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Ceknus 3. [1pob.eMbr TCHETHKHN, MOJIEKY ISIDHOH OMOJIOTHH H DKO0/I0THH

3eprrey obbekTici pertinae Oananap/bii GHONOIHANBIK MaTepuanb — MepHPCPHIIIBIK KaHBI
Jlumoumrrepain Metadazanbik XpOMOCOManapel Typa CMEC 9/liC apKbilbl HKACANBIH/IbI. Mertag :
fpenaparrap kapbik  MukpockoObi  (Olympus BX43, Japan) apkpuel  seprrenai. Kapuotuiiep
KypacTelpyra apatini «KaryoFISH» (Vienna, Austria) Garnapnamace! KonanbIabI.

3cprrey  kymeichiiaa 2015 kbutbigza  KamGnur OONIBICTBIK  HCPHHATAIIBIK OPTAILIFLIH LM W
UHTOTCHETHKANBIK 3epTTCyre skibepiiren 126 aypy bananapabin KapuOTHITED] AHBIKTANABL. Onap/nis
iwinge 79 Gananapna KapHOTHIITEPI KaibinThl Gosipl. 47 Oananapna xpoMocomaibik aypynap Tabnin i |
Kannsl kesjecy sxkuimiri 37,3% xypaabl. ConbiMen Gipre, 43 Ganana Jlayn CHHAPOMBIHBIH TOMCH)I 11 (e
KapUOTHIITCPI aHBIKTANIAbL: TPUCOMHSIIBIK TYpi - 47.XY 421 — 17 (36,2%), 47, XX 421 — 13 (27.71%¥7
MO3auKanelK TYpl — 47, XY +21/46, XY -~ 7 (14,9%), 47,XX+421/46,XX - 6 (12,8%): 2 (4.3%) Oannya
DABAPAC CHHAPOMBIHBIH KapHOTHI: | TPHCOMMSUIBIK TYpi — 47 XX, +18 scone | MO3aHKAJIbIK 1ypi « 3
47XV, +18/46,XY: 1 (2.1%) 6anaaa Wepeuesckuii-Tepuep CHHApOMbL — 45.X;  Knaiindeimn.iep \‘:
CHHAPOMBIHbIH MO3aUKa/IBIK TYPi — 47,XXY/46,XY 1(2,1%) 6anana aHBIKTAI/IbI.

Conbimen. 3eprrey normkencpin Tajaay 6apLICBIHAZ XPOMOCOMAIbIK CHHAPOMAP/BIH. iutitjie /Ly
CHHIPOMbIHBIH OTC Ui KescceTinairt (91,5%) anbikrap, e

Foruvisiu ocemerwici: 6.2.x. Kanmazambemos A. M.
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YPRIKTBIN JlaMybiicia Tva GiTken dKAyapabl €pTC KCICHIHAC aHbIKTayna Kasipri kesicri aperain.ig
AHATHOCTHRANBIN OIPI — HHBA3HBTI CMeC OJliCTCPIe KaTaThin OMOXHMMSUILIK CKPUHUHT 601bIM Tabbui e (g
0% WULINA JICHT Cay YPHAKTBIH KaJIbINITACYbIHA bIKMAJ CTIT, KOFaMaarbl op Typui ACPTTCPAIH A/ it §
Wbl byn seprieyiic a1am KauHbig Capel CybIH/IaFbl apHalbl OMOXHMUSIBIK MapKepJICP KOJIaHbLU ki F
KYKTE OHCIIN I1a3MaIbIK nporcud-A (PAPP-A), apamubiyg XOPHOH/IBIK
cy06ipairi (AXI). asamMubIx aabgpadperonporennnt (ADI), 6oc actpuoi (E;).

JKYMBICTbIN  MakcaThl:  AThipay  KajiachiHbIH KYKTL  OHCILACD  yPBIFBIHBIN Aamy  akaysrapis 3
OHOXHUMHMATBIK  Mapkep.icpiHe lIPCHATAILIBI - CKDUHUHT  KYPri3y. 3epTrey  oGbCKTiCH peTiie mytﬁf
OHCN/ICPAIH Kak capbicybii1arbl PAPP-A, AXT, A®DI1 xoHe Ej Mapkeprcpi kosanbibl, E:

Broxumusuibik ckpummmr $:1100pOMETPHSITBIK anamusarop AutoDelfia anuapater apkpiisi LyfeCvele 475
KOMIIbIOTCPIiK Gar lapaamackl GoiibiHia (Wallac Oy, ®unnsuaus) seprrengi. 2

3eprrey Kymbichinia 2015 KbuIEbI OHOXUMUSAIBIK 3CPTTCYJICP HOTHXKCCI aJibIH bl. BHOX M i

FOHALOTPONHHHIH (OC Lt 1§

mapkepiiepl Goiibinma 15028 xykri diieire 3CPTTCY Kacanipl, OHbIH ilWwiHac akaywl Gap 108 KYKI afegg 3
KayinnTi TOMKa atbiinasl. OCkl TONTaFbl orenaepain 11 ypoirbina XPOMOCOMAIIbIK OY3bUILICTAD Gatithititius
Oubin itinge: 2 I-XpomocomaHbIH TpHCOMHSICHI 8 (72,2%) »xarnaiina (5-ac - 47XV, 421 3-3¢ - 47.XX.1 2}
18-xpomMocomaubin  TpucoMHsach | (9,1%) xarmaiina (47, XX,+18) xone KOCBIMIIA 2 sKyki1 af
YPHIKTAPBIHbIH - KADHOTHITEPIHIC KCJICCI  XPOMOCOMAIBIK Oysbinbictap Gaitkanabi: 47.XX.18
47,XXX (9,1%). Xpomocomaibik Oy 3bIIBICTAPABIH KaulTibl Kuiniri 10.2% Kypa/bl. ,

Kopbita aiitkanna, ypeik AaMYbIHAAFbl Tya OITKCH aKayJap/bl GHOXMMHANBIK MapKCPIapbl OOHLIHES
KYKTL OHenaepre ckpunmur wacan. KYKTI oHCiIepain KayinTi TOUTAPbIH AHBIKTAY 1A MaHbI3 L1 gl
aTKapabl.

Folabivu scemekwici: 6.e.x. Kauviaeantemos A. M.
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