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PE3YABTATBI MOAEKYASIPHO-TEHETUYECKOTO OBCAEAOBAHUS AETEN
C AUCIIAA3USAMU COEAMHUTEABHOW TKAHU

LPTrBOY BI1O Boenno-mepununckas akapemust uMm. C.M. Kuposa Muno60poHs! PO,
20TBY HUU akyuiepctBa u tuHekororuu um. A.O. Orra PAMH, CankTt-TletepOypr

OGcaenoBansl 76 mereil ¢ KOMILIEKCOM IMIPU3HAKOB auciiasuu coegquHuteasuoin Tkauu (JICT), onpemeine-
HbI reHeTnyeckue noanMopdusmel (I'Il) renos kosnarena 1-ro Tuna ol (COL1A1 rs 1800012), Taql rena
peuentopa Buramuna D (VDR rs 731236), uaruduropa axkruparopa miasvmuHorena 1-ro tuma (PAI1),
YacTOTa reHOTHIIOB I'eHOB IETOKCHKAIIUN KCEeHOOHOTUKOB — riayratuonrpancdepas (GST T1, GST M1) u
apunamuH-N-aneruarpancdepassl (NAT2). dynkumonaasHo HebaaronpuaTasie ajanenau (reast COL1A1
u VDR: annenu s u t coorBercTBeHHo), a Takske reHpl GST M1 («nyaeBoii» remotun 0/0), NAT2 («mexn-
JeHHbIe» s-asienu) u reH PAI1 (6s1cTpsrii renorun 4G/4G) He UrparoT CylmecTBEHHON POJIU B ITaTOreHe3e
JCT. Yacrora «HyJaeBoro» renorumna mo reny GST T1 y gereii ¢ [ICT npeBbIniaeT TAaKOBYIO B HOILYJISINH
(44,1 n 19,3%). ¥ nmereii ¢ JICT renorun TT Taql I'll rena VDR (rs 731236) BcTpeuaerca peske, a rerepo-
3UTOTHBIN BapuaHT (renotun Tt) yamie, yem B rpyrme cpaBHEeHUA.

Knrouesvie cnosa: ducnna3us coeOuHUMeENLbHOUL MKAHU, 2eHeMUYeCKUL NOAUMOPPUIM, 2eHbl OemOKCU-
Kayuu.

Genetic polymorphism (GP) of collagen I type al (COL1A1 rs 1800012), Taql gene of vitamin D recep-
tor (VDR rs 731236), plasmionogen activator inhibitor type 1 (PAIl) and rate of genotypes of xenobitics
detoxication — glutathione transferases (GST T1, GST M1) and arilamine-N actetyl transferase (NATZ2)
were determined in 76 children with complex of connective tissue dysplasia (CTD) signs. Functionally
unfavourable alleles (genes COL1A1 and VDR, alleles s and t correspondingly) and also genes GST M1
«zero» genotype 0/0), NAT2 («slow» s-alleles) and gene PAI1 («rapid» genotype 4G/4G) do not play sig-
nificant role in CTD pathogenesis. Rate of «zero» genotype of GST T1 gene in children with CTD is more
than in population (44,1% vs 19,3% ). Rate of genotype TT Taql GP VDR gene (rs 731236) in children with
CTD is less than in population, but rate of heterozygosity (Tt genotype) was more than in control group.

Key words: connective tissue dysplasia, gene polymorphism, genes of detoxication.
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