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PesynbraTbl uccrnegoBaHum

MauneHT Mon xxeHckun  Bospact 34
3akas O.n.m.
MokasaTenb Pesynkrart PechepeHCHbIN nHTepBan

MoneKynsipHo-reHeTU4eCKue uccrenoBaHus

[00825] CuHapom Xunbbepa (pacuMpeHHOe reHeTU4YeCcKoe UccriefoBaHMe): onpeaersieHne MHcepuum (BapuaHTta
UGT1A1*28) B npomoTopHou o6nactu reHa UGT1A1; UGT1A1 (UGT1A1*6); UGT1A1 (rs4124874) - kpoBb

UGT1A1*28 (7-TA insertion) 28*/28* - o4eHb BbICOKUWN pUCK

Hanwnune Bapmanta UGT1A1*28 B roMO3UIroTHOM COCTOSIHUM PE3KO
cHmxaeT akcnpeccuto reHa UGT1A1, 4To NpUBOANUT K CHMKEHUIO
akTnBHOCTM hepmeHTa YO P-rniokypoHunTpaHcdepasbl 40 25%.
HepoctaTouHOCTb hepmeHTa MOXET NPUBOANTL K 3HAYUTENBHOMY
NOBbILLEHWNIO YPOBHSA BunupybuHa. Hannune BapnaHta UGT1A1*28 B

BakntoueHne UGT1A1 (UGT1A1*28) romMo3uroTHor chopme noateepxaaeT agunarHo3 Cungpom Xunsbepa. B
crny4yae KOMOVHaUMM BbISIBIEHHOrO reHoTMna ¢ Apyrmmmn natoriornyeckumm
BapuaHtamu reHa UGT1A1, KyMmynaTUBHOE CHUXXEHWNE aKTUBHOCTU
depMeHTa MOXeT NPMBOAUTL K Bonee Tsbkenon gopme
rmnepounupybuHemMun. BoiseneHHbI reHoTmn *28/*28 rena UGT1A1
CBsi3aH C BbICOKMM PUCKOM pa3BuTusi cuHapoma XXunbbepa.

UGT1A1*6 (211G>A; Gly71Arg) *1/*1 - cpeaHenonynsUMOHHbLIN PUCK

BapuaHT UGT1A1*6 - yacTtas npuymHa passutust cuHapoma >Kunsbepa B
asunarckon nonynsaumun. Bapnant UGT1A1*6 cHMXaeT akcnpeccuto reHa
UGT1A1, 4TO NpMBOANT K CHUXKEHMUIO aKkTUBHOCTU cbepmeHTa YOO -
rMOKypoHUnTpaHcdepasbl. HegoctatouHoCTb hepmeHTa MoXeT
NPMBOANTDL K MOBLILUEHUIO YPOBHSA OMnupyburHa 3a cyeT HenpsiMou
dpakummn 1 passuTUio cuHapoma XKunbbepa. BbisiBNeHHbI reHoTmn *1/*1
BapuaHTa c.211 G>A reHa UGT1A1 He CBsi3aH C NOBLILLIEHHBLIM PUCKOM
pa3BuTua cuHapoma XKunbbepa.

rs4124874 (3279T>G) 60*/60* - 04eHb BbICOKMIA PUCK

Hanwnune BapmanHta UGT1A1*60 B roMO3UIrOTHOM COCTOSIHUM 3HAYNTENBHO
CHuXaeT akcnpeccuto reHa UGT1A1, 4To NpUBOLMUT K CHUXKEHUIO
akTnBHoCTM dhepmeHTa YO P - rmiokypoHunTpaHcgepasbl.
HepoctaTouyHOCTb hepMeHTa MOXET NPUBOANTL K MOBLILLEHNIO YPOBHSA
dununpybuHa 3a cyeT Henpsmon dpakumn. B crnyyae kombrHaumm
BbISIBITEHHOrO reHoTuna *60/*60 ¢ gpyrMMn naTonormyeckumm
BapvaHTamu reHa UGT1A1, KyMynaTUBHOE CHUXEHNE aKTUBHOCTU
depmMeHTa MOXeT NPMBOANTL K bonee Tsbkenon gopme
runepounupybuHemun. BoiseneHHbI reHotmn *60/*60 reHa UGT1A1
CBsi3aH C BbICOKMM PUCKOM pa3BuTusi cuHapoma XXunbbepa.

len UGT1A1 koaupyeT pepmeHT ypuavHamdocdar - rioKkypoHo3unTpaHcdepasy, KoTopbli npespaliaeT nMnodunbHbIe Monekynbl B BOAOPACTBOPUMbIE,
KCKpEeTUpYeMble MeTaGonuThl,

BakntoyeHne UGT1A1 (UGT1A1*6)

BakntoyeHne UGT1A1 (rs4124874)

Pe3ynbTaTbl UCCNefoBaHUI He SBMSIKOTCS AMArHO30M U MHTEPNPETUPYIOTCS Nevallmm
BPaYoOM C y4ETOM BCEX AaHHbIX O nauueHTe (nabopaTopHbIX, MHCTPYMEHTasbHbIX U
KITMHUYECKMX).
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