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¥PblK, AAMYbIHbIH AKAYAAPbIHA
BUOXNMUAADbIK, CKPUHUHITIH,
HOTUXEAEPI

AAaM  ypbiFbiHbIH  AaMybIHAQFbl  KeMICTIKTepAiH cebebi  kebiHece XPOMOCOMAAbIK,
6y3blAbicTapFa 6anAaHbiCTbl. OCbl MaceAere KaTblCTbl MEAWMUMHAAbIK, TeHeTMKaHblH, 6acTbl
MIHAETTEpPIHIH 6ipi asamM MOMYASUMSACBIHAQ XPOMOCOMAAbIK aypyAapAblH nanaa G0OAy XKMiAiriH
TeMeHAeTy. byA MakcaTTbl icke acblpy YLiH MpeHaTaAbAbl AMArHOCTUMKAHbIH WMHBA3WBTI emec
J)KOHEe WHBA3MBTI 8AiICTepi KOAAaHblAaAbl. Makarapa 2017 XblAAaFbl XXYKTi 8MeAAepAiH KaH
CcapbICyblHa >KacaAblHFaH OMOXMMMSAbIK, CKPUMHMHITIH, COHbIMEH Oipre KkayinTi TonTbl KypfaH
KYKTI  @MeAAEpAIH  YPbIFbIHA >KYPri3iAreH LUMTOreHeTMKaAblK 3epTTEeYAEpAiIH HaTuxKeAepi
kepceTiareH. 30335 >KYKTi aileA OMOXUMUSIAbIK, CKPUHMHITEH OTTi. BUOXMMMSAbIK CKPUHMUHIP
| >xaHe Il TpumecTpAaepaeri XYKTIAIKTIH 11-13 anta >xeHe 14-20 anTa apaAblFbiHAQ >KYPTi3iAAi.
| TpMMecTpae KaH capbICyblHAQFbl €Ki KepceTKiluTepi: aAaM XOPMOHADBIK, TOHAAOTPOMUHHIH
(AXT) ropmoHbIHbIH, B-cy66ipAik >keHe PAPP-A 6eAOKTbIH MeALIEpAEpi, «KOC TecT» OGoiblIHLIA
aHbIkTaAAbl. || TpUMecTpAe KaH capbiCybliHAAFbI YU KepceTKiwTepi: aabda peTtonpoTtenH (ADIT),
60c acTproa E3 xeHe AXI MeAluepAepi “ywTik TecT” 60MblHIIA aHbIKTaAAbl. MMMYHOMEPMEHTTIK
BAIC HerisiHAe OyA OuoMapkepAepaiH KepceTkiwTepi OOMbiHILIA YpPbIKTa XPOMOCOMAAbIK,
OY3bIAbICTApPAbIH  6ap 6OAYy MYMKIHAIM aHbikTaAAbl. 3epTTey 6GapbiCbiHAQ KayinTi TonTbl
KypacTbipFaH 662 (2,2%) XYKTi afeAre MHBa3mMBTI AMArHOCTMKA >XacaAblHAbl. OAapAblH XOPUOH
BOPCMHKaAapbIHbIH MeTadasaAblk KAeTKaAapblHa LIMTOreHEeTUKAAbIK, 3epTTEYAep >KacCaAblHAbI.
41 (6,2%) ypblKTapAblH AaMyblHAQ aybITKYAQp aHbIKTAaAAbl. EKi ypblKTa KMCTO3AbIK, rMrpoma
xaHe spina bifida aybiTkyAaapbl 6arkassbl. 39 (5,9%) ypbikTa KapuoTUnTepAiH Oy3blAbICTapbI
aHbIikTaAAbl. OAaQpAbIH iWiHAE AayH CMHAPOMbBIHBIH KapuoTUMi 29 ypbiKTa aHbIKTAAAbI, Ke3AeCy
KMIAITT 74,4% Kypaabl. XKac dakTtopbl 60WbIHILA CAAbICTbIPMAAbI TaAAdy XKacaFaHAQ, YPbIFblHAA
AayH CMHAPOMbIHbIH KapuoTuni 6ap >kacbkl 30 >keHe oAaH >KoFapbl XXYKTi arneaaepae »kacbl 30-
Fa AEMIHr XXYKTi oMeAAepMeH CaAbICTbipFaHAa, 2,2 ece apTybl 6aikassbl. COHbIMEH, YPbIKTbIH
AaMybl GoAallak, aHaAapPAbIH >Kac pakTopbiHA 6Te TAYEAAI EKEHAITH KepceTTi.

Tyiin  ce3aep: OMOXUMMSIAbIK,  CKPUHMHE,  OMOMapKepAep, WMMMYHO(EPMEHTTIK  TaAAay,
XPOMOCOMAAbIK, BY3bIAbICTAP, YPbIK, KAPUOTHII.
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Results of biochemical screening of fetal malformations

The leading cause of malformations of the human fetus is chromosomal abnormalities. In connection
with this, one of the main tasks of medical genetics is to reduce the incidence of chromosomal pathology in
the human population. To solve this problem, invasive and non-invasive methods of prenatal diagnosis are
used. The article presents the results of biochemical screening of blood serum of pregnant women and, in
particular, the results of a cytogenetic study of the fetus of pregnant women at risk. Biochemical screening
was conducted for 30335 pregnant women. The screening was conducted in the | and Il trimester at 11-13
and 14-20 weeks of pregnancy. In the first trimester, a “double test” was used to determine the level of the
B-subunit of the hCG hormone and the pregnancy-related plasma protein RAPP-A. In the second trimester,
a “triple test” was used — determination of the level of AFP, hCG and free estriol E3. Based on the use of
the enzyme immunoassay, the results of the indices of these biomarkers determined the possibility of the
presence of chromosomal abnormalities in the fetus. According to biochemical screening, a risk group
was identified from 662 (2.2%) pregnant women who underwent invasive diagnosis. Cytogenetic stud-
ies of metaphase cells of villi chorion were carried out. Fetal development disorders were detected in 41
cases, which was 6.2%. In two cases, cystic gigrum and spina bifida were identified. Karyotype disorders
were found in 39 (5.9%) of the fetuses. Among them, the karyotype of Down syndrome was revealed in
29 cases, which was 74.4%. Comparative analysis by age factor showed an increase in the frequency of
fetuses with Down’s syndrome by 2.2 times in pregnant women 30 and older.

Key words: biochemical screening, biomarkers, enzyme immunoassay, chromosomal abnormalities,
fetal karyotype.
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Pe3YI\bTaTbI 61MOXMMHUYECKOr o CKPHUHUHIa NMOPOKOB pa3BUTUA NAOAA

Beayuieit npMunHOM MOPOKOB pa3BUTMS MAOAQ YEAOBEKA SABASIOTCS XPOMOCOMHbIE HapyLUEHMS.
B cBS13M C 3TMM OAHOI M3 OCHOBHbIX 3aAa4 MEAMLIMHCKOW FeHETMKM SBASETCS CHUXKEHWE YacCTOTbl
BO3HWKHOBEHUSI XPOMOCOMHOM MAaTOAOTUM B MOMYASILIMM YeAOBeKa. AAS pelleHns AaHHOM MPOoBGAEMbI
VCMOAb3YIOTCS WHBA3MBHblE W HEWHBA3MBHblE METOAbl MPEHATAAbHOM AMArHOCTMKW. B craTbe
NPEACTaBAEHbI PE3YAbTaTbl BUOXUMMUECKOrO CKPUHUHIA CbIBOPOTKM KPOBU GEPEMEHHbIX SKEHLLMH U,
B TOM YMCAE, PE3YAbTaTbl LMTOrEHETUUYECKOrO UCCAEAOBAHMS MAOAQ GEPEMEHHbIX XKEeHLUMH rpymrbl
pucka. broxnummnueckuii ckprHuHr nposeaeH 30335 6epemeHHbIM skeHumHam. CKPUHMHET MPOBOAMACS
B | n Il Tpumectpe Ha 11-13 n 14-20 Hepaeasx GepeMeHHOCTU. B nepBom TpuMeCTpe UCMOAb30BaAM
«ABOVIHOI TECT» — OMPeAeAeHre YPOBHS B-CybbeanHMLbI ropmoHa XY 1 cBg3aHHOro ¢ 6epeMeHHOCTIO
naasmeHHoro 6eaka PAPP-A. Bo BTOpPOM TpUMECTpE MCMOAb30BAAU «TPOMHOM TECT» — OMPEAEAEHME
yposHs ADI1, XI'Y n cBoboaHoro sctpuoaa E3. Ha ocHoBe MCNoAb30BaHMsS MMMYHOMEPMEHTHOrO
MeTOAQ MO pe3yAbTaTaM rokasaTeAer 3TUX 6GUMOMapKepoB OMPEAEASIAM BO3MOXHOCTb HAAMUMUS
XPOMOCOMHbBIX HapyLIeHW y MA0Ad. 10 AQHHBIM GUMOXMMMUECKOrOo CKPMHUHIA BbIIBAEHA rpymnrna
prcka 13 662 (2,2%) 6epemMeHHbIX XKEeHLIMHbI, KOTOPbIM BblAa MPOBEAEHA MHBA3UBHAS AMArHOCTMKA.
[TpoBeaeHbl UMTOreHeTUYeCKe NCCAeAOBaAHMS MeTaasHbIX KAETOK BOPCMHOK XOpWoHa. HapylieHuns
pa3BUTKS MAOAQ OOHAPY>KeHbI B 41 CAyuae, UTo COCTaBMAO 6,2%. B ABYX CAyuasix BbISBAEHbI KMCTO3Hasl
rurpoma u spina bifida. Hapywenuns kapnotuna o6HapyskeHbl y 39 (5,9 %) nAoaoB. Cpear HUX KapruoTwmI
cMHAPOMa AayHa BbiSIBAEH B 29 CAyYasix, UTO COCTaBUAO 74,4% . CpaBHUTEAbHbIN aHaAM3 Mo hakTopy
BO3pacTa MokasaA yBeAMUEHMEe 4acTOTbl MAOAOB C CMHAPOMOM AayHa B 2,2 pasa y GepemeHHbIx
>KeHWwKH 30 1 cTaplue AeT.

KatoueBble cAOBa: OUMOXMMMYECKMIA CKPUHUHE, 6GUOMapKepbl, MMMYHO(EPMEHTHbIN aHaAM3,
XPOMOCOMHbIE HapyLUeHWs, KapuOTUM MNAOAQ.
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¥ PBIK 1aMyBIHBIH aKaylapbliHa OMOXUMISUTBIK CKPUHHHTTIH HOTIDKEIepi

Kipicme

Kazipri tagma op TYpiai XpoMOCOMAJbIK OY3bI-
JBICTAp JKOHE JaMYIBIH op TYPJi KeMiCTIKTepiMeH
TYBUIBII KaTKAH HOPECTeNIep CaHbl KeMiMel OThIp,
coJ cebenTi KapUOTHINHJIEC OY3bUIBICTaphl Oap
YPBIKTHI AYHHETe 9KeNy CaHbIH a3alTy YIIiH XKYKTi
ofienmepre MpeHaTaabAl AUATHOCTHKA JKYpPTi3iIei.
[IpenaTanbbl JMArHOCTHKAIA MHBA3UBTI EMEC KOHE
WHBa3MBTI OJICTI KOJJaHA OTBIPBIN, >KYKTUIIKTIH
I, II TpumecTpiHIeri XpOMOCOMAINBIK aypyJap.Ibl
JKOHE Tya OITKEH KeMICTIKTep/Ii aHbIKTaiabl. | Tpu-
mectpae PAPP-A, B-AXT, Il tpumectpre B3, AXT
koHe ADII OmomepkepiiepiH KOJIAHBIN, XYKTi
oHieniep/Ii mpeHaTasb/Ibl THarHOCTUKAIaH OTKI3e .

[Ipenaranbapl  CKPUHUHITIH  HETI3r1  KOM-
IUICKCT OMOXUMUSIIBIK CKPUHHHT OOJIBIT  TaOBI-
nasibl. BUOXMMUSUTBIK CKPUHHHT KYKTLTIK Ke31H eT1
JUAarHOCTHUKAJBIK KEHIeH. YPBIFBIHIA XPOMOCO-
MaJIbIK OY3BUIBICTAPHI )KOHE KYHKE TYTITIHIH aybIp
KeMICTiri Oap KYKTi oiernnmepai KOyinTi TonTapra
Oipikripeai (Wald, 2006: 769; Kynakos, 2000: 56).
CKpHHUHT 0ApBICHIH/IA KaH CapbICYBIHIAFbI apHAbI
OromapkepiepiH (ropMoHaap, 6eJoKTap) Memepi
AHBIKTAJIBIHAIBI.

AnaMHBIH XOpHOHIBI ToHamoTporuHi (AXI)
— 00oc cyonOipiikTi 0eta-AXI — KYKTUTIKTIH 1-1111
TPUMECTPIHE YPBIKTBIH JaMYbIH aHBIKTayFa MYM-
KiHAiK Oepemi. XOpHOHABI TOHATOTPOIIHMH XOPHOH
KJIeTKachIHaH OeJiHe i (YPBIK KaObIPFachl), COHJIBIK-
TaH OJ KaHJa epTe aHbIKTananbl (YpBIKTaHyZaH
Keiin Oipiamm kyHaepme) (Acamos, 2003: 224;
Lao, 2009: 55; Vranken, 2006: 639). AXT" (agam
XOPHOHIBl TOHAJOTPONHMH) €Ki CyOBOipIiKTeH
Typajel: Oipinm — 6era, Tek AXI yIIiH epeKIeniK
xoHe anb(da-Oipiiri, on JIIOTEMHACYII TOPMOH
cusiktel. Tpodobnact kimerkacel AXI cuHTe3iHEH
KCHIH Ky3ere acaibl, COJ Ke3lIe dMOPHOH KaThIp
KybICbIHA HMIUIAaHTaluMs >kacailabl. byn mporecc
OapibIK KYKTUTIK Ke3iHzae »kanracanbl. Kem wmer-
mepaeri AXIT KOHIEHTPAIUACH KYKTUTIKTIH 11-12
anTachblH/Ia Keledl, KeHiH OHBIH MeJIepi TOMEH-
Jeiii, YKTUIIKTIH EKIHII apThICBIHAA TYPaKThl
nerreiine xamanel (Pommma, 2005: 259; Souter,
2002: 175; Cicero, 2003: 306 ).

AXI peini — capbl A€HEHIH KYMBICHIH KamTa-
MachI3 €Ty oHE OYJI KYKTUIIKTIH TaHy CHTHAJIBI
OoJBIT  TaOBLIAJBI, YPBIKTBI KYMBIPTKaHBIH aHa
opranusmine kiOepemi. AHa opraHu3mi YIIiH
ToMeH akTHBTI AXI — YPBIK KYMBIPTKAHBIH OJICi3
CUTHAJIBIHBIH, Oipi OoJbIn TabbuIaabl, cebedi oifen
OpTraHu3Mi YpBIK CUTHAIJApblH YHeMi Oakbuian
OTBIpaabl, OYJI CHTHAJd YPBIK OOJiTriHeH Kelei.
AXT KYKTITIKTIH OpTYpJi KUBIHIBIKTAphl Ke3iHIe

JKOFapbUIaybl HE TOMEHJIEYl MYMKiH, OipakK >KyK-
TUTIKTIH KUBIHIBIKTAPBIHEIH KaTepi AXI skoHe 6oc
Oera-cyonOipiik AXI neHreiiHiH )KOFapbliaybIHAH
6omaser (Yrakosa, 2002: 111; Shijders, 2003: 351).

PAPP-A — epekme Oenok, ofen OpraHu3Mc
KYKTUTIK yakpITBIHAA KemTen Oerinai, Oackaria
aTaybl OKYKTUTKTIH ~A-TPOTEMH IIa3MachbIMEH
OaitmanpickaH Oenok. JKYKTi oienaepe YPhIKTHIH
TpoobIacThl OHAIPE ], OYJ1 OCIIOK YPBIKTHIH AaMy-
bIHJIa MaHBI3/IBI Oombin Kenemi. PAPP-A xykrinik
Ke3iHge OipiHmI TpUMecTpAae KbICKa YaKbITTa
KOFapbl 0onabl. ¥PBIK JaMYbIHBIH KEMICTIKTEPIH,
JlayH CHHIpOMBIHBIH KaTEPiH )KOHE YPBIKTHIH 0acKa
XPOMOCOMAIIBIK OY3bLIBICTAPBIHBIH Maia 0OTybIH
kepcerei, coHapikTan PAPP-A Tecti npHeTab/ b1
JIMATHOCTHKAJIa KEHIHEH KOJJAaHBUIAbI. MBICaITbI
PAPP-A temen 0Ooica, ypeikra Jlayn Hemece On-
BapJic cuHIpoMbl 0oy MymKiH (baxmaes, 2012: 22;
Akolekar, 2009: 320; Gagnon, 2008: 918).

PAPP-A nenreiii xykrimiktig 11-14 anrana-
pBIHIA ONTUMAaNbIi JeHredre skerexi. PAPP-A
s)koHe AXI Memmepi kenm Kardaia YpBIKTarbl
Jays cuaIpoMbIHBIH Katepin kepcerexi.(Bacchelli
2006:13, Spencer 2008:31).

Anbda-peronporenn(APIT), AXT ropmoHIaps!
xkoHe O0oc actpmon (bBD) II Tpumectpaeri Herisri
Mapkepiep 0oJjbin TaObuIaAbl. Bys Mapkepriepain
KOMETIMEH KO JXarjaiiap/ia YPBIKTBIH OpPTajbIK
KYWKE JKyHeciHmeri KeMICTIKTepIi aHBIKTajaIbl
(bapamues 2003:224, Kumkyn 2009:31, Jlonros
2007:320, Gonzalez-Bugatto 209:221, Graves
2002:15).

AO®II — Oy peranbii IUKOTIPOTEHH, MOJICKY-
nanel Maccackl — 68 k/la, e3 anapiHa OEIOKTHI
Ti30€K Kypaimpl, capsl JICHE KOIpIIiKTepi MEH
ypBIK Oyiiperi eHpmipeni. bByn Oenok ofien KaHbIHA
IUTAlleHTa apKbUIBl Tyceai. O3iHIH KacueTiMeH
anpOyMHUHIEp TOOBIHA Kipeai, olapra: ambOyMuH,
Oenok, OaitnmanbicTeipymibl [l BuTamuHi, anbda-
MIPOTEHH JKoHE anb(a-anb0yMuH kaTaibl. COHBIMEH
karap, A®Il wmmmyHzapIK >xayam Oepyri, ecyni
PETTEHTIH JKOHE ICTOKCHKALMSAAFBl JlaMy SIFHH,
YPBIKTBI KOPFAy POJiH aTKapajsl. Alb(a-mpoTeuH
eKIHIIII TPHUMECTPAC ONTHUMAIbIlI JeHTeime 00-
nanel. BipiHmi xone ekinmn tpumectpaeri ADIT
JCHIeHiHIH KaJbIOThl JCHICHWICH CYCBHI3ABIKTA,
OYipek areHe3usChIH/A, KapbIH-IIIIeK aKayIapblHaa,
YPBIK OCYIHIH TOKTAThUIYbIH/A, KHUCTO3JbIK THI-
poMaza, YpHIK TaMbIpJIapbiHBIH OiTenyiHae, Kem-
VPBIKTHI JKYKTLTIK KE€31H]Ie )KOFapFHI IeHTeiIe 6oma-
1l (Kypeiana 2009:17, Deveci 2009:94, Goetzinger
2009:412).

JKykTi olennmepniH KaH capbICyblHOAFbl b0,
A®IT xone AXI' neHrediH aHBIKTAy >KYKTUTIKTIH
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14-20 antacel apanbiFsl xy3ere acsipbuiaasl (Celik
2008:549, Meloni 2009:361).

BD — Oy cTepouaTsl TOPMOH, KYKTUTIKTIH
I TpumecTpiHie OUATHOCTHUKANBIK  MaHBI3/IbI
KOpCeTKIm Oonbm  TaOblIampl. boc  scTpuon
OylipekTe JxoHe OyHpekycTi Oe3iHjae eHIipiiei.
Anam opraHusMiHAE YII TaOWFH 3CTPOTCHICPIiH
imriHAe (3CTPAIHUOI, SCTPOH KOHE DCTPHOII) ICTPH-
OJl €H KbICKA Ke3eHJIe JKapThUIai MIbIFapajbl KoHE
OMOJIOTHSUTBIK aKTHUBTI KeJIe . DCTPHOJ XUMUSITBIK
KYPBUIBICHI OOWBIHINIA CTEPHOATHI TOPMOH OOJIBITI
tabbuaasl (Ilepmunosa 2010:20, Poon 2010:216).

3epTTEey MaTepuaAapbl MeH JicTepi

AnMaThl KaJlaJblK ajaM epOiTy OpTajbIFbIHBIH
MEJNKO-TEeHETUKANBIK ~ OenmiMiHae HUMMyHO(DEp-
MEHTTIK Tayijay 3eprxaHackiHia 2017 KbUIbIH-
ma 30335 oxykTi oiennepAiH KaH CcapbiCyblHA
OMOXVMHUSIBIK ~CKPUHHHT JKacalblHIBL.  JKYKTI
olfeniepiiy kackl 22 MeH 46 jKac apaybIFbIHAAFbI
Oonael. 3epTTey OapbIChIHIA KAayiNTi TONTHI Kypac-
TBIpFaH 662 )KYKTi oeNaepre MHBA3UBTI THATHOCTH-
ka xacanbHbl. JKykrimiktin I, 11 TpumecTtpingeri
10 xone 14, 16 xoue 20 anrta apaibIFbIHIAFHI
JKYKTI oHeNmepaiH THEPTCH aml KPBIHFA allbIHFaH
KaH capblcybl Tadmananiasl. KaH capbiCybl IeH-
Tpudyra >xonbIMeH anbiHAbL. Kan capeicybl ap-
Hallbl KOHJBIPFBUIAPFA KYUBUIBIT TOHA3BITKBIIITA
cakrananel. B-AXIT, PAPP-A, A®II, B3 wmapkep-
JepAiH Memepi UMMYHO(EPMEHTTIK 9J1ici OOMBIH-
112 aHBIKTAIIIBI. ApHAIBl AMarHOCTUKAIBIK peareHT-
Tep JKUBIHTHIKTaphl Koimaneuinbl: DELFIA AFP

kit, DELFIA Free hCGb kit, DELFIA PAPP-A kit,
DELFIA uE3 kit (Perkin Elmer, ®unnstanus). Ap-
Haitbl «MultiCalcy kommbroTepiIiK OarmapiiaMachl
konganasl. Crangaptrap peringe <0,1% warpuit
asuai Oap cay agamMHBIH KaH CapbICybl Iaija-
nauapl. CraHmapTrap TPaBUMETPHSUIBIK dicTepi
apkputel pertenred. Kaiita ecenrenren daxtops! 1
HMonb\1=0,288 Hr/mMi. MMMyHOIMArHOCTUKAIBIK
peareHTTep KoHE KAOJBIKTap KEIIeH Il XKYHeCiHIH
O0ip Oemiri OombIn  TaOBUIANBL. BHOXUMUSITBIK
MapKepJIepIiH MeJIIepi KOMITIOTEPIiK OarmapiaMa
OoiibiHIa MoM OipairiHe aybICThIpbULIEL. MoM
KaJeIThl Kepcetkin 0,5-2,0 kypaiinel. (Breathnach
2007:110, Kagan 2008:493).

3epTTey HITHAKeIEPI JKIHE 0JIAPABI TAIAAY

buoxumusnslk ckpuHuHrTeH oTkeH 30335
KYKT1 oienaep imiHae OMOXHMUSIIBIK MapKep-
JepaiH KOPCETKIIMTEepi KaJBIITHI KOPCETKIMITEH
aybITKybIHa OaillaHbIcTBI 662 KYKTI olenuep
Kayinti Ttomka eHrizinmi. OHbIH okmimiri 2,2%
Kypaasl. KayinTi TOmTarel JKYKTI olennepain
inriage tex 41 (6,2%) ypbIKTapia XpoMOCOMAaIIbIK
Oy3buibicTap TaObUIABL. JKYKTLTIKTIH Mep3iMiHe
KaTeICTHI, | skoHe Il TpuMmecTp OoifbIHIIA, apHANHI
«KOC» JKOHE «YIITIK» TecTep Kougaunubl. «Kocy»
tecT OoiipiHa PAPP-A, B-AXI" mapkepiiep xoHe
«ymTik» TecT apkKpuiel B-AXI, A®DII, B3 wmap-
KepJiep aHbIKTANbIHAAbL. | TpUMecTpIeri KyKTi
oitenaep canbl 33 xone Il Tpumectpae — 8 Ooi-
Il 1-mi JkoHE 2-TIi KecTeliepae OChl TeCTepIiH
HOTHIKEJIeP1 KOPCETIITeH.

1-kecte — I TprMecTperi XKYKTI alieniep KaH capbICybIHA )KacalFaH «KOC» TECT HOTHIKECI

No >KY1;TTiL‘I9ﬁeH YKachl p’i/l[):I\-AA’ B ll/i))li/f, M(YKTi(gﬁTZA)emiMi ¥YPBIK KapHOTHII
46,XX,del : 46,XX

1 I1.H. 28 0,40 2,38 12-13 6,XX.de [(87(35/(3?230‘%5)/ 6,
2 KA. 29 0,38 1,88 12-13 47, XX, +21

3 EJL 33 1,75 4,34 13-14 47,XY,+21

4 T.H. 36 1,49 3,27 12-13 46,XX,del(7)(q33:935)
5 C.A. 34 0,66 1,14 13-14 47,XY,+21

6 X.JL 41 0,42 1,82 12-13 47,XX,+21

7 T.P. 27 0,24 1,6 12-13 47, XX, +21

8 B.I. 34 0,36 2,5 13-14 Kucrozabik rurpoma
9 B.O. 28 2,31 3,46 13-14 46,XX,del(7)(q33:935)
10 P.O. 27 0,96 4,22 12-13 47,XY,+21

11 AA. 26 0,07 0,05 12-13 69,XXY
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1-kecmenin dcaneacwoi

12 K. 42 035 1,48 13-14 47,XY,+21

13 AP, 24 0,15 0,13 13-14 47, XX+18

14 AA. 25 1,63 2,68 13-14 47,XX+21/46,XX

15 KOK. 30 0,19 0,46 12-13 47,XY,421

16 K.A. 37 0,67 2.1 12-13 47, XX,+21

17 ILX. 25 031 1,72 13- 14 47, XX, 21

18 AA. 39 0,42 2,25 13- 14 47,XY,421

19 T.M. 34 0,32 1,81 12-13 47,XY,421

20 MK. 40 0,37 3,94 13- 14 47, XX 421

21 PA. 41 0,46 1,29 12-13 47,XY,+21

2 A3. 34 0,86 1,56 13- 14 47,XY,421

23 IILT. 45 1,86 1,59 12-13 47, XX, 21

24 K.M. 31 033 2,52 13- 14 47, XYA21

25 PH. 41 0,58 1,47 12-13 47, XY, 421

26 E.JL 32 0,30 2,47 13- 14 47, XY421

27 KOK. 28 0,25 1,47 12-13 47, XYA421

28 AK. 46 0,90 1,75 13- 14 47, XX,+21

29 B.B. 2 0,07 033 12-13 48,XXX,+18/46 XX
[80%;20%]

30 X.3. 28 0,71 2,04 13- 14 47 XXY

31 CJL 33 0,03 0,20 11-12 69,XXX

32 CM. 35 0,45 1,32 1n-12 46.XX.delS)(p14:p 1y

46,XX [30%;70%]
33 KL 38 0,42 3,02 12-13 47,XX421
Koc tect wotmxkeci OoiibiHma 32 (96,9%) 1 (3,03%) xarmaiima - 48 XXX,+18/46,XX

YPBIK XpOMOCOMACHIHAA OV3BIIBICTAPEI Oap jkoHe 1
(3,03%) mamybiHIA KONTIK akaybl O0ap (KUCTO3IBIK
XpoMOCcOMaIbIK
Oy3puTBICTaphl  Oap ypbeIKTapAaslH imiHae [layx

TUTPOMa)  YPBIK

AHBIKTaJIIbI.

[80%;20%] sxoHe
46,XX,del(5)(pl4:p1)/46XX
1 (3,03%) xarnaiina

KapHOTHITEPI

AHBIKTAJIJIBL.

(3,03%) oxarmaiima —

[30%;70%]  >xoHe
46,XX,del(7)(q33:935)
JamyblHOaFsl  9p

CUHJPOMBIHBIH Kapuotumi 23 (69,7%) sxarnaiina
anbikTanael. Onbry imiage 10 (30,3%) xarnaiina —
47,XX,+21 xone 13 (39,3%) xarmatina—47,XVY,+21
KapUOTHUIITEPI aHBIKTAABI. DABAP/IC CHHIPOMBIHBIH
tpucomusicel 1 (3,03%) xarmaiina -47,XX,+18
KapUOTHUITI aHBIKTAI/IBI, KOHE OHBIH MO3aWKaJIbIK
typi 1 (3,03%) xarmaiina -48,XXX,+18/46,XX
[80%;20%] kapuoruni anbikTanael. KnaitHdens-
tep cuaapomubiy 1 (3,03%) xarnaiina — (47,XXY)
KapUOTHUII aHBIKTAJIIABI. X—XPOMOCOMACHIHBIH I10-
mumonausicel 1 (3,03%) xarmaiina — (69,XXVY)
xoHe 1 (3,03%) xarnaiina — 69, XXX xapuoturnrepi
aHbBIKTAIABl. X —  XPOMOCOMAcChl  OOMBIHIIA
KYpPBUIBIMABIK e3repicTepi Oap ypwikrap 4 (9,7%)
xarmaiina — 1 (3,03%) 46,XX.del(7)(q33:q935),

TYpJTi KeMicTiri 6ap (KHCTO3BIK THIpOMa) YPBIK |
(3,03%) sxarmaiina Oaiikanmbl. Kuctos3meik rurpo-
Ma — MOMBIHHBIH TUMQa TYHIHIEPiHiH JaMybIHIAFbI
OY3bUTYJIAp IbIH HOTHXECI.

2-KecTe/ie KOPCETUITeHeH YIITIK TeCT HOTH-
xueci OoiiprHma 7 (87,5%) yphIK Xpomacoma-
chIHIA Oy3bUIBICTapel Oap, xome 1 (12,5%) na-
MybIH/IA KOITIK akaybl Oap YpPBIK aHBIKTAJJIbIL.
XpomMocoMambIK OY3bUIBICTaphl 0ap YPBIKTapIbIH
iminge Jlayn cumHapombelr 6 (75%) karmaiina
anpIkTanabl. OnbIY imreHne S5 (62,5%) xarnaiina
— 47, XX+21 xome 1(12,5%) xarmatima — 47,
XY+21 kapuorunrepi aHbIKTanpl. Kapuoruminge
XPOMOCOMAJIBIK ~ KYPBUIBIMIBIK ~©3repicTep Oap
ypoik 1 (12,5%) xarnaiina — 47, XX, +mar/46,XX
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KapHOTHII aHbIKTaiAbl. JlamybiHOa akaysl (spina
bifida) 6ap ypeixk 1 (12,5%) xarnaiina Kemecri.
Spina bifida — OMBIpTKaHBIH 1aMy aKaybl.
Opnebuertep OoiipiHIIAa aHa kackl 30-7maH
ackaH jKarmaiga TypurFaH Oamanap immiame Jlayx
CHUHJPOMHBIH JKHIIITT  eIoyip J>KOFapialThIHBI

oenrini (Nussbaum, 2007:91). /lamy GapbIChIHIaFbI
KONTEreH  XPOMOCOMAIIBIK  Oy3bLIBICTAD  MCEH
YPBIKTBIH Tya OITKEH KEeMIiCTIKTepi, COHBIH iIliHae
JlayH CHHIPOMBIHBIH KapUOTHI 0ap YPBIKTapIbIH
JKYKTI oHenmep >KachIMEH KaHIIAJIBIKTHI OaiaHbI-
CTBI EKEHJIITI 3-1111 KeCTe/Ie KOPCETUITeH.

2-kecte — II TpuMecTipaeri )yKTi siieiep KaH capbICyblHa JKaCIFaH «YIITIK» TECT HOTHKEC]

NeNo X{YI;TTi;ﬁeH Kacsl Bl;/II\o )ls/f’ /;/Iq;ll\}[, b3, MoM X(YKTi(J;E(TZI)ep simi ¥ pbIK KapUOTHITI

1 PA. 27 0,45 4,45 1,7 17-18 Spina bifida

2 KT 26 2,17 0,81 20-21 47, XX, +21

3 A.H. 28 2,12 0,81 19-20 47,XX,+21

4 0.3. 43 1,27 0,27 20 -21 47,XX,+21

5 AN 28 2,7 0,67 20-21 47,XX,+mar/46,XX
6 M.O. 33 1,19 0,46 20-21 47 XX, +21

7 K.P. 41 1,45 0,71 20 -21 47,XY,+21

8 T.O. 26 1,4 0,38 19-20 47 XX, +21

3-kecTe — YPBIK JaMybIHBIH aybITKYbI 0ap JKYKTi oHenaepiH jKackl

. . ¥PBIK AaMyBIHBIH aybITKYBI 21 XpoMOCOMaHbIH TPHCOMHUSICHI
JKykTi oifeniH sxacel — —
CaHBbI, N kuimiri, % CaHFbI, N skuimiri, %

20-29 17 41,5 9 31,0

30 >xoHE OJJaH KOFAPbI 24 58,5 20 69,0

Bapibirbl 41 100 29 100

4-kecte — YPbIK KApUOTUIIHACTT OY3bUTBICTAD JKHUITIT]
Ne XpoMOocOMaIBIK OY3bUTBICTAP KapuoTumi Cansl, n Kwuimiri, %
47,XV,+21 15 38,5
21 XpoMOCOMaHBIH TOJBIK
! TPHUCOMMSICHI KIHE MO3AUKAIIBIK TYP1 47,XX,+21 14 359
47,XX,+21/46,XX ’
46,XX,del(7)(q33:q35)/ 46,XX [80%;20%]; 1 2,6
2 KypbUTBIMABIK jK0OHE MO3aHKAIIBIK 46,XX,del(7)(q33:935); 2 5,1
Typrepi 46,XX,del(5)(p14:p1)/46,XX [30%;70%]; 1 2,6
47,XX,+mar/46,XX. 1 2,6
18 XpoMOCOMaHbBIH TOJIBIK 47.XX 418 1 2.6
TPUCOMUSICHI
18 XpoMOCOMaHbIH TPHCOMMUSIIBIK, 48 XXX +18/46,.XX 26
4 X-xpomocoma GoitbIHIIIa 9%:20° 1
TIOTMCOMUSITBIK MO3aUKaJIBIK TYPi [80%:20%]
5 X-XpOMOCOMACHIHBIH ITOJINCOMUSCHI 47, XXY 1 2,6
69, XXV 1 2,6
6 INonummonaus

69, XXX 1 2,6
Bapnbirbt 39 100
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3-kecTe OOWMBIHINA YPBIK AAMYBIHBIH ayBITKYbI
Oap »xacel 30-ra gmeiiinri KykTi odemmepai 30
JKOHE OJIaH JKOFapbl KYKTI oHeNACpPAIH KaChIMCH
canbicTeIppuiranaa, 41,5% xone 58,5% colikec
6omnbl, sFHU 1,4 ece xem Oomnabl. ¥poeiFrbiaaa [layH
CHHJPOMBIHBIH KapHOTHIT Oap skackl 30 jxoHe o1aH
JKOFaphl KYKTiI oienaepae xackl 30-Fa neHiHTi
JKYKTI olfenfiepMeH CalbICThIpFania, 2,2 ece apTysl
Oaiikaibl. 4 KeCTele YPBIKTaFbl XPOMOCOMAJIBIK
OY3BUIBICTAp/BIH ~ CaHJBIK JKOHE KYPBUIBIMJIBIK
©3TrepiCTepAiH KU1 KOPCETIITEH.

4-xecte OoMbiHIIA, Kaumbl 2017  KBLIABIH
iHAe AaMybIHBIH Oy3buibicTapel Oap 41 ypbIK
aHbIKTaJFaH, OoHbIH imiHae 39 (95,1%) xarmaiina
CaHJIBIK OY3bUIbICTAp JKarmaibl OOJIMbI, al 5 kar-

TPUCOMUSUIBIK, X-XpoOMocoMa OOMBIHIIA MOJIHCO-
MHUSUTBIK MO3aMKaIBIK TYpi Ke3necTi. JKeIHBIC Xpo-
MOCOMAJIApbIHBIH ~ Oy3bUIBICTAphl 3 KaFjaija,
xuiniri (7,6%) kypazapl. CaHIBIK XpOMOCOMAJIBIK
OY3BIIBICTAPABIH immiHAe 21 XpOMOCOMAaHBIH TpH-
COMMUSICHI YKOFapbl ACHIeHal anbin oThIp, 74,4% Ky-
panbl. 18 xpoMocoMaHBIH TpucoMUsCH 2,6% Kypa-
ITBI. X-XpOMOCOMACKIHBIH MOTUCOMHESICH (47,XXY)
2,6% xypazapl. [lomurmiouarsr ypeik 2 (5,1%)
JKarganaa Ke3aecTi.

CoHBIMEH, 3epTTey HOTWKEeNepi MpeHaTallb-
bl TMarHOCTHKA CaJlaChIHAAFbl  KOJIJaHATBIH
OMOXMMUSUTBIK CKPUHUHT 911CTePIiH KaXKeTTiTIT1H
KOpCEeTIN OTHIp. ¥PBIK NaMYbIHBIH KeMiCTiKTepi
Oap Oonynma ypeiktapaa JlayH CUHIAPOMHBIH

naiina (12,8%) xpoMocoMaHbIH KYPBUIBIMABIK XkoHe — Kapuotumi  70,7%  kargaiga  KypalTbIHBIH
MO3aWKaIBIK TYpiepi JkoHe 18 XpPOMOCOMAaHBIH  KOpPCETeIi.
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