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Cytogenetic studies of married couples having children with Down’s disease
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Knprunscknii rocygapCTBeHHbIN MEANLMHCKNN MHCTUTYT NEPEnoAroTOBKU U NOBbILLEHNS KBannudukauumm, bulikek, Knprusmns

IuroreneTuyecku odcienosanbl 320 aeteii ¢ 6oe3nbio Jayna u ux pogurenn. B 8,75% ciiyyaes y o1HOTO U3 CYNPYTOB BbISIBJIEHBI
AHOMAJIM XPOMOCOM, B TOM YHCJIe 9KCTPeMAJIbHbIE BAPHMAHTBI AKPOLIEHTPHYECKHX XpoMocoM (5%), mepuieHTpHIecKHe HHBEPCHH
9 xpomocomsl (2,1%), podeprcoHoBckue Tpanciaokanuu ¢ yyacruem 21 xpomocomsi (1,56%). IIpocras Tpucomus 21 XpoMocombl
obnapyxena y 87,19% nereii, mo3anunblii Bapuant — y 8,13%, podepTCOHOBCKHE TPAHCIOKAMH C y4acTHeM 21 XpoMocoMbI —
vy 4,37%. ¥ 1 (0,31%) pedenka BbisiBlIeHO coYeTaHue TpUCOMUU Xpomocombl 21 ¢ cunapomom Knaiideasrepa - 48, XXV +21.

Karouesoie crosa: demu, cynpysceckue napvl, GHOMAUU Xpomocom, 60ae3us Jlayna, mpanciokayus, HapyuleHus penpooyKyuu.

Three hundred and twenty children with Down’s disease and their parents were cytogenetically studied. Chromosomal anomalies,
including the extreme variants of acrocentric chromosomes (5%), pericentric inversions of chromosome 9 (2,1%), and, Robertsonian
translocations involving chromosome 21 (1.56%) were revealed in on of the couples in 8,75% of cases. Simple trisomy 21 was
detected in 87,19% of the children, the mosaic variant was found in 8,13%, and Robertsonial translocations involving chromosome
21 was present in 4,37%. One (0,31%) child was found to have trisomy 21 concurrent with Klinefelter's syndrome — 48, XXY +21.

Key words: children, married couples, chromosomal anomalies, Down’s disease, translocation, reproduction disorders.

WTOTCHETMUECKUMM ~ METOIaMH  OOCJICIOBAaHbI

960 yenoBek, B ToM uucie 320 gereil ¢ GOJIE3HbIO
JayHa u 640 ux ponuteneii (320 cynpyskeckux map). Mc-
CJIeZIOBaHMS OCYIIECTBICHBI B KMPrU3ckoM HaydyHO-HC-
CJIeI0BATEILCKOM MHCTUTYTE aKyIIepCTBa U TICAUATPUN B
nepuon ¢ 1979 mo 2004 1.

B penpoaykruBHoM aHamHe3se y 320 cynpyxecKux nap
obi1a 1061 6epemenHocTh. M3 Hux 288 (27,14%) 3aKoH-
YUJIUCh CaMOTIPOU3BOJIBHBIM abopToMm, 453 (42,70%) —
poxneHueM 3popoBoro pederka u 320 (30,16%) — pox-
neHvueM pebeHka ¢ 0ozesHblo JlayHa. B cpenHem omHa
cymnpyxeckas rmapa umesna 3,3 6epeMeHHOCTH.

IMpu muToreHeTMyeckoM obciemoBannu y 28 (8,75%)
CyNpyroB ObUIM OOHApYyXeHbl aHOMaJIMU XpoMocoM. M3
HUX B 16 (5%) ciyyasix BCTpeJaancCh SKCTpeMasbHBIC
BapuaHTBl aKPOIIEHTPUYECKUX XpoMocoM, B 7 (2,1%) —
MepulieHTpUYECKe NHBEpcUr XpomocoMbl 9 (pl1:ql13),
B 5 (1,56%) — pobGepTCOHOBCKHE TPAHCIOKALIMU C ydac-
TUEM XPOMOCOMBI 21.

OTMe4YeHBI TEHICPHBIC pa3inyus. JKeHITUHBI-HO-
CUTEJIM XPOMOCOMHBIX aHOMaIWil coctaBuiu 64,29%
(18 xeHmmmH), MyXXuyuHbl — 35,71% (10). Takum obpa-
30M, HOCHUTEJICH XeHIIMH ObLIo Oosbine B 1,8 pasa, yeM
HOCUTEJICH OTIIOB. DKCTPeMaJIbHbIC BAPUAHTHI aKPOIICH-
TPUYECKUX XPOMOCOM ObLIM BbIsIBJICHBI y 10 U3 18 XeH-
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Anpec a5 koppecnonaenunu: Kapoin6aesa buburions Mbip3akmMaTtoBHa —
acIiMpaHT KMpI‘I/I3CKOFO TOCYIapCTBEHHOI'O MEAUILIMHCKOIO MHCTUTYTA Iepe-
TIOATOTOBKHU U ITOBBILIECHU S KBaJ'll/[Cbl/lKaLll/ll/l

720051 Kuprusckast Pecniyonuka, r. buinkek, yi. Canuena 145-53

WH 1 'y 6 13 10 My>XKUrH, IEPUTICHTPUICCKIE MHBEPCUT
xpomocoMbl 9 (pl11:q13) — y 4 XeHIIUH U y 3 My>KUMH,
POOEPTCOHOBCKME TPAHCIOKAIINY C YYaCTHEM XPOMOCO-
Mbl 21 — y 4 XeHIIMH U Y | My>KUMHBI.

W3 320 pereit ¢ Gose3Hblo [layHa mpocrtasi TpUCO-
MUST XpOMOCOMBI 21 Gbla obHapyxkeHa y 279 (87,19%),
MO3anvyHbI BapuaHT — y 26 (8,13 %), poGepTCOHOB-
cKasi TpaHCJOKallMsl C YYyacTUEeM XpPOMOCOMbI 21 —
y 14 (4,37%). Y 1 (0,31%) pebeHKa BBISIBIeH BADUAHT CO-
YeTaHUs TIPOCTON TPUCOMUU XPOMOCOMEI 21 ¢ cHHIpO-
moM Knaitndensrepa 48, XXY +21.

Cpeau Hocuteseil TpaHCJIOKAIlMOHHbIX BapUaHTOB
6one3nu JlayHa manpuuku coctaBunu 57,14% (8), ne-
Boukn — 42.86% (6). B 5 HaOMOAEHUAX 3TH BapUAHTBI
OblIM yHac/leJ0oBaHbl, B 9 — BO3HUKIIM CIOPAJAMYECKHU
(de novo). HaubGoJipliiee KOJMUECTBO CiIydyaeB COCTaBUIa
TpaHcaokauus t(21:22)+21, odHapyxxeHHas1 y 7 HOCUTe-
neii. Tpancnokanus t(14:21)+21 BcTpeuanach y 5 HOCU-
teseit, TpaHciokanus t(21:21)+21 —y 2.

TakuMm o06pa3zoMm, HccliemoBaHWE TOKA3aJl0 YaCTYIO
BCTPEYaEMOCTh CaMOITPOM3BOJIEHBIX a0OPTOB B pEITPO-
IYKTUBHOM aHaMHe3¢ CYIPYKeCKUX Map, MMEBIINX JeTei
¢ 6osie3Hblo JlayHa. YTouHeHa J10Jid CylpyroB ¢ aHoMa-
JTsIMU XpoMocoM (8,75%), ipuyeM HOCUTETE KEHIITUH
BbIsIBJIEHO B 1,8 paza Gosbliie, yeM MyxXuuH. Cpeau 1u-
TOTCHETUYECKUX BapMaHTOB y neTeil ¢ 6ose3Hbto JayHa
MpeBAIMPOBaJIa IpocTast TPUCOMUst XpoMocoMbl 21. Cpe-
IV TPaHCJIOKALIMOHHBIX (opMm Tipeobiamanu (64,29%)
CITOPaTNYCCKUE CITydau.

IMoctynuna 11.06.09

POCCUNCKWIA BECTHUK NMEPUHATOJIONMN U MNEAVNATPUU, 6, 2009
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