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MaumenT: TECT TECT TECT Ne 3aaBku
Bo3spacT: r. p—
Mon: —
[arta B3aTtus: ——
[aTa BbINOMHeHUA: Buomarepuan: Kpob ¢ 9ATA ]
MeTopa: MNupocekBeHMpoBaHue _—
OuarHoctuka cuHgpoma Xunbbepa (MyTaumsa reHa UGT1)
leH HavmeHoBaHue reHa BapuaHT [eHoTvn Puck
Monunentng 1A cemencrea UGT1A1*28; - o
UGTIA YO®-rntokypoHunTpaHcgepasbl 1 g.4963_4964TA 1728 MoBbILLEHHEIN

Pacuwucgppoeka puckos: puck «lpomekmugHbiti» — OR 0-1; puck «CpedHernomnynsyuoHHbil» — OR 1; puck «llosbiweHHbItl» — OR 1-3; puck «Bbicokuli» — OR 3-5.

3aknto4veHue:

'eH UGT1A1 koaunpyeT depMeHT ypuanHandocoaT-rioKypoHo3unTpaHcgepasy, KoTopbiin npespataeT nMnodurbHble MONEKYbl B
BOOOPACTBOPMMbIE, 3KCKpeTMpyemble meTabonuTbl. Hannune sapmnanta UGT1A1*28 B reTepo3nroTHow dhopme (reHotun *1/*28) cHuxaeT
akcnpeccuio reHa UGT1A1, 4TO NPMBOANT K HE3HAYUTENbHOMY CHUXKEHWIO aKTUBHOCTU hepMeHTa ypuavHamdocdaT-rioKypoHunTpaHcdepasbl
(80 60-80%). Y reTepo3nroTHbIX HOCUTENEN MOXET NPOSABMAATLCA KNWMHMKA cnHgpoma Xunbbepa noa aencrevem HebnaronpuATHbIX hakTopos
(cTpecc, ronogaHve, obe3BoxuBaHue). B criyyae KOMOUHaLuUK BbISIBIIEHHOTO reHoTuna *1/*28 ¢ opyruMm natonorMyeckuMy BapuaHTamm reHa
UGT1A1, KyMynsTUBHOE KMMHWYECKN 3HAYMMOE CHIDKEHNE aKTMBHOCTU chepmeHTa MmoxeT gocturatb 30%, YTO NPUBOAUT K MPOSBIIEHNIO CUHAPOMA
Xunbbepa. BoisiBneHHbIn reHoTun *1/28 reHa UGT1A1 cBSi3aH € NOBbILLEHHBIM PUCKOM pa3BuTUs cuHapoma XXunsbepa.

®DYHKLMUU FeHOB:

Fen UGT1Al Nonunentup 1A cemencrtea YO®-rnokypoHuntpaHcdepasbi 1

Fen UGT1A1 kogupyeT ypuamHandocdaT-rniokypoHunTpaHcdepasy, epMeHT npoLecca rMioKypoHM3aLmmn, KOTopbI NpeBpallaeT HebonbLuve
nvnodunbHbIe MONeKysbl, TakMe Kak ctepongbl, GUNMPYOuHbI, TOPMOHBI M NTEKapCTBEHHbIE Npenaparsbl, B BOAOPacTBOPUMYO (DOpMY, NPUTOAHYHO
Ons akckpeuun. [aHHbIi hepMeHT ABNSIETCA OCHOBHbIM B MeTabonusme GunupybuHa. Mytaumm B reHe UGT1A1l obycnaenveaioT passutue
HacreaCTBEHHbIX HEKOHBIOTMPOBaHHbIX TMNepounMpy buHemuin, KoTopble BKIOYatoT B cebs: cuHapom Xunbbepa, cuHapom Kpurnepa-Hanspa | n
1 TMnoB..

OpobpeH

TNuuensws: 11041-01137-77/00368418 ot 23.09.2020 r.

Cuctema ynpaBrneHus 1 MeHemkMeHTa kavectBa nabopartopumn ceptuduumpoBaHa no craHgaptam FOCT P UCO 15189.

JlaBopaTopus perynsipHO NPOXOAUT BHELLHIOK OLIEHKY Ka4yecTBa KIMHWUYeCkyX nabopaTopHbIx uccrefoBaHuii no otedectBeHHbIM (PCBOK) n mexayHapogHbim (RIQAS, RfB, ERNDIM)
nporpammam. OO0 «XpomcycTemcllab» siBnsieTcst UneHom accoumaumm "denepaums JNabopatopHort MeaunuumHbl”, cotpyaHmkn OO0 «XpomeyicTemcllab» BXoasT B COCTaB KOMUTETA MO
XpomatorpachuyeckiM MeToaM UCCMeAoBaHNiA U XpOMaTo-Macc-CreKTpOMETPUN.

JERNDIM, || £ T AT & RIQASE

CUASTY ASSULANCE I USORATORY TST9G 1R 104

PSSyJ'IbTETOB I/ICCJ'IS[J,OBEHVII;I HEeOOoCTaToOuHO AnA MOCTaHOBKW AnarHosa.
ObssatensHa KOHCynbTauusa nevailero spava.
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