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Mon: XeH

Bospacr: 24 ropa

MH3: 999999999

[aTa B3aTus1 obpasua: 08.02.2022

[aTta nocrynnenusi obpasua:  09.02.2022

Bpau: 11.02.2022

[aTa neyaTtun pesynbrara: 28.04.2022
NccnepoBaHue PesynbTaT KoMMeHTapwuii
CvHapom Xunbbepa 7TA/7TA OBHapy>keH reHOTUMN C AOMOSIHUTENBHON AMHYKIEOTUAHOW BCTAaBKOW
UGT1A1 (TA) B roMO3UroTHOMN thopMe.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHWE UCCNea0BaHUS COAEPXKUT CChISIKY Ha CTPaHWLY cainTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0OBAHUS
VIH3 999999999

®.1.0., 1998 1. p., obcnenoBanace B OO0 «HezaBucumas naboparopus MHBUTPO» ¢ uensio
BbIsiBiieHUs1 MyTanuu B reHe UGT1A1 (tect Ne 7003UQG).

Cunapom Kuabodepa:
e UGT1A1 (c.862-6799 862-6786(TA)n) — UPD-rmoko3unrpancdepasa .

B pe3ynbprare MOneKyIIpHO-TEHETHYECKOT0 MccieqoBanus ObuT mpoananu3upoBan reH UGT1AL,
OTBETCTBEHHBII 3a BBIPAOOTKY QepmeHTa ypuauHaudocoarrmokyponnaassl (YAD-I'TI),
HE00X0AUMOro Juisi mpeoOpa3oBaHMsl TOKCUYHON (Ppakiuu OMiaMpyOuMHA B BOJOPACTBOPUMYIO B
kieTkax nedenu. [Ipu o6Hapyxennn nckomoi mytanuu B rene UGT1AL B romo3urotHoit hopme
aKTUBHOCTbH (D€pMEHTA 3HAUUTEIILHO CHIXKAETCS, YTO MPUBOJIUT K pa3BUTHUIO cuHIpoMa JKunsoepa.

B xozne nposenenust JIHK-nuarnoctuku oOHapysxen renotun 7TA/7TA. HacTtoTa BcTpeyaeMoCTH
JAHHOT'O T€HOTHUIIA B €BPONEICKON U a3MaTCKOM nomnyisauun cocrapiseT 2-10%.

Takas xomOunamus ameneit reHa UGT1ALl cBoiicTBeHHA TOMO3UTOTHBIM HOCHUTEISIM MYTallHH,
KOI/Ia MyTallusi COJEPXKHUTCS B OOEHUX XPOMOCOMAax TrOMOJIOTMUHON mapbl. OOHapyXeHHBIC
U3MEHEHHS TIOATBEPXKIAIOT TUArHO3 cuHApoMa JKuinpbepa ¢ MOJeKyIIpHO-TEHETUHYECKON TOYKU
3penus. ['eneTnueckuii qedekT pacnosiokeH B mpomotopHoi oomactu reHa UGT1AL. B Hopme 06a
amtens rena UGT1ALl comepkat He Oomee miectu TA moBTopoB (6TA/6TA). YBenuuenue
konmuectBa TA noBTopoB (7TA/7TA) Benet Kk 3HAUUTEIIBHOMY CHUKEHUIO dKCIIpeccruu (padoTh)
reHa U, KaK CIeJCTBUE, K CHIKEeHHIO akTUBHOCTU (pepmenTta YID-I'T1. B pe3ynbrare He Bech
TOKCUYHBIN (HenpsiMoil) OWIMpyOMH TNEepexXoAuT B BOAOPACTBOPUMYIO Gopmy (TpsiMoid
ownmnpyOun). Iloxg Bo3melicTBMeM TakuxX (AKTOPOB Kak (u3Myeckas Harpys3ka, ajIKoroJib,
roJjiolanne, MH(pEeKIMOHHBIEC 3a001€BaHus (HAaIPUMED, TPUIIM ), TPUEM HEKOTOPBIX JIEKAPCTBEHHBIX
npenapaToB pa3BUBAIOTCA KIMHUYECKUe nposiiaeHus Cunapoma Xunnoepa.

KnuHuyeckyto KapTHHY COCTaBISIeT TEPUOJIMYECKasl YMEpPEHHas JKENTyXa, B CIIEJCTBUC
YBEJIMYCHHSI B KPOBH YpPOBHS OminpyOMHAa (B OCHOBHOM 3a CUET HENpPSIMOW ero (Qpaxiun),
aCTEHUYECKUH CUHAPOM (OBICTpasi yTOMIISIEMOCTh), TUCIENCHYECKUE sBIeHUs (IUCKoMpOpT B
npaBoM Tonpedbepbe). KenTyxa MOXKET OBITh XPOHHYECKOW WM DMH30JAMYECKON, He
COTPOBOXKAAETCA 3YJAOM KOXKH.

[Iporno3 OnaronpusatHeid. Jltonu ¢ cunapomom JKunbOepa NpakTUUECKH 3A0POBBI U PENKO
HY)KJIAIOTCSI B JICUEHHUU. XOTS THUNEPOMIMPYOMHEMHUS COXpaHSAETCS TOKU3HEHHO, CHUHIPOM
Kunv6epa HE conpoBoxkaaeTcsi HOBBILIEHUEM CMEPTHOCTH.

Pexomenpanun



UToOBI CBECTH K MUHUMYMY MPOSIBIICHUE KIMHUYECKUX CUMITOMOB, CIEIUATBHOTO JICUCHUS HE
TpedyeTcs. Heobxoaumo npuaepKuBaThCst 10BOJIBHO MPOCTHIX MPABUIL:

1. CobmronaTh nuety (OrpaHMYCHHE KUPHOU MUK U TIOTHBIN 0TKa3 OT aJIKOTOJIs);

2. CobmroiaTh peXUM TPy/ia U OT/IBIXA,;

3. Cnenyet u3berath ype3MepHOi (PU3NIECKO HATPYy3KH;

4. ITpoTHBOMIOKA3aHO TOJ0aHUE, OOJBIIKE MEPEPHIBLI B TPUEME MUIIH U BOJIBL;

5. ®epment YAD-I'TlI yyactByeT B MeTabOIM3ME TaKUX JIGKAPCTBEHHBIX BEIIECTB, Kak:
aHAOOJMYECKNE CTEPOWIbI, TIIFOKOKOPTHKOWBI, CTPENTOMHUIIMH, KO(PEHH, IMapareraMo,
UPUHOTEKAH | psifa IPYruX MpenapaTroB, MO3TOMY MX MPUEM MOXKET IPHUBECTH K MaHU(ECTaIluN
cunapoma XKunnoepa;

6. HaGmonenue y remarosora u racTpo3HTeposiora (pu He0OX0AMMOCTH MOA00p JIEKApCTBEHHOM
Tepanun);

7. N36erath mpréma rernaroTOKCUYHBIX MPETapaToB.

VYuuThIBas MOJyYEHHBIH PE3yJIbTAaT, MOXKET ObITh PEKOMEHIOBAHO aHAJIOIMYHOE O00CIIeJOBaHHE
POACTBEHHUKOB ITAIIMEHTA IIEPBOM U BTOPOM CTENEHH POJACTBA.

JInst moay4yeHus JOMOJIHUTENbHOW MH(OpPMAMU MO PE3yJIbTaTaM MPOBEAECHHOTO HUCCIEI0BAHUS
PEKOMEHYETCSI KOHCYJIbTAlMs Bpada-TeHETHKA.

K.M.H., Bpau-TreHeTHK ML.IL. / [loanuce Bpaua



