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WccneposaHne PesynbtaT KoMMeHTapwit

Kpurnep-Hansp CM.KOMM. Pe3ynbTaT npunaraetcs Ha oTAeNbHOM bnaHke.

BHuMaHMe! B 3neKTpOHHOM 3K3eMnsipe 6/1aHka Ha3BaHUe UCCNE0BaHNSA COAEPXKUT CChINIKY HA CTPaHWLYy caiTa
http://www.invitro.ru/c onucaHnem nccnegoBaHus.

PGBYJ'IbTaTbI I/ICCJ'IELI,OBaHI/Il\/'I He ABAKTCA ANarH030M, Heobxoauma KOHCynbTalunsa cneumnanncra.

M.. / Noanuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1083/7719/
http://www.invitro.ru/

SAKVIIOYEHHUE

MH3 999999999

[Tarmment, 2017 r1.p., ob6caenoBatack B 000  «HE3ABUCHUMAZ
JIABOPATOPUA «MHBUTPO» ¢ 1enpl0 moucka MyTaluid BO BCEX DK30HAX U
aHanuza npomoTopHoil obOmactu reHa UGTI1AI, npuBomsmmx K pa3BUTHIO
cunapoma Kpurnepa-Haitsipa u cunapoma Kunsbepa (mpoduis Ne 7010 UG).

B 3axnouenuu ucnonvyromes ciedylouwjue mepmMunbl :

Tomosucomnoe cocmosnue (HOCUMENLCMBO)— COCMOANUE, NPU KOMOPOM 004 2eHa 8 nape (8ce 2enbl y
uenoeeKd napHule) A6NAIOMCs AUOO HOPMATLHBIMU, TUOO MYMAHIMHLIMU

I'emepo3suzommnoe cocmosmue (HOCUMENbCMBO) — COCMOAHUE, KO20a 0OUH 2eH U3 Napbl HOPMALbHbIU, d
8MOpoll — Hecem 6 cebe Mymayuio

Cunopom Kpuenepa-Haiiapa (CK-H) - wuacredcmeennas = 310KauecmeenHas HeKOHBbIO2UPOBAHHAS
eunepounupyburemust. 06yciosien mymayusmu 6 kooupyioweu nocieoosamensrocmu cena UGTIAL, umo npusooum
K 06pazo6anuio HenoIHOYeHHO20 epmenma ypuourougochameniokyponudassi 1, komopwii paspywaemcs. /s CK-
H xapaxmepno nonnoe omcymcmeue uiu cywecmeennoe chudicenue gepmenma YID-I'T1 6 xnemkax neuenu
(cenamoyumax), 6 ceA3U C UeM peakyuu IOKYPOHU3AYUU OUNUPYOUHA He NPOUCXOOUmM U HEenpsIMou OUIupyouH
HAKANIUBaemcsi 8 Opeauuzme, 6 MOM YUCIe 6 s0pax cepoco eewjecmed, 00YCIa8IUBaAs MANCENVIO KIUHUKY
3a001€8aHUSL.

Mymayuu 6 npomomopnoii oonacmu eena UGTIAI npueooam x pazeumuio cunopoma Kunvbepa, npu
KOMOPOM aKmueHOCmb epmenma ypuounougocghameniokyponudasvl 1 chudicena ymepenno, ymo odyciasiueaem
bonee Ms2KYI0 KapmuHy meyenus 3a001esanus. (Xapakmepuszyemcs nogbluenuem Ounupyouna 6 Kposu, Kak npasuio,
ne 6oaee 80-100 mxmonwv/n co 3nauumenvuvlM npeobaadanuem HenpsaMou Gpaxyuy, ocmanbHvle OUOXUMUYECKUe
nokazamenu Kposu u neueHouHvle npodvl OCMAOmMes 8 nPpeodeiax HopMbl).

Cywecmeyem 2 muna 3a0601e8anus, pasiudarouuecs o maxcecmy  KIUHUYECKUX nposaeeHul.

I mun: xapaxmepu3syemcsi 310Ka4ecmeeHHblll npoepeccupyowum mevenuem. Manupecmayus Hacmynaem 6 nepgvle
yacwl oicusHu. Knunuueckue nposienenus: J#ceamyuHoOCmy CKiep U KOJMCHbIX NOKPOBOS, CYOOpO2U, ONUCHIOMOHYC,
HUcmaezm, amemos, 3aMeOlNeHue YMCMBEHHO20 pazsumus (ourupyounosas suyedaronamus), Ha DI
pecucmpupyemcsi MeOleHHAs aKMU6HOCMb 6 3A0HUX OO0NAX U NAPAKCUSMANbHAS aKMUeHOcmy. buoxumuueckue
nokazamenu: ypogeenv ouaupyouna 6 kposu eviuwe 200 mxmonv/n. B oicenuu noanocmvio omcymcmeyem
KOHBIO2UPOBAHHIL OUnUpyoun. B omcymcmeuu ewebnvlx meponpusmuii 601bHble no2ubaiom 6 meuenue nepeo2o
200a Jicuznu om si0epHou acermyxu. B ceszu ¢ omcymcemeuem VI®-I'TI, ¢enobapbuman ne umeem mouxu
NPULOJICEHUs. U JledeHue OAHHbIM NPENApamom Hedh@ekmusHo.

Jlannviy mun 3a001e8anus pazeusaemcs npu HaIuyul mymayuti 8 cmpykmypnou vacmu oooux xonutl cena UGTIAL.

Il mun: 3anumaem nPOMeXNCYMOUHOE NONOHCEHUE NO MANCECMU KIUHUYECKUX NPOASNEHUl MeHCOY CUHOPOMOM
Kpuenepa-Haiispa [ muna u cunopomom Kunvbepa. Manughecmayus nacmynaem neckonvko nosoice, yem npu I mune,
OmM HeCKOIbKUX Mecsayes 00 nepevlx jiem. Y psaoa OO0NbHbIX JHCelmyXxa MOdCem He Nposigisimvbcs 00 NOOPOCHKOBO20
803pACMA, U HEBPOJOSUYECKUE OCHOICHEHUs HAON00aomcs peoKo;, 6 HEeKOMOPbIX CAY4aAsaX KIUHUYeCKdas
cumnmomamurxa omcymemeyem. Knunuueckue nposenenus cxoonvl ¢ 1 munom, Ho menee msicénvle. Peoko, npu
UHMEPKYPPEHMHBIX UHGEKYUSX LU 8 YCI08UAX cmpecca Y 601bHbIX ¢ cuHOpomom Kpuenepa-Hartisipa 11 muna mooicem
B03HUKAMb OUIUPYOUHOBAsL SHYeharonamus. buoxumuueckue nokazamenu: ypogeHs bunupyoura ¢ kposu mexee 200
Mrmonv/n.  Kenuv  nuemenmuposana u - coodepocum  ounupyoun-emocyponud. Ilpoba ¢ enobapoumanom
NONOHCUMENHAS.

Jannviii mun 3a001€8anUs pa3sUEAemcs: Npu HAIUMUN MYMAYull 8 CMpYKMYpPHOU 4acmu O0OHOU KONUU 2eHd, U
Mymayuu 8 npoMomopHou ooracmu(yserunenue «tay nosmopos 0o 7-8) opyeot konuu eena UGTIAI.



B o0pasue JJHK mammenta nposenena npsmas [JHK-auarnHoctuka gaHHbIX
CUHAPOMOB, OCHOBaHHasi Ha TOMCKE MyTalMii BO Bcex 3k30Hax (1-5) rena
UGT1A1 u ananu3e npoMOTOPHON 00JIaCTH JaHHOTO IeHa.

KK Gamunna, W.0. red UGTIAT 3K30HbI1 -5 reH UGT1A1 promoter(tajn

KN-82.1 N

B sx30nax 1-5 rena UGT1A1 myranumn He o0Hapy:keHbl (BapuanT N/N), yTo He
noaTBep:kaaer cuvapom Kpuraepa-Haiisipa y oOciienyeMot.

B nHOpM™me 06a amnenst rena UGT1 comepikat He Ooiee mectu TA moBTOpOB B
npomotopHoit obnactu (A(TA)6TAA). Insa cunapoma Xunnbepa xapakTtepHa
oOpaTHasi 3aBUCUMOCTh MEXJy YBEJIMUYCHUEM MOBTOPOB B MMPOMOTOPHOM 00JIacCTH
reda UGT1Al u axtuBHOCThIO (epmenta YD-I'T1: yBenuuenue uucia TA
noBTOpOB (7-8) Benér k cHmkenuto sxcnpeccun rena UGT1 A1 u kak ciaeacTBuio -
K CHI KEHMIO akTuBHOCTH Y JID-I'T1.

[Ipu uccnenoBanuu npomotopHoi obiactu rena UGTIAL y obcnenyemoit
YCTAHOBJIEHO, YTO Y HEE 3apPErUCTPUPOBAHO YBEIMYEHHOE YKMCIO TA MOBTOPOB B
TeTepO3UTOTHOM COCTOSIHUM (BapuaHT n=6, n=7), 4TO NPUBOAUT K MATKOMY
CHIW)KEHUIO PYHKIIMOHAIbHOM akTUBHOCTH Oenka UDP ritokosuntpancdepass 1 u
MOTYT JaBaThb HE3HAUUTEIbHOE TMOBBIIICHHE YPOBHS OWIUPYOMHA B KpOBH.
[ToryueHHble fAaHHbIE HE MOATBEPXKAAIOT JuarHo3 cuHapoM Kumpbepa y
o0cremyemMoi.

[Ipy HEOOXOAMMOCTH TOJYYEHHs] JOMOIHUTENbHOW HMHPOPMALUUA IO
pe3ynbTaTam 00CIeI0BaHMs PEKOMEHIYETCSl KOHCYJIbTAllMsl Bpaya-reHeTHKa.

K.M.H., Bpau-reHeTuk (®UO)





