanneHTke HHBA3UBTI
HpeHATAbIK JAHACHOCTHKA OJKYPIi3iifi; Keneci HHBAa3WsUIBIK MaHMITYJSLUsIap
KOJIAaHBUIIBL: XOpHOH Owmoricusicel — 41 (4,8%), miauenrouenres — 198 (23,4%),
amuuonenres — 323 (38,2%), kopnouenres — 283 (33,5%).

3epTTey HITHIKeJIePi: IUTOTCHETHKAIIBIK KOHE MOJICKYJIalIbIK-TeHETHKAJIBIK d/1icTep/Ii
KOJIZIaHa OTBIPBIIN, YPBIKTHIH XPOMOCOMAIBIK aybITKymapbl 82 (10,2%) »xarmaiina
pactanusl: Jlayn cuaapomel — 60 (69,7%), DOmBapac cumapomer — 15 (17,4%),
Taray cungpomsr — 3 (3,5%), Tepuep. cunppomsr — 4 (4,6%), 4 (4,6%) — Gacka
XPOMOCOMAJIBIK AybITKYJIap. MHBa3UsIIBIK MPEHATANIbIbI TECTLICYACH 0ac TapTKaH
2498 xorapsl Toyeken ToObIHa JkaTaThH oienaepain 39 (1,6%) )KYKTUTIKTIH KOTaliChI3
HOTWKEJIEPiH 0acTaH OTKEeP/i.

KopoiTbinabi: TIocTHATAIBABl AMATHOCTUKATIAHFAH XPOMOCOMAIIBIK OY3bUIBICTAPIbI
PETPOCIICKTUBTI Taljay eKiHIII TPUMECTPAIH (IXOrpadHsIbIK *KOHE OHMOXMMUSIIBIK)
MapKepJEpiH yaKThUIbI KOChIMIIA Oarajay Ka)KeTTUIITiH aHBIKTaabl. [IpeHaranbisl
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JIUArHOCTHKAJIBIK TEXHOJIOTHSIHBI CaKTay OTOAChlHA J>KYKTUTIKTI Y3apTy Typasibl
HICNIM KaObuigay KYKBIFBIH O€pe OTBIPBIN, XPOMOCOMABIK aybITKYIap/ibl YaKThLIbI
aHBIKTayFa bIKIA eTEI.

Hezizel co30ep: OUOXUMUSTILIK CKPUHUHZ, NPEeHAmanbobl OUASHOCMUKA, UHBA3UGMI
npenamanbobl OUASHOCMUKA, XPOMOCOMANBIK, AYbIMKYIAD

Prenatal Diagnosis of Chromosomal Abnormalities in Fetuses of Pregnant
Women in the Aktobe Region

G. Zharmakhanova', A. Bekniyazova', A. Garifollin', A. Yensep', L. Syrlybayeva', V.
Kononets!, G. Aitkaliyeva?, N. Musrepova?, S. Yesenamanova?

"Marat Ospanov West Kazakhstan Medical University, Aktobe, Kazakhstan
2Center for Fetal Protection of the Aktobe Regional Perinatal Center, Aktobe,
Kazakhstan

Purpose: to assess the effectiveness of invasive prenatal diagnostic methods in
detecting chromosomal abnormalities in fetuses of pregnant women in the Aktobe
region.

Methods: A retrospective analysis was conducted using data from the Aktobe
Regional Perinatal Center in 2023, which included prenatal screening results from the
first trimester of 43,584 pregnant women. This represented 82.5% of those registered
for prenatal care before 12 weeks of gestation. The Life Cycle computer program
was used to calculate the individual risk of chromosomal abnormalities, identifying
a high-risk group of 3,343 women (7.7%). Their pregnancy courses and outcomes
were subsequently analyzed. After obtaining informed consent, invasive prenatal
diagnostic procedures were performed on 845 women (25.3%) in this group, including
chorionic villus sampling (4.8%), placentocentesis (23.4%), amniocentesis (38.2%),
and cordocentesis (33.5%).

Results: Cytogenetic and molecular genetic studies confirmed fetal chromosomal
abnormalities in 82 cases (10.2%) among those who underwent invasive procedures.
The following syndromes were identified: Down syndrome (69.7%), Edwards
syndrome (17.4%), Patau syndrome (3.5%), Turner syndrome (4.6%), and structural
rearrangements (4.6%). Among the 2,498 women at high risk who declined invasive
diagnostics, adverse pregnancy outcomes were observed in 39 cases (1.6%).
Conclusion: The retrospective analysis underscores the importance of timely
assessment of second-trimester markers, including echographic and biochemical
indicators, for early detection of chromosomal abnormalities. Adherence to prenatal
diagnostic protocols facilitates timely identification of chromosomal abnormalities,
allowing families to make informed decisions about pregnancy continuation.
Keywords: biochemical screening, prenatal diagnosis, invasive prenatal diagnosis,
chromosomal abnormalities

IIpenarajabHasi IMATHOCTHKA XPOMOCOMHBIX aHOMAJIHIi 1oAY OepeMeHHbIX
AKTIOOMHCKOIi 001acTH

["M. XKapmaxanosa', A.H. bexuusizosa', A.P. 'apucomuun’, A.H. Encern’, JI.M.
Ceipibibaesa', B.1. Kononer', I'M. Aiitkanuesa?, H.A. Mycpemnosa?, C.M.
EcenamanoBa?

'3amanno-Kazaxcranckuii MeanuHCKuil yHuBepcuTeT nMeHn Mapara OcnaHoBa,
AxkTtobe, Kazaxcran

Ilentp oxpans iogaa Obmactaoro Ilepunaransroro Ilentpa r. Akrobe, AxToOe,
Kazaxcran

Hens wuccaegoBanusa. Onenka d>(GQEKTHBHOCTH HMHBA3WBHON IpeHATAIbHOMN
JIMarHOCTHKY B BBISIBIICHHH XPOMOCOMHBIX HapyIIEHHH 11J10/1a y OepeMEeHHBIX JKEHIIINH
AKXTIOOMHCKOH 00s1acTh.

Mertoas! uccaenoBanmusi. [Ipoanani3upoBaHbl peTPOCICKTUBHEIE JaHHBIE 00JIaCTHOTO
HepHHaTaILHOrO IeHTpa I. Aktobe 3a 2021-2023 rT., pe3yasTaTsl NpeHaTaabHOTo
CKpUHHUHTA NepBoro TpumecTpa 43584 GepeMeHHbIX, 9T0 cocTaBmio §82,5% ot uncna
BCTaBIINX Ha y4eT 1o OepeMeHHOCTH 10 12 Henmenb GepemeHHOCTH. Vcmonb3oBaHa
kommbioTepHass mporpamma «Life Cycle» mias pacuera WHIMBHAYaTEHOTO PHCKa
POSKICHMS JIeTeH C XpOMOCOMHBIMH HapyIIeHusIMH. B pesynbrare 6pu1a chopmupoBana
rpymmna pucka u3 3343 (7,7%) GepemeHHbIX keHIIWH. [IpoBeneH aHamm3 TedeHHS
U HCXOJOB OEpeMEHHOCTEH y MKEHIIMH TpPYNIIEI BBICOKOTO pHCKa IO HAIHYUIO
XPOMOCOMHBIX aHoManuii y mmroga. C cormmacust OepeMeHHBIX Oblla HpOoBeIeHa
WHBA3UBHAS NIpeHATalbHAs JUarHoctuka y 845 (25,3%) manmeHTok Tpynmbl pHCKa;
ObUTH NPUMEHEHB! CJIeYIOINe WHBA3UBHBIE MAHHITYIISIIIAN: OHOICHs XoproHa 41
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HpCHﬂm(l/le(l}l AudzHocmuKa XPOMOCOMHbLX aHoManuu naoga y 6CPCM{:‘HHle AKmI()6uHCKOEl 06/mcmu

(4,8%), mnanenronentes3 198 (23,4%), amanonenres 323 (38,2%), xopaorentes 283
(33,5%).

PesyabTarsl HecseoBanus. [[UTOreHETHYECKUMH M MOJIEKYIISIPHO-TEHETHYECKMHU
uccnenoanusmMu B 82 (10,2%) ciydasix ObLIM MOATBEPXKICHBI XPOMOCOMHBIC
HapyIueHus mioaa: cuapom Jlayna — 60 (69,7%), cunapom Dasapaca — 15 (17,4%),
cunapom Ilaray — 3 (3,5%), cungpom Tepuepa — 4 (4,6%), 4 (4,6%) apyrue
XpomocoMHbIe anoManuu — 4 (4,6%) . Y 39 (1,6%) u3 2498 >KeHIIIH IpyTITH BEICOKOTO
pHCKa, OTKA3aBIIMXCS OT MHBAa3WBHOW MpPEHATAIFHON IMArHOCTHUKH, HAOIIOIANChH
HEeOIaronpuATHBIE HCXOIBI OEPEMEHHOCTH.

BbiBoabl.  BerpocnekTuBHBI  aHaIM3  MOCTHATaJbHO  JIMATHOCTHPOBAHHBIX
XPOMOCOMHBIX HapyIIEHUH BBIIBIII HEOOXOMMOCTH CBOEBPEMEHHOM TOMOITHUTEIBHOM
oreHKH MapkepoB 1l TpumecTpa (9xorpaduuecknx u Gnoxummdecknx). CoOmoneHne
TEXHOJIOTUH PEHATAIEHON TNarHOCTHKH CTIOCOOCTBYET CBOEBPEMEHHOMY BBISIBIICHHIO
XPOMOCOMHBIX aHOMAJIHH, MPEJOCTABIAS PU 3TOM CEMbE MPaBO pemarh BOIPOC O
MIPOJIOHTUPOBAHNHU OEPEMEHHOCTH.

Knrwouesvie cnosa: Ouoxumuueckuil CKpuHuHe, NPeHAMAnIbHAA OUACHOCMUKA,

UHBA3UBHAA npeHamdalbHasl auaenocmuka, XPOMOCOMHblE AHOMATIUU

BBenenue

B coorBerctBun ¢ locynapcTBeHHOM mporpammon
pasButus 3apaBooxpanenus «Camamartel Kazakctan»
ONHUM W3 TPHUOPHUTETHBIX HAMPABICHUH pa3BUTHUS
37PaBOOXPAHEHMS SABIACTCS TNPOQMIAKTHKA W PAHHSSA
JIOpPOJIOBasi AMAarHOCTHKA HACIIEACTBEHHBIX 3a00JeBaHHUN
JUISl CHYDKEHHS JIETCKON 3a00J1€BaeMOCTH, CMEPTHOCTH U
WHBAJIUAHOCTH OT FTeHeTHUYeCKUX HapymeHui. [To qanueM
«HarmonanpHOTO reHerndeckoro Permcrpa PecrnyOnuku
Kazaxcran», exerogno B Pecmy6mmke Kazaxcram (PK)
poxnaercst 3500-4500 neteit ¢ BpOXKIEHHBIMU IOPOKAMHU
pasButus (BIIP), u3 HMX ¢ XpOMOCOMHOW marojorueu
— 350, muoxectBeHHbiMH BIIP — 270, nedexramu
HeBpasbHOM TpyOku — 130. Exeromno B mporpamme
TEHETUYECKOr0 CKPUHMHTa OCEpeMEeHHBIX Ha CTaJuu
BHYTPHUYTPOOHOTO pa3BUTHSA Iutofa BeLaBisieTcs 140-150
¢ xpomocomHoi maronoruedi [1]. OT cBOEBpeMEeHHOM
IIpeHaTaIbHOM JIMarHOCTHKH, IPOQHUIAKTUKI
pOXIEHUsl JeTel C JeTaJbHBIMM IMOPOKAMHU Pa3BUTHS
U XPOMOCOMHBIMH OOJIE3HSMH 3aBUCAT IOKa3aTelln
TeprUHATAILHON U MJIaICHY€CKOM CMEPTHOCTH.

XpOMOCOMHBIE ~ aHOMAJWM  IJIOfA  SIBISIFOTCS
OCHOBHBIMHU TIPUYNHAMHI CaMOTIPON3BOIBHOTO
TIpepbIBaHs OEPEMEHHOCTH, MEPTBOPOXKICHHUH, TETCKON
3a00JIeBAEMOCTH M WHBAJIMJHOCTH, MJIaJICHYECKOU
cmeptHOCTH [2, 3]. UccnenoBanusimu yueHbx u3 Kurast
MI0Ka3aHO, YTO YacTOTa aHEYIJIOMIUM 3MOPHOHA MOMKET
OBITh 3KBUBAJICHTHON TIPH ITPUBBITHOM H CHOPAANIECKOM
HEeBBIHAIIMBaHUH OepeMeHHOCTH [4, 5]. XpoMOcOoMHEIE
AQHOMAJIMU TIOAPA3JENIIOT Ha BE OCHOBHBIC TPYIIIBI:
YHCJICHHbIE M CTPYKTYpPHbIE HApYILIEHUS XPOMOCOM.
Hawuboree yacThIM YHCIICHHBIM BAPHAHTOM XPOMOCOMHBIX
agomanuii  sBusercs Tpucomusa (45,0%), 3a Hei
crexyoT MoHocomus X (9,6%) u tpurmongus (8,6%).
Crpykrypuele aHomanuu (3,4%) COCTaBISIOT UL
HEOOJIBIIYIO YaCTh XPOMOCOMHEIX aHOMaJHi TToa [6-8].

B cBsi3u ¢ TeM, 4TO pokieHHe peOeHKa ¢ XpPOMOCOM-
HBIMU aHOMAJIMSAMU CO3/IaeT HapsAAy € ICUXO0IMOLINOHATb-
HBIMH TIPOOJIEMaMHU COLMAILHO-3KOHOMHUYECKHE TOTepU
B CEMbE M OOIIECTBE, CYNIECTBEHHA 3HAYMMOCTD IIPEHa-
TAJIbHON TNarHOCTHKH XpPOMOCOMHBIX HapyIISHHH TI0/a
[9, 10].

Jnst npodmIlakTHKA POXKAEHHS JIETeH C XPOMOCOM-

HBIMH HapyIIEHUsIMM pa3paboTaHa CKPHHHUHTOBasl IMpo-
rpaMMa Ha OCHOBE IIpeHaTaJIbHOU IMarHOCTUKU. MeToibl
MIPEHaTaJIbHON JANarHOCTHKM JENSTCS Ha CKPUHWHTOBBIC
W auarHocTudeckue. Bropas kimaccnpukanust METoI0B
MpeHaTaJIbHOM ANarHOCTHKH B 3aBUCUMOCTH OT IIPUMEHSI-
€MBIX METO/IOB:

Henpsimble MeTOABI IPEHATAIBHON AUATHOCTUKY, IPU
KOTOPBIX OOCIemyloT OepeMEHHYIO JKEHIIMHY, a HE caM
pasBuBaroluiics mwioa. K HenpsMbIM METO1aM OTHOCSITCS
aKyIIepPCKO-THHEKOJIOTHUECKUE, MEIUKO-TeHETHUSCKHE,
cepoJIoTnYecKue, 0aKTepruoIorniecKue, OMOXUMHUIECKHE
CKPUHUPYIOIINE TECTHI.

IIpsimple METOABI NPEHATAIBHOM JUArHOCTUKHU, MpU
KOTOPBIX 0OBEKTOM HCCIleoBaHus siBisieTcs iof. K mpsi-
MBIM METO/IaM OTHOCSITCSL:

HewnnBa3uBHbIE METO/BI, TIPH KOTOPBIX MIPOU3BOIT 3a-
00p KpOBM MaTepu, HO BBIJICIISIOT KJICTKH Tu1o/1a. HenHBa-
3UBHAs NPEHaTalbHas JUArHOCTHKA BKJIIOUaeT TpeXKpar-
HOe ylbTpa3ByKkoBoe uccienopanue (Y3U1), onpenenenue
YPOBHSI MaTEepUHCKHIX CBIBOPOTOYHBIX MapkepoB (MCM)
W TIOCHEIYIOMNI KOMIBIOTEPHBIM aHANIN3 ITOMY9IEeHHBIX
nmanabX B | n Il Tpumectpax GepemenHocTr. HenHBasus-
HBIE METOIbI HA3HAYAIOTCS BCeM OepeMEHHBIM JKESHIIIMHAM
JUIS ONPEAENICHUs TPYIIbI PUCKA IO XPOMOCOMHBIM aHO-
MaJIusM.

VIHBa3uBHBIE METO/bI, OCHOBAaHHBIC HAa ONEPATHBHOM
BMeIIaTeIhCTBE (OMOTICHS XOpHNOHA, TUTAIICHTOIICHTE3, aM-
HHUOIICHTE3, KOPJOIEHTE3, OMOTICHS TKaHEeH I10/1a).

WnuBa3uBHast mnpeHaranbHas auarHoctuka (MITM)
— METOJbl JAUArHOCTHKM XPOMOCOMHOH M MOHOTEHHOI
MaTOJIOTHH Yy TJIOAA, KOTOPBIE OCYIIECTBISIOTCA IyTeM
BHYTPUMATOYHOTO IIPOKOJIA ¢ 3200pOM MaTepuaa Mioao-
BOTO TIPOMCXOXKICHUS JUIS TOCIEIYIONIETO IUTOTCHETH-
YEeCKOTO0, MOJIEKYJISIPHO-IIUTOTCHETHIECKOTO HIIH MOJIEKY-
JSIPHO-TEHETHYECKOro aHanu3a. [IpuHnmas Bo BHUMaHHe
OTIpEJICJICHHBIN YPOBEHb OCJIOXKHEHUI!, NHBA3UBHbIE Ma-
HUIIYJIAOAW C LEJIBI0 KapUOTUIIMPOBAHUA ITOJTYUYECHHOI'O
Marepuaga MpPOBOIAT IPH HAIUYUM AOCONIOTHBIX I10-
Ka3aHUH TyTeM (QOPMHPOBAHHUS Cpeau OepeMEeHHBIX
JKSHIIWH TPYTI BBHICOKOTO PHCKA MO XPOMOCOMHBIM Ma-
ToorusiM Turona. IlokasaHusiMu (OCHOBAaHBI Ha MEXKIY-
HapoJHbIX cTaHAapTax BO3) k mpoBeeHNI0 MHBA3UBHOM
MPEHATaJbHON JHArHOCTHKU SBISIOTCA: OOHapy)KeHHE
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yABTPA3BYKOBBIX MapKepOB XPOMOCOMHOHM IaTOJIOTHUH,
BBISIBJICHHE AHATOMHUYECKUX aHOMAJHH pa3BUTHA IUIOfA
IIPU MIPOBEJCHUM YIbTPA3BYKOBOTO CKPUHHHIA; BBISBIC-
HHUE BBICOKOTO WHAWBUIYaIbHOTO TCHETHYECKOTO PHCKa
xpoMocoMHOU maronoruu mwioga (1:150 u Beme) mo pe-
3yJbTaTtaM IIPOBE/ICHHS KOMOWHHPOBAHHOIO TecTa 1-ro
TPUMECTPA; BO3pACT JKEHIUHBI cTapiie 37 JeT; Halnu4due
B aHaMHe3e Clly4yaeB NpepbIBaHus OEPEeMEHHOCTH IO Te-
HETUYECKUM TOKa3aHUSAM, POXKICHUS pPeOeHKa ¢ XpOMO-
COMHOM IMaTOJIOTHEH; HAaJIMIUe CEMEHHOr0 HOCHUTEIHLCTBA
XPOMOCOMHOI AaTOJIOTHH; HAJIMYKE B aHAMHE3€ HE MEHee
2-X CaMOIIPOM3BOJIGHBIX BBIKUABIIICH HAa paHHUX CPOKax
6epemennoctu [11, 12].

B Pecny6nuke Kazaxctan koHIeNmus MpeHATaIbHON
JMarHOCTUKM HACJIE[ICTBEHHOH IaTOJIOTMM BHEIPEHA C
2010 roma. HoBrrit opMmar mpeHaTaabHON TUATHOCTHKH
XPOMOCOMHOH! 1TaTOJIOTHHU ¥ IOPOKOB PA3BUTHSI OPUECHTH-
pOBaH Ha COBPEMEHHYIO U 3()()EKTHBHYIO METOIOJIOTHIO
OMOXMMHUYECKOTO CKPUHHHIA HAa MaTepHHCKUE CHIBOPO-
TOYHbIE MapKephl U HKCIEPTHYIO YIBTPa3BYKOBYIO aWa-
THOCTHUKY.

Hean uccaenoBanmsi. OueHka 3pQEKTUBHOCTH WH-
Ba3MBHBIX METOJIOB MPEHATAIbHONW TUArHOCTUKHU B BBISIB-
JICHUHM XPOMOCOMHBIX NAaTOJOTHH IUIOAa y OepeMEeHHBIX
KEHIIUH AKTIOOMHCKOI oOnacTu.

MarepuaJjbl M1 MeTOAbI

[IpoBeneHo omnmcaresbHOE TONEPEYHOE PETPOCIIEK-
THUBHOE HCCJIEJ0BaHUE, B XOAE KOTOPOro OBbLIM IpoaHa-
JIM3UPOBAHbI JaHHbBIC MEAMIIMHCKOM JOKYMEHTAINH, 0a3bl
JMAHHBIX MEIMKO-TeHeTHUeCKOH cayxk0bp1 OOmacTHOTO
TIEPUHATATIBHOTO IEHTPA, PE3yNbTaTOB MPEHATAIBHOTO
CKPUHMHIA JKCeHIIMH AKTIOOMHCKOM 00JIacTH 3a MepHon
2021-2023 rr. B Llentpe oxpaHbl MI0Aa MEAUKO-IEHE-
THUECKOH cirykObl Tipu AkTroOuHckoM ObGnactaoMm Ile-
punaraigbioM neHtpe (OITLL) onenensl nmokazaresnu d¢-
(hEeKTUBHOCTH NMPEHATATIbHON TUATHOCTUKHU B BBISIBICHUU
XPOMOCOMHBIX aHOMAJIHH TI0/1a y OEpEeMEHHBIX >KCHIIH
3a TpH roja.

[IpoBenen nmoapoOHBIA aHAIN3 MPEHATAIBHBIX (aK-
TOPOB pHCKa pa3BUTHSI XPOMOCOMHOHM IaTOJOTUU CO-
[JIACHO OOLICTIPUHSITHIM TIOIXOAaM K IPOBEJCHHUIO TIpe-
HatanbHOW nuarHoctukd [13-15]. 3a maHHBIA TIepuon B
oOmacTu OBLTO B35ATO HA y4eT Mo OepeMeHHocTH 10 12
Henenb 52816 sxenmuH. [IpeHaTanbHBIN KOMOMHHPOBAH-
HBI CKPUHUHT IIepBOTO TpuMmectpa (B cpoke 10 Hexenb,
0 nueii — 13 "enenb, 6 THEH) 3a aHATU3UPYEMBIN TTEPUOJ
npoBeneH 43584 GepeMeHHBIM JKeHITUHAM. BceM maru-
€HTKaM ObUIO BBINOJIHEHO YIIBTPAa3ByKOBOE UCCIIEOBAHNE
(Y3W) mona, onpesienieHue B KPOBH KOHIIEHTPAITIH MaTe-
PHHCKHX CBIBOPOTOUHBIX MapkepoB (MCM): cBoOomHOM
B-cyObeMHMIBI XOPUOHHUYECKOTO T'OHAJIOTPONUHA Ye-
noseka (B-XITY), acconmupoBaHHOTO C OCPEMCHHOCTBIO
Oenka mia3mbl A (pregnancy associated plasma protein
PAPP-A). 3a60op, MapKuUpOBKY U JOCTaBKY 00pasma Kpo-
BM OEpEMEHHBIX JKCHIINH B MEAWIIMHCKNE OPTAaHU3ALNH,
ocymectBisitomux aHam3 MCM n pacder KOMOMHHPO-
BAaHHOTO PHCKa, OCYLICCTBIUIM [0 aJTOPUTMY 3a0opa,
MapKUpOBKH, JOCTaBKM oOpasla KpoBH OepeMeHHOU

JKEHIIMHBI COMIACHO NpuiiokeHuto 3 k “Crangapry op-
raHU3alnKl OKa3aHUsl aKylIepCKO-THHEKOJIOTHYECKOH Mo-
Mo B Pecnybnuke Kazaxcran» [11]. buoxumudeckuit
aHAJIN3 CEIBOPOTOYHBIX MapKEpOB MPOBOAMICS B Jabopa-
topusix OINL] n Kimianko-auarHo cTidecKoit 1aboparopun
OJIMMII ¢ ucnonb30BaHHEM COBPEMEHHBIX BBICOKOTOY-
HbIX iardopm Cobas ES8000 xomnanuu Roche. Henb3st
HC OTMETUTL, YTO JaHHAasA KOMIIaHUA IIpollja arTrecTra-
muto Fetal Medicine Foundation (FMF, MexxyHapoaHbIii
(hoHI MEOUIMHBI TUIONA, BEeTMKOOpUTAaHMSA) U aKKpeIu-
TOBaHA IS MPOBEICHUS TECTOB IMPEHATAIBFHOTO CKPH-
HuHra. [lo pesynapraraM MmpeHaTaabHOr0 KOMOWHHPOBAH-
HOTO CKPUHMHTA ITPOBOJIMIICS PAcYET MHAMBHUJIYaJIbHOTO
TEHETUYECKOTO PUCKA XPOMOCOMHOW aHOMAJIMH IUIOJA,
OCHOBAHHBIM Ha M3MEPEHHH YIBTPAa3ByKOBBIX MapKEepPOB
XPOMOCOMHOH TaToI0Tuu U onpeaeieHnss MCM mepBoro
TpPUMECTpa, TIPU STOM OBbIIa HCIOJE30BaHa CEPTH(UIIN-
poBaHHas komribtoTepHas nporpamma «Life Cycley. Tlo-
POTOBOI TpaHHIIEi pUCKa Ui XPOMOCOMHBIX aHOMAJIUH
mioaa cuutanack 1:150 u Beitie. Ha ocHOBaHUM pe3ynbTa-
ToB MCM ObL1a chopMHpPOBaHa TPyIIA BEICOKOTO PHUCKA
M0 XPOMOCOMHBIM aHOManusAM. BceM cocTosBImmuMcs Ha
ydere 1mo OepeMEHHOCTH JKCHIMUHAM B yCTAHOBJICHHEIC
CpOKHM OBUIO BBINOJHEHO YIIBTPa3ByKOBOE MCCIIEI0BA-
HHUC TUTIOJIAa BPayaMH, MPOINCAIIMMHU MOBBIIICHUC KBaJU-
(uKanuy 1Mo MpoBEJCHUIO YJIbTPa3BYKOBOTO CKPUHMHTA
OepeMeHHBIX. Bce Bpaum yiabTpa3ByKOBOH JMAarHOCTHKH
OIILl axkpeauTOBaHBI, HMEIOT MEKIYHAPOTHBIC CEPTH-
¢ukarer ®onrna memurmab wioga FMF (Fetal Medicine
Foundation, BenukoOpuranust). B xone ynsrpa3BykoBoro
CKPUHHHTIA, COIJIACHO IPOTOKOJY, IPOBOAMIACH OLCHKA
CJIE/TYIOLIMX MapKEePOB XPOMOCOMHBIX aHOMAJIHH: TOJIIH-
Ha BopoTHHKOBOTO TipocTpancTea (TBII), ;ymua HocoBO#
KOCTH TUTOJa, KPOBOTOK B BEHO3HOM M TPHKYCIHIATHEHOM
MPOKTOKaX. Bce Mapkepbl XpOMOCOMHBIX aHOMAJIHIA UMe-
IOT CBOM pe()epeHCHbIE 3HAUCHMUS, JUIS OLIEHKH KOTOPBIX
UCIIOJIb30BAJIUCH MPOLEHTWIBHBIE 3HAUEHHsT TOTO WIIU
MHOTO MapKepa.

OO0ciieioBaHde BO BTOPOM TPUMECTPE BKIFOYAIIO
ompeneneane MCM («TpoifHO# TecT» B cpoke 16-20
Henenb:  anb(da-QeTonpoTenH, XOPHOHWMYECKUN TOHa-
JOTPOIIMH YEIOBEKa, HCKOHBIOTHPOBAHHBIA ACTPHON) H
VY3U ckpunusr (B cpoke 20-22 Hemellb OEpEMEHHOCTH).
[Tpu oOcnenoBaHUM KEHIIUH IPYIIIBI PUCKa YYUTHIBAIN
JTaHHbIC aHaMHe3a HEeOOXOAMMBIE I pacdeTa WHANBU-
IyaJbHOTO PHCKA, TAKME KaK BO3PACT, KypeHHE, MapuTeT,
croco0 3a4aTvs, BEIIBICHHBIC B TPEABIIyIINEe OepeMeH-
HOCTH XPOMOCOMHBIE HapyIIEHHs, YCTaHOBJIEHHOE cCe-
MeHHOE HOCHTEIbCTBO XPOMOCOMHBIX aHOMAaJIMH WU
T'CHHBbIX MyTaHHfI, HaJIMYMUEC WJIN OTCYTCTBUEC CaxapHOIo
nuadera. TakuM 00pa3oM, HA OCHOBAHUM JOTOJHUTEb-
HBIX JaHHBIX aHaMHE3a U Pe3yIbTaTOB KOMOMHHPOBAH-
HOTO TPEHATaIBHOTO CKpPWHUHTA ObUTa copMupoBaHa
rpyrmrma OepeMeHHBIX KEHIIUH, HalIPaBICHHBIX HA BTOPOM
YPOBEHb IPEHATAIFHOIO CKPMHUHIA W KOTOPBHIM ObLia
IMOKa3aHa WHBa3WBHaA IMpCHaTajbHasA JUArHoCTHUKaA. ITo-
Clle KOHCYNIBTAlMU TeHETHKAa YTOUHSIOIAs WHBAa3HBHAS
MpeHaTajgbHas TUarHOCTHKA MPOBOAMIACH TOJBKO TOCIE
O3HAKOMJICHHS W 3aIlOHCHUS OPHUIMATHHOTO HH(OPMU-
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POBAHHOTO cOIacHsl MAIMEHTOK TPYTIBI PUCKA; C YUETOM
Cpoka OEpPEMEHHOCTH MCIOJIb30BAIUCH CIICIYIOIINE BHIbI
WHBa3UBHBIX MaHUITYJSIIANA: XOPHOHONOIICHS, MIAIIEHTO-
OmoricHs, aMHUOIICHTE3 U KOpAOIeHTe3. MecTo mpoBee-
Hus UITJL - LlenTp oxpaHsbl 1012 MEIUKO-T€HETUYECKON
ciryx0br OINL] . AxrobGe. Marepuan aisi MpoBeICHUS
MouekyisipHo-iuTorenetndeckoro (FISH) u monexyssip-
HO-T€HETHYECKOTO MCCIICIOBAHMUS TUIOIOBOTO MaTepHaa;
KJIETKH IHUTOTPOdoOIacTa BOPCUH XOPHUOHA, TUIAICHTHI,
JTUMQOIUTHI TYITOBUHHOW KPOBH, aMHHOIHTEL. [Ipw BBI-
SIBIICHAH XPOMOCOMHBIX W TEHETHUYCCKUX 3a00JeBaHUI
MIPOBOJIIJICS MIPEHATATBHBIN KOHCHIIMYM B COCTaBE Bpadya
VABTPA3BYKOBOM JMAarHOCTHUKH, 3aBEIYIONIETO METUKO-Te-
HETUYECKOW KOHCYJBTAIlUEH, 3aBEeyIOIIEro OTAeIEHuEM
HEOHATOJIOTHH, CIICIIMAJIFICTOB 10 MPO(UITIO BRISBICHHON
TIATOJIOTHH, FOPUCTA IS IPHHATHUS PEeIIeHN: 1) peKoMeH-
JIOBaTh, HANPABUTh Ha IpephIBaHHEC OCPEeMEHHOCTH, 2)
MIPH [IPOJIOHTUPOBAHNU OCPEMEHHOCTH PCKOMCHIAINN Ha
POIOpa3peIICHUE U PEaOIITUTAIINI0 HOBOPOXKICHHOTO.

Crarucruueckas 00pabOTKa JaHHBIX IIPOBEJICHA C HC-
rmoyib3oBanneM OuonHpopmanronHon cuctemMbl STATA.
Pacuer u aHanu3 kaueCTBEHHBIX [TOKa3aTeNIel NPOBOAMIIN,
HCTIONB3Ys a0COFOTHOE YUCIIO U JIOIO TaHHBIX 3HAUCHHHA
(oTHOMIEHUE YHCITa OOCICIOBAHHBIX OCPEMCHHBIX JKCH-
I[MH C U3yYaeMbIM MPU3HAKOM K OOIEMY YHCITY MallieH-
TOK). Y BCeX JKEHIIUH ObLIT M3BECTCH MCXO OCpeMeHHO-
CTH.

Pe3yJII)TaTl)I HCCIeJ0BAHUSA

B wmenuko-renernyeckoit ciyxbe OIIL] oueneHs!
MOKA3aTeN! BBISBICHUS XPOMOCOMHBIX HapyIICHHH 10

pe3yabrataM MpeHaTaIbHON TMarHOCTUKU C YYETOM pas-
JMYHBIX (AKTOPOB PUCKA Y OEPEMEHHBIX KEHIIUH AKTIO-
OuHCcKoM oOmacty 3a mepuoz ¢ 2021 mo 2023 rr. 3a JaHHBII
TIepHO/ B 00JIACTH MIPH IIEPBUYHOM IIPHEME aKyIIep-THHE-
KoJIora OBLITO B3ATO Ha y4eT o OepeMeHHOCTH 10 12 He-
nenb 52816 sxennuH. [IpeHaranbHbIii KOMOMHUPOBAHHBIN
ckpunuHr (ITIKC) nepBoro TpumecTpa 3a aHaIM3UPyEMBbIi
nepro nposejieH 43584 GepeMeHHBIM JKEHIIMHAM, OXBAT
(TIporieHT OT 0O0IIIEero YnCIia BCTABIINX HA yUEeT) COCTABUI
82,5% (Tabnmma 1).

ITo pesynsraram IIKC nepsoro Tpumectpa u pacuéra
WH/IBUIYAIEHOTO TCHETUYECKOTO PUCKA, B TPYIIITY BBICO-
KOTO PUCKa MO0 XPOMOCOMHBIM HapyIICHUSAM (Ha OCHOBa-
Huu MCM) Bxittoueno 1396 (3,2%) 6epemennbix: B 2021
roxy — 445 (2,99%), B 2022 romy — 433 (3,1%), 82023 . —
518 (3,6%). [IpenaranbHbIil CKpUHUHT BTOPOTO CEMECTpa
ObLT TIpoBeneH 45195 GepeMeHHBIM keHIHHAM (89,5%).
C y4eToM pe3yabTaToB YIbTPa3ByKOBOTO, OMOXHMHUYECKO-
TO CKpUHHMHTA ¥ Pa3IUUHBIX (hakTopoB 3a Tpu roma WUIIJ]
ObuTa TpoBescHa 3343 OepeMeHHbIM KeHIHaM: B 2021
rony — 1317 (8,84%), B 2022 roxy — 950 (6,7%), B 2023
rony — 1076 (7,4%). Menuko-reHeTHIeCKOEe KOHCYIBTH-
pOBaHHE TIPOBEICHO BCEM IMAIMEHTKAM TPYIIIBI prcKa. B
2021 rogy KOIUYECTBO KEHILUUH, OTKA3aBIIUXCS OT IMPO-
Benenus UITJ] B 2021, 2022 u 2023 rT. cocraBuio 1056,
748 n 694, coorBercTBeHHO. TakuMm o6paszom, UI1J] 6pu1a
npoBeneHa B 2021 romy — 261 (19,8%) mammenTtkam, B
2022 romy — 202 (21,3%) u B 2023 romy — 382 (35,5%).
VnenvHbiid Bec nposenennoit UITJI B cpoke 1o 19 nenens
OEpPEeMEHHOCTH COCTABIII 505 WHBA3UBHBIX MAHUITYJISIIHIA
(66,8%); meneBoii mokaszarens He MeHee 60%. Beero 3a

Tabnuua 1. AHanu3 npeHatanbHOro KOMBUHUPOBAHHOTO CKPUHMHIA M MHBA3WBHOW NPEHaTa/sibHON AMArHOCTUKM B AKTIOBUHCKOW

obnacti 3a 2021-2023 rr.

Mokasarens 2021r. 2022r. 2023r.
Kon-Bo (%) Kon-Bo (%) Kon-Bo (%)
BcTtano Ha yyeT no 6epemeHHocTv 40 12 Heaenb 17445 17543 17828
OxBaT bepemeHHbIX KeHLwmH MKC 1-ro TpumecTpa 14902 (85,4) 14174 (80,8) 14508 (81,4)
lpynna pucka no MCM 445 (2,99) 433 (3,1) 518 (3,6)

OxBaT 6epeMeHHbIX MEeHLMUH NpeHaTabHbIM CKPUHUHIOM
BTOPOro TpUmecTpa

14952 (94,3%)

15039 (99,1%)

15204 (75,2%)

MokasaHa UNJ, 1317 (8,84) 950 (6,7) 1076 (7,42)
Otkas ot UMNA 1056 (80,2) 748 (78,7) 694 (64,5)
Mposegexa UNA 261 (19,8) 202 (21,3) 382 (35,5)
YaenbHblii Bec nposegeHHoi UM B cpoke Ao 19 Heaenb 144 (54,5) 120 (58,3) 301 (78,8)
BbiaBneHo XA 35(13,41) 21(10,4) 30(7,85)
Mo nokasaHuam UMM npepsaHo bepemeHHOCTEN 32 19 21
MeTopgbl UNA:

XopuoHbuoncus 19 4 18
MnayeHTO6UMONCHA 47 30 121
AMHMOUEHTE3 75 86 162
KopaoueHTes 120 82 81
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TPU aHAIM3UPYEMBIX TIO/la WHBAa3MBHBIC MAHMITYIISIIUN
mpoBesieHb! 845 (25,3%) manueHTKaM ¢ MX COIJIACHs;, U3
Hux B 87 (10,3%%) cimyuasx — xopuonbuorcus, B 198
(23,4%) — nanienroduorcusi, B 283 (33,5%) — kopo1ieH-
Te3 u B 323 (38,2%) — amanonente3. Heobxomumo otme-
TUTbh, uTo B 2021 romy cpenu meromos UIIJ] mpeobnana-
oMM ObUT KopaonenTes 45,9%; B 2022 u 2023 rr. cpean
WHBa3UBHBIX MAaHUMYIAIUN Tpeoliagal aMHHOICHTE3
42,6% u 42,4%, coorBerctBeHHO. Kapuorunuposanue
TUTOJIOBOTO Marepualia, MOJYyYSHHOTO IPH TPOBEACHUU
WITJ mo3BonmiIo BBIABUTH 86 CiIydaeB XPOMOCOMHBIX
anomanuit (XA) 3a Tpu roga: 35 (13,4%) B 2021 romy, 21
(10,4%) B 2022 romy u 30 (7,8%) B 2023 rony (Tabnuia
2).

PaccunTana 3¢ppekTHBHOCTE NMPEHATALHOTO TUATHO-
cTUKH B AxTioOMHCKOM oOmactu 3a 2021, 2022 u 2023
IT., OIpeAessieMas Kak JIOJs JIUI, Y KOTOPBIX BBISBICHBI
XpOMOCOMHBIE HapyIIeHHs Tuiofa mo pesyasraram MIIT/],
OT 00I1Iero YKCIIa MaUeHTOK, KOTOPBIM ITPOBOAMIINCH UH-
Ba3MBHBIC MAHUMYIIAINH, cocTaBisttomas 13,8%, 10,4% u
7,8%, coorBeTcTBeHHO. [l0 pesynbraraM npeHaTanbHOro
KapHOTHITMPOBAHHUST HOPMaJbHBIH XPOMOCOMHBIH Habop
wiofa noiy4deH B 759 (89,8%) ciyuasx. 3a aHanusupy-
eMBIH TIepUOJ] KOIMYECTBO OEPEeMEHHBIX JKEHIIUH, KOTO-
PBIM € X HHPOPMHUPOBAHHOTO COIIACHSI OBIIIO TPOBEACHO
TpepbIBaHIe OEPEMEHHOCTH M0 MEIUIIMTHCKUM TTOKa3aHHU-
siM (BBISIBJICHHAS] XPOMOCOMHasI TATOJIOTHST) COCTABIIIO 58
(tabmmua 3): B 2021 roxy — 32, B 2022 rogy — 19 u B 2023
rony — 21, KOMM9eCcTBO MPOJIOHTUPOBAHHEIX OepeMeHHO-
CTei (TO eCcTh OTKAa3aBIIMUXCS OT MPEPBIBAHUSA OCpPEMEHHO-
ctn) — 14 (3,219 82021,2022 11 2023 rT., COOTBETCTBEH-
HO).

Bospact GepeMeHHBIX KEHIINH, Y KOTOPBIX ObLIa BBI-
seiaeHa XA metogom HWIIJL cocraBun 35,05+6,33 rona.
[Ipu >Tom B 11,6% cimy4yaeB Bo3pacT MaTepud HA MOMEHT
MIPOBE/ICHUS WHBA3MUBHBIX MAaHUMYILIUN ObuT 19-25 mer
(B cpeanem 23,30+1,34 roma), B 30,2% ciyuaeB — 26-
34 rona (B cpeanem 30,65+2.5 roga). [Tpu sToM Kaxkmast
BTOpas keHmuHa (58,1%) Obuta crapiue 35 et (cperHuit
Bo3pacTt 39,68+2,38 rona).

[Ipoananu3upoBaHbl HCXOABl OEpPEeMEHHOCTEH y ma-
nueHToK (39), orkazasmuxcsa ot UMIL. YV 35 (89,7%)

ponmuck aetn ¢ XA. B 2 (5,1%) HabnroneHusx npose-
JICHO MCKYCCTBEHHOE MpephIBaHne OepemeHHocTH BO 11
TPHUMECTpPE 110 METUIMHCKUM TIOKa3aHUSIM B CBSI3U C aHa-
TOMHYECKMMH aedexTamu pazButus mwioga. Y 1 (2,6%)
JKCHIIMHBI MPOU30IILIO CAMOIIPOM3BOJILHOE MpPEPhIBAHNE
6epemennocty Ha cpoke 20 Henenb. B 1 (2,6%) ciaydae —
HeOoHaTallbHasl CMEPTh peOeHKa B | HEeJeIto KHU3HH.

Tabnvua 3. AHanM3 Ucxo4o0B bepeMeHHOCTEN C XPOMOCOM-
HbIMWU aHOMANMAMM, BbIABAEHHBIMM NPU MHBA3UBHOW NpeHa-
Ta/IbHOW AMarHOCTUKe

BbiaBneHo

ro, XPOMOCOMHbIX Mpepsato ponok-
A P o bepemeHHocTEN rMpPOBaHO
aHOManui
2021 35 32 3
2022 21 19 2
2023 30 21 9

[Ipoananm3npoBaHbl HCXOIBI OEPEeMEHHOCTEH Yy Tarm-
€HTOK C BBISBJICHHBIMH XPOMOCOMHBIMH HapyHICHUSIMH
y ioaa (tabmuna 3). Y 72 (83,7%) maumMeHTok ¢ ux co-
racust B coorsercTBuu ¢ pesynsraramu UIIJ] no menu-
IMHCKUM TI0Ka3aHusIM ObLIO IPOBE/ICHO NpepbiBaHKue Oe-
pemenHocTH. B 14 HabmoneHusx ObUT MIPOBEACH aHATN3
MIPOJIOHTUPOBaHHOM 6epemennocTH. 13 Hux y 11 (78,6%)
JKSHIIWH POJMIINCH JIETH C IPEHATAIbHO-BISBICHHOM Na-
tooruer kapuoruna. Y 3 (21,4%) KeHIIMHBI POIMIICH
3/I0POBbIE JIETU MO pe3ynbTaTaM MOCTHATAJIBHOTO KapH-
otunuposanus (46, XX); npu nposeaennu UIIJ] y atux
JKEHIIIMH OBLITN BBISBICHBI MO3auvHbIE (GopMBbI 10 18 1 21
XPOMOCOMaM.

[IpoBeneHHbII PEeTPOCHIEKTUBHBIA aHAIM3 IOKa3all,
YTO OOJBIIMHCTBO JIETEH C MOCTHATaJIbHO YCTAHOBJICH-
HBIMH XPOMOCOMHBIMHU HapyIIEHUSIMH HMEIH CHHIPOM
Hayna (47, XX+21, 47, XY+21), pexe BbIABISLUIUCH CHH-
npom Onsapiaca (47, XX+18, 47, XY+18), enuHudHbie
ciydau ¢ cuaapomom [laray, Teprepa, Kimaitngensrepa u
CTPYKTYpHBIC HapymieHus: xpomocoM. Beero 3a 3 roma B
AxTrOOMHCKOH 00nacTu poauiock 78 nereii ¢ XA: 26 —B
2021 r, 21 — B 2022 . u 31- B 2023 1. (Tabnuma 4). Pe-
TPOCIIEKTHBHBIN aHAIN3 CITyyaeB pokaeHHUs aereil ¢ XA
MOKa3aJl, 4To:

Tabnmua 2. AHaNM3 XPOMOCOMHbIX HapyLeHUI, BbiaBaeHHbIx npy UMNA c 2021 no 2023 rr.

XA 2021 2022 2023 2021-2023

CuHgpom [ayHa 11 9 15 35
CuHapom daBapAaca 10 7 5 22
CuHapom Matay 2 1 1 4
Cunapom KnaliHdenbTepa 2 - 2 4
CuHgpom LLlepelwesckoro-TepHepa 3 1 1 5
MosanyHble popmsbi no 13, 18 n21 xpomocomam 5 2 4 11
TpaHcnoKaumK, AynavKaumm, MHBepCUm 2 1 2 5
Wroro c XA 35 21 30 86
CpefHWUi1 BO3PACT KEeHLUMHbI 38,4 36,9 37,8 37,7
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* 39 (50%) >keHIIMH UMENH BEICOKHI WHAMBUTYaJIbHBII
PHUCK XpOMOCOMHOM MaTOJIOTHH 110 pe3yasraram MCM
u Y3M-mMapkepoB, HO JaHHbBIE TMAITUEHTKH OTKA3aJIUCh
OT PEKOMEHJIOBAaHHOTO ITUTOTEHETUIECCKOTO HCCIEI0-
BaHUA 10/, TO ecTh oT npoBeaenus UIT/;

e 20 xeHmmH (25,6%) OTKa3aJIHCh OT KOHCYJIBTAIHH
Bpaya-reHeTHKa M HE NPOLTH CKPUHHHT

e y 5 (6,7%) OepeMeHHbBIX KCHIIMH MPU MPOBCIACHHH
WIIJ] Obuta BBISIBICHA XPOMOCOMHASI TMATOJOTHS U
OBUTO PEKOMEHIOBAaHO TpEephIBaHNE OCPEMEHHOCTH,
HO OHH OTKAa3aJIFCh IPEPHIBATh OEPEMEHHOCTH;

* B 6 (7,7%) cinydasx oTMeyanach MO3/HSS SBKA JKCH-
LIUHBI (YITYIIEHBI CPOKH MTPOBEICHUS CKPUHHHTA);

e vy 8 (10,3%) OepeMCHHBIX JKCHIIUH OBLIM CKPHUHUHT
HEeTraTHBHBIC TIOKA3aTeNH (B CBSA3M C YeM OHM HE ObLTH
BKITIOYCHBI B TPYTIITY PHCKA M HE OBLIIO OCHOBAHMH IS
nposenexus UITI)

Bospact >xeHIMH, POIUBIINX JETEl ¢ MOCTHATAIBLHO
YCTAQHOBJICHHBIMH XPOMOCOMHBIMU aHOMAJIMSIMH, COCTa-
Bun 36,4145,95 roma. Takxe yctaHoBieHO, 4TO B 6,8%
CIlydaeB BO3pacT MaTrepu Ha MOMEHT POXKICHHS peOeHKa
obur 19-25 ner (B cpemnem 21,60 +£1,95 roma), B 21,6%
cirydaeB — 26-34 roxa (B cpexaem 30,69+2,68 rona). [Ipu
atoM 71,6% xeHmuH ObuTH cTapiie 35 net (cpenHuii Bo3-
pact 39,53+2,49 rona).

B cTpykType 0O0HapyKE€HHBIX XPOMOCOMHBIX I1aTOJIO-
TUH y ToIonoB nuaupyeT cuaapom [ayna (40,7%), Tpu-
comus mo 18 mape XpomMocoMm BBISBIEHa Y 22 TUIONOB,

Mmo3anuHble Gopmbl 1o 13, 18 u 21 xpomocomam —y 11
IUIOZIOB, IPYTHUE XPOMOCOMHBIE aHOMAJIUU MPEACTABICHBI
B SIMHUYHBIX CIyYasx (Tabmmma 5).

OO0cy:xneHne pe3yJibTaToB

IIpoBeneHue MaccoBOro NpEeHATaJIbHOTO CKPUHUHTA
C HCIIOJb30BAaHUEM aBTOMATH3MPOBAHHOTO pacueTa HH-
JIMBUYyaJbHOTO PUCKAa XPOMOCOMHBIX HAPYLIEHUH C IO-
momrsio mporpammbl «Life Cycle» mo3Bonser BBIIBUTH
JKCHIINH C BBICOKMM W CPEIHHUM PHUCKOM XPOMOCOMHOMH
AQHOMaJIMU IUIOAA, C 00S3aTe’IbHBIM MOCIEAYIONNM J10-
obcnenoBanrem ¢ npumenenuem MIIJ] [13]. B nactos-
Iee BPEeMsi BCCOOINE YCHIIUS MEAUIIMHCKUX T'CHCTHKOB,
aKyIIepOB-THHEKOJIOTOB, Bpadel oOImed NpakTHUKH Ha-
MPaBJICHbI HA KaK MOXKHO OOJiee MOJHOE CBOCBPEMEHHOE
BBISIBJICHHE B IIEPBOM TPUMECTPE IUIOZAOB C XPOMOCOMHBI-
MH HapymeHusiMH. Vcronbp3oBaHne CKPUHHMHTA MIEPBOTO
TpPUMECTpa B COYETAHHUU C JONOIHUTENbHBIMU Y 3M-Map-
KepaMH TaKMMHU Kak JIJIMHA HOCOBOW KOCTH, KPOBOTOK B
BEHO3HOM IIPOTOKE U KPOBOTOK 4Y€pPEe3 TPUKYCIUAIBHBII
KiamaH, 10 95% yBennumBaeT ypOBEHb OOHAPYKEHUS
TpHUCOMHHM TI0 21 XpOMOCOME M BJIBOE CHHIKAET YacTOTY
JIOKHOTOJIOKUTENBHBIX pe3yasTatoB [16, 17]. Henbss
HE OTMETUTb, YTO JIaHHBIC JIONOJHUTEIbHbIE Y3M-Map-
Kepbl MPEJICTABISAIOT cOOOW JAMXOTOMHYECKUE IEePEMEH-
HBIC, KOTOPBIC MOTYT CHJIbHO BJIMATH Ha PHUCK; B CBA3U
C YEeM HCIOIb30BaTh UX HEOOXOOMMO TOJIBKO OIIBITHBIM
crieranicTaM. Taxoke A7l OLEHKH IPEHATaIbHOTO PHCKa

Ta6I'IVILI,a 4. AHanu3 ncxonos 6ep9MeHHOCTeﬁ, 3aBEPLUNBLUNXCA POXAEHNEM ,queﬁ C XPOMOCOMHbIMU aHOMaINAMU

2021 2022 2023
OTKa3 OT MeAMKO-TEHETUYECKOW KOHCY/IbTaLLMK 3 6 11
Mo3aHAA fABKa (NO34HMI CPOK B3ATUA HA y4eT No HepemeHHOCTH) 3 3 -
Ortkas ot nposBegeHua UM 14 7 18
OTKa3 oT NpepbiBaHNA HepemeHHOCTH 3 1 1
He HanpaBneHa K reHeTUKy 3 4 1
26 21 31

Tabnumua 5. CTpyKTypa XpOMOCOMHbIX aHoManui (XA) B AkTiobuHCcKol obnactu 3a 2021-2023 rr.

XpomocomHble

MpeHaTanbHO BbiABNEHHbIE Bcero XxpomocoMHbIX
aHomanum "
XPOMOCOMHbIe aHOManuu aHomanui
o HOBOPOXAEHHDIX o
NNA0A0B Kon-Bo, % o Kon-Bo,%
Kon-so, %
CuHapom fayHa 35 (40,7%) 72 107
CuHapom SaBapaca 22 (25,6%) 2 24
Cunapom Maray 4 (4,6%) - 4
CuHapom KnaitHdpenbTepa 4 (4,6%) 1 5
CuHapom LLepeluesckoro-TepHepa 5(5,8%) - 5
Mo3zaunyHble popmbl no 13, 18 1 21 xpomocomam 11(12,8%) 1 12
TpaHcnoKaumm, oynankaumm, MHBepcum 5(5,8%) 1 6
Wtoro 77 163
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XPOMOCOMHO¥ NMaTOJOTUH y IJI0JIa B OCHOBHOM HCITOJb-
3yIOTCsI 3Xorpaduyeckue U OHoXxuMuueckue mMapkeps 11
Tpumectpa [15].

B Hamem peTpocrieKTHBHOM HCCIEIOBAHUH, YKE IO
(aKTy TOCTHATAJIBHO BBIBICHHBIX XPOMOCOMHBIX Ha-
pyLICHWH, OTMEYEHO, YTO IIOJIOBUHA JKCHIIMH JIaHHOM
rpynmsl (50%) oTkaszanack OT NMPOBENCHUS WHBA3UBHBIX
MaHUITYJSIIAHN, 25,6% KEHIIUH He MPOXOANIN CKPUHHHI,
OTKa3aBIINCh OT MEJUKO-TEHETHUECKOTO KOHCYIBTHPO-
BaHUs, y 7,7% TalNMEHTOK W3-3a TMO3AHEH SBKH HE OBLI
MIPOBEJICH MPEHATAIbHbBIN CKPHHUHT TIEPBOTO TPUMECTpA.
Takum 00pasom, B TpynIe ¢ NOCTHATAILHO JUArHOCTH-
POBaHHBIMH Yy JIeTel XpPOMOCOMHBIMH HApyIICHUSIMH Hau-
Oosbleit 3¢ GEeKTHBHOCTHIO 00J1aIal0T MapKephl (3Xorpa-
(buyeckne, OMOXUMHUIECKUE) BTOPOTO TpUMecTpa. Takxke
B IPYIIIE C TOCTHATAJILHO BBISIBICHHBIMU XPOMOCOMHBIMA
HapyLIEHUSIMH KaxJ0M Bropoil maruentke (50%) Oblio
pexomenoBano mnposenenue MUIIJ anst mocnemyromiero
LIUTOTCHETHYECKOTO MCCIICIOBaHMS KapHOTHIIA TUI0/a, HO
JKEHIIMHbBI KaTeropu4eckr OTKa3aIncCh. AHAIIU3 MOKa3all,
410 y 8 (10,3%) *KEHIIMH OTCYyTCTBOBAIN OMOXUMHYECKHE
1 ’xorpadudeckne Mapkepbl XA, BCISICTBHE YETO MpeHa-
TaJIbHasi KOHCYJITALUsI Bpaya-TeHEeTHKA HE TIPOBOANIIACK.

[lo  HaOnromeHWsSM  CHELMAIUCTOB  BBISBIICHA
3aBUCHMOCTh PELICHUS] JKEHIIMH OT OIpPEACICHHBIX
YCTAHOBOK KOHCYJIBTHPYIOILIETO MEIUIIMHCKOTO TeHEeTHKa
[18, 19]. Tlpm mnpoBeACHUH MEIUKO-TEHETHYECKOTO
KOHCYJIBTHPOBAaHMS IO TOBOAY  BBICOKOTO  pHCKa
XPOMOCOMHOH TATOJIOTMM y IUIOA KOMMYHHKAIIWs
Bpaya-TeHETHKAa M NalMEeHTKH TpeOyeT OmpenesieHHON
(dopMbl TIpencTaBieHuss MHGOPMAIWHU, B 3aBUCHMOCTH
OT MOpPAJIbHBIX, COLOHAJIBHBIX, a TaKXKXE PEINTIUO3HBIX
YCTAHOBOK MAIMEHTKU, IPU COXPAaHEHUH ONPEICICHHON
HEUTPaJIbHOCTH Bpaya.
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Crenyer OTMETHTb, YTO MEPCHEKTUBHBIM HEHHBA3HB-
HBIM METOZOM 00JIee TOYHOTO ONpPEACNICHUs NIPEHATalb-
HOTO pHCKa XPOMOCOMHOM IaTOJIOTHHU SIBJISCTCS HCHHBA-
3UBHBIN IpEeHATaIbHBIN TecT (Hanpumep Tect [lanopama),
MO3BOJIAIOIINKA  YMEHBIIUTh KOJIWYECTBO HWHBA3HBHBIX
HpoLEIyp W HOBBICUTH 3()(EKTHBHOCTH NMpEeHATAILHON
JIMarHOCTUKU XPOMOCOMHBIX aHOMAJIUH.

3akaruenne

CoOimoieHne CpPOKOB TPOBEICHHS TIPEHATAIBHOTO
CKPHHHMHTAa C HCHOJb30BaHHUEM aBTOMAaTU3UPOBAHHOTO
pacueTa MHAMBUIYAJBbHOIO PUCKA XPOMOCOMHOW aHO-
MaJIM{ CIIOCOOCTBYET CBOCBPEMEHHOMY (hOPMUPOBAHUIO
TPYNIIBl PUCKA, TPOBEICHUIO HEOOXOAMMBIX HHBA3UB-
HBIX METOJOB JUATHOCTUKU W JaJbHEWIIEH TaKTUKU Be-
JeHust OepeMeHHOH JKeHIIMHBI. PeTpocneKTHBHBIN aHa-
JIU3 MOCTHATAJIbHO JUArHOCTUPOBAHHBIX XPOMOCOMHBIX
HapyIIEHUH BBISBWI HEOOXOAMMOCTh CBOEBPEMEHHOMN
JIOTIONTHUTENBHOM olleHKH MapkepoB II Tpumectpa (3xo-
rpaguYecKuXx U OMOXMMHYECKHX), a TaKKe HE JHPEK-
THUBHOCTH KOHCYJIBTHPOBaHUsI Bpadeil-reHeTnkoB. Cosep-
HIEHCTBOBAHUE METONOB IPEHATAIbHONW JIHAarHOCTHKH
XPOMOCOMHBIX MAaTOJIOTUI — OAMH U3 INIAaBHBIX PE3EpPBOB
CHIDKEHMSI CIIy4aeB POXKAEHHs JeTell ¢ XPOMOCOMHBIMU
QHOMAJIMSAMHU U CMEPTHOCTH OT JaHHOM maronoruu. Co-
OrrofIeHNe TEXHOIOTHHN TPEHATANbHON JUArHOCTUKH CIIO-
COOCTBYET CBOEBPEMEHHOMY BBISIBICHHIO XPOMOCOMHBIX
AQHOMAJIUH, IPEJOCTAaBIISS IPH 3TOM CEMbE IPABO PEILATh
BOIIPOC O ITPOJIOHTUPOBAHIH OEPEMEHHOCTH.

Kongnukm unmepecos. Asmopvl noomeepoicoarom
omcymemeue KOHGIUKMA UHmMepecos U  DUHAHCOBOT
Nn000ePICKUL.
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