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BBeneHne MaTepwuanbl 1 MeTofpbl

[To cTtatuctuke nuwb 70% nwgen npoABMAKOT HOPMAaSiIbHYHO peakuuto Ha
npenapartsbl oA obesbonmeaHnA. Y 15% oTmeyaeTcA CHMXXEHHaA YyBCTBUTE/IbHOCTD,
ay 15% - rmnep4yBCTBUTENBHOCTb.

Nccneoyembin mHom reH UGT oTtBevaeT 3a meTabonmam MpoayKTOB pacnaga
CHOTBOPHOIroO B OpraHm3ame 4enoseka. M3ydyeHne myTauuun onpenesieHHbIX reHOoB,
KOTOpble BVAKOT Ha BOCNPUATME NEeKapCTB, MNOMOrarT MNPaKTUKYHOLWMM Bpadam
npaBunbHO noabupaTb npenapart M OO3UPOBKU K OMpeneNieHHbIM naumeHTam,
co3fgaBaTb HOBble nekapcTBa — boniee 6e3onacHble N 3P EKTUBHbBIE.

_ oOkcTpakuys IHK AHAING
Lenb uccnepgoBaHua: Mayunte nonumopdpunambel reHa UGT y nmauneHToB, KOTOPbIM naLeHTa OCIEMI0BATENbHOCTH TeHa

OblS1 BBEOEM CHOTBOPHbLIM npenapat - nponodon. OnpenennTb BANAHNE HA CKOPOCTb UGT
BOCCTAHOB/IEHMNA KOrHUTUBHbBIX (OYHKLMW

[lponodon - KOPOTKOOAEUCTBYKOLLEE CHOTBOPHOE B-BO, MNpeaHasHayeHHoe Ans
BHYTPUBEHHOIO BBEOEHUSA.

[Tponodon Bo3gencTByeT Ha nunugbl B MeMbOpaHax HEPBHbIX KJIETOK, YTO HapyllaeT
paboTy MOHHbIX KaHanos.. [Nepegayva nmnynbca Yepes3 NOHHbIE KaHaslbl HE MPONCXOOWT.
N3yuvaembin Hamn reH UGT1A1 kogupyetr depmeHT UGT1A1. [aHHbin depMeHT
SABNSIETCA OOQMH N3 BCEX (PEPMEHTOB, OTBeYalLWMx 3a nepepaboTky CHOTBOPHOro B
OopraHmM3mMe 4enioBeka nocre ero AencTeus.

5 BOCCTaHOB/IEHUE peyun n
oTBE€Ta Ha KOMaHAbl

Onpepenenre reHoTuna
naLmMeHToB

LLlecTb noBTOpOB TMNH-ageHuH (TA) B obnactu npomoTtopa A(TA)6TAA coOTBETCTBYIOT CONOCTaRNEHME AHAIE BCTDEYAEMOCTH
HopManbHON OYyHKUMOHaNbHOU akTuBHOCTU hepmeHTa UGT. lNNpn BCTaBKE cegbMoro Pe3yNbTaToB aHanmMsa v FEHOTUMOB
TA-nosTtopa A(TA)7TAA yxyOlaeTcsi CBA3bIBAHWE C TPAHCKPUMLMOHHLIM (haKTOPOM, VISR, AarHE

B pe3yfibTaTe 4Yero YMEHbLUAETCS 3KCMPEeCcCUsl reHa, UYTo BeOET K CHUMKEHUIO
PyHKUNOHANBbHOW aKTUBHOCTU EepMeHTa, KoTopasa MposaBMSAETCA Henpsimoun

FOMO3IUTOTHI

FI/II'Iep6|/|J'||/|py6|/|HeM|/|e|‘/’|_ VlHd)OpMaLWIOHHa;I cripaBkKa AOMHHaHTHas R —— FETEPO3UIOTA
BaprnaHTbl MONEKYNAPHO-FEHETUYECKOr0O aHanmsa Mory 6bITb CleayoLWMMUN: [MnepbunupybrHemmnsa -sTo COCTOHAHUE 117
1. UGT1A1 (TA)6/(TA)6 — HOpManbHbIN («OUKUNA») FEHOTWN. yeyioBekKa, KOTOpOe CconpoBOXAaeTcH
2. UGT1A1 (TA)6/(TA)7 — reHotun c yBenndyeHnem TA-NOBTOPOB B reHe NOBbILLEHHbIM YPOBHEM OUNMPYbuHa wnu
B reTepoO3nroTHOM COCTOSIHUN. NPOOAYKTOB pacnaga apuTpoLnTOB B KPOBMW. i 2 A
3. UGT1A1 (TA)7/(TA)7 - reHotun c yBennyeHumem TA-NOBTOPOB B reHe I 1 1
B FTOMO3NTOTHOM COCTOAHUMN. bl Ll oL i B
Pe3yn bTaTbI [eHOTMNbI NAUMEHTOB
/6 4enoeBek OblI1O nporeHoTunuposaHo no nonumopduamam redHa UGT1A1. M3 Hux BobigBunocb 40 Bcero Bbi6OpKa — 76 uenosex.
npencrasuTeNien JOMUHAHTHLIX TOMO3UIroT Mo annenn gukoro tuna. Y 31 nauuieHTa BbISBUICS reTEPO3UTrOTHbIN
reHOTUM, Y 5 YeNOBEK BbISIBJIEH PELLECCUBHbIV TOMO3UIOTHbIVM FrEHOTUMOB aslfieNii MyTHaAHTHOroO TuUna. . 6/6 — [lommHaHTHbie

rOMO3UroThbl, oba reHa AUNKOro
THUMNa.

B npouecce nccnepgosaHus 6binv npegocTaBneHbl Mef,. JaHHble, KOTopble NoKasblBasv, HACKONbKO ObICTPO Mo
BPEMEHN MauueHT BOCCTaHaB/IMBAETCS [MOC/e HapKo3a, Kak ObICTPO BOCCTaHaBNMBaNINCb KOMHUTUBHbIE
hbyHKLUMKN: CO3HAHWE, peyb 1 OTBET Ha KOMaHbl.

6/7 — [eTepo3unroTbl, UMeLoT
OAWH ANKUW reH, oaAnH
MYTAHTHbIN.

Flpm pacCMOoTpeEHNN KOIMHUTUBHbLIX (byHKLI,I/IVI Mbl BblOein AOBe Karteropmm. BOCCTaHOBJIEHNE CO3HaHUA W«

BOCCTaHOBJ1IEHUNE pPeYN N OTBETA HA KOMaHObl. 727‘Pe'-*ecc”'3“a" fOMOSHUICTE,
) o . 00a reHa MyTaHTHbIE.

B ka>kgon n3 ABYX KaTteropmm Mol Bblaennnin eLlie 3 TP NreHOTUNMNYECKNX rpyrnnbl, 4YTOObI NpPoaHa/IM3NPOoBaTb

3dBNCNMOCTb BpeMEHIN BOCCTAHOBJIEHNA OT HaJTIMYNA ONMpenesieHHbIX annenen. _
30CCTaHOB/IEHUEe CO3HaHUA

[[eHOTUN onpenenseT Hanuuue annenen No QUKOMY UM MyTaHTHOMY TuMy, OT Yero 3aBUCUT SKCNPECCUBHOCTDb NpeacTasuTenn MpepcTaButenm
nccnepyemoro pepmeHta (UGT1A1). PaccmaTprBaem Kateropmio BOCCTAHOBNEHUSA CO3HAHUS: Y AOMUHAHTHBLIX AOMMHAHTHbIX MpeAcTasuTenu PELECCUBHDIX
rOMO3WIrOTHBIX MaUMEHTOB MNpeobnafaeT BPeMsi BOCCTAHOB/IEHWS CO3HaHUS 7-8 MUHYT (63%). MaumeHTbl C rOMOSHTOT STEROSHIRT OMEITET
reTepo3nNroTHbIM reHOTUNOM OEMOHCTPUPYIOT pasHoobpasune rno BpeMeHN BOCCTAHOBNEHUSA - 7-8 1 9-10 MUHYT 30

(61% 1 35% cooTB.). Y npeacrtaBUTENEN PELECCMBHOIO rOMO3UrOTHOIO reHoTuna Habnogaetcsa npeobnagaHne
BpeMeHN BoccTaHoBfieHMs 7-8 MuHYT (80%). PaccmaTtpusasi BTOpPYIO KaTeropuo - BOCCTaAHOBJIEHNE peyun r
OTBETA Ha KOMaHbl, Y AOMWUHAHTHbLIX rOMO3UroT Habnogaetcsa npeobnagaHne spemenn 9-10 mmnyT (57%) , HO
Tak>xe 60nbLYH YACNEHHOCTb COCTaBNAT NaUUEHTbl C BpeMeHeM 8 MUHYT (15%).

30CCTaHOB/ICHME PEUM W OTBETA HA KOMaHAbl Y naymeHToB, MUMEIOLLNX FreTEPO3UrOTHbBIN MrEHOTUNM, ® 7-8 MUH ® 7-8 MuH ® 7-8 MuH

NpeactaButenm NpeactaButenu 4yncno nwaen, BOCCTaHaBNMBAalOLWMNX pedyeBble 2;1101MMH 2;1101MMH 2;1101MMH

AOMUHAHTHbIX [Npeacrasutenu peLeCcCUBHbIX q)y HKUWWN B TeydyeHue 11 m 9 -1 O MWH yT, n=40 n=31 n=5
roOMO3UroT reteposunroTr rOMO3uUroT

npakTudeckn pasHo (52% n 48%). Y naumeHTOB C
peLeccuBHbIM TeHOTUMOM npeobnagaeT BpemMs J3aKJIlOUeHue

BoccTaHoBneHunsa 9-10 mmHyT (80%).
yT ) ® OcBoeHbl OCHOBHble MeToAabl aHanmsa OHK.

[TporeHoTMNMPOBaHbl BCe NauuMeHTbl BbIBOPKON 76 4enoBek.
[Nony4eHbl AaHHbIe O reHOTUNe Kaxkaoro naumneHTa.

@® [lpy cpaBHEHMN [aHHbIX FEeHOTUMMPOBAHUS U BPEMEHU
BOCCTAHOBNEHNSA KOTFHUTMBHbIX (PYHKLUMI Mocne BBeOeHWs
npodonona, 661710 BbIABIEHO BNUSHHNE reHOTUMNa Ha CKOPOCTb
BOCCTaHOBJIEHUS.




