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WccnenosaHme PesynbTar KoMMeHTapuit

Cungpom Xunbbepa UGT1A1 7TA/7TA OBHapy>XeH reHOTUN C AOMNONHUTENBHOW ANHYKIEOTUAHON BCTaBKOM

(TA) B roMo31UroTHou dopme.
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OnucaHue

MauneHT ob6cneposaHa B OO0 «HE3ABUCUMMAA TABOPATOPUA UHBUTPO» c
Lenbto BbiABNeHMA myTaumm B reHe UGT1A1 (tect Ne7003UG).

CuHpgpom XKunobepa:
o UGTI1AI1 (c.862-6799 862-6786(TA)n) — UPD-rnoKkosuntpaHcdepasal.

B pe3ynbTaTe MONEeKyNAPHO-TEHETUYECKOTO nccaenoBaHmsa bl NpoaHanM3npPoBaH
reH UGT1A1, OTBETCTBEHHbIN 3a BbIpaboTKy dbepmeHTa
ypuanHgmudocdatratokypoHmaasol (YOP-TTL), Heobxoanmoro ana
npeobpa3oBaHUsA TOKCMYHOM dpaKuum 6uanpybmHa B BOAOPACTBOPUMYIO B
Knetkax nedyeHu. [pu obHapyXKeHunm uckomon myTtaumm B reHe UGT1A1 B
rOMO3UroTHOM ¢GopMe aKTMBHOCTb (PepMeHTa 3HAUYUTENbHO CHUXKAETCA, 4TO
NPUBOAMT K Pa3BUTUIO cMHApPOoMa Kunbbepa.

B xoge nposBeaeHua OHK-anarHocTnukm obHapyeH reHotun 7TA/7TA. YactoTa
BCTPEYAEMOCTM [AAHHOINO reHOTUNa B EBPOMENCKOM M a3MaATCKOM NONyAaunmn
coctasnset: 2-10%.

Takaa KombuHauuma annenen reHa UGTI1A1 CcBOWCTBEHHA T[OMO3UTOTHbIM
HOCUTENAM MyTauuK, Koraa MyTauua coaepxutca B obeux Xxpomocomax
rOMOIOTMYHOM napbl. O6HapyKeHHble W3MEeHeHWA NOATBEPXKAAIOT AMArHO3
cuHapoma Kunnbbepa ¢ MONIEKYNAPHO-TEHETUYECKOM TOUYKM 3peHUA. FleHeTUYeCcKni
AedeKT pacnosioxKeH B NpOMOTOPHOM obnactu reHa UGT1A1. B Hopme oba annens
reHa UGT1A1 copepskaTt He 6onee wectu TA nostopos (6TA/6TA). YeBenndeHne
Konuvectea TA nostopoB (7TA/7TA) BedeT K 3HAUYUTENbHOMY CHUMKEHWUIO
aKcnpeccmn (paboTbl) reHa 1, Kak cneacTBue, K CHUXKEHUIO aKTUBHOCTM depmeHTa
YOP-IT1. B pesynbraTe He BECb TOKCUYHbIN (Henpamon) bunmpybuH nepexoguT B
BogopactBopumyto dopmy (npamoir bunmpybuH). Moa BO3AENCTBUEM TaKMUX
GaKTopoB KakK ¢u3MYecKaa Harpyska, anKkoronb, ronogaHue, MHOEKUMOHHbIe
3aboneBaHuMA (Hanpumep rpUnm), NPMEM HEKOTOPbIX JIEKAPCTBEHHbIX NpenapaTos
pa3BUBAOTCA KNMHMYECKMe npoAasaeHnsa CuHgpoma Kunbbepa.

KAnMHWYeCcKylo KapTMHY CcOCTaBAdeT NepuoanyecKas yMepeHHasa Xentyxa, B
cneacTsMe yBeNIMYEHUS B KPOBWU YPOBHA bunnpybuHa (B OCHOBHOM 3a cyeT
Henpsimon ero ¢pakumm), acTeHMYeckui cuHApPom (6bICTpaa YTOMAAEMOCTb),
ancnencuyeckune asneHua (amckomdopT B npaBom nogpebepbe). entyxa moxKeT
6bITb XPOHMYECKON NN 3MU30AUYECKON, HE COMPOBOXKAAETCA 3YA0M KOXKMU.



NH3

MNporHo3 6aaronpuaTHbIN. Jltlogm ¢ cuHgpomom HMunbbepa npakTMYeckn 340poBbI
M penKo HyKAalTca B JiedeHUU. XoTa runepbunnpybnHemuna coxpaHseTca
NoXKW3HeHHO, cuHapom Munbbepa HE conpoBo)KgaeTca  NOBbIWEHUEM
CMEepPTHOCTM.

PekomeHOayuu

YT06bI CBECTM K MUHUMYMY NPOSABIEHUE KIMHUYECKMX CUMMNTOMOB, CMELNANIbHOrO
NleyeHns He Tpebyetca. Mo mepe pocta M B3pocneHUa pebeHKa Heobxoaumo
NPUAEPKNBaTLCA A0BOJIbHO NPOCTbIX NPaBUA:

1. Cobniogatb AMeTy (OrpaHMYEHNE KUPHOM MULWM U NOHBIN OTKa3 OT aJIkorona
B byayuem);

2. Cobntogatb pexXMm AHA: pauMoHa/bHOE COOTHOLWEHME MeXAY 3aHATUAMMU

pebeHKa (4eTcKkuii caa, NoAroToBKa K LWKo/e n 0by4eHue, CMOPTUBHbIE CeKLUM)

N OTAbIXOM, HEOHXO4MM NONHOLLEHHbIA M CBOEBPEMEHHbIN COH;

Cnepyet nsberatb YpeamepHoi GU3MYECKON HArpy3KK;

MpoTnBONOKa3aHO rosiogaHue, 6oabliMe NnepepbiBbl B NpUeme NuLmM 1 BOoAbl;

5. ®epmeHT YOD-IT1 yyacTByeT B MeTabonM3mMe TakKMUX NeKapCTBEHHbIX BELLECTB,
KaK: aHaboaunyeckme ctepomabl, FMIOKOKOPTUKOMUAbI, CTPENTOMULMNH, KODEUH,
napauetamon (MaHagon, LUedekon [, dddepanraH) wn paga apyrux
npenapaToBs, NO3TOMY UX NPUEM MOXKET NPUBECTM K MaHUbecTauMm cCMHAPOMa
Knnobepa;

6. HabnwpgeHne vy neanaTpa, npu nopbope YKapOMNOHUKAKOLWEN,
aHTMbOaKTepManbHOM U Apyron Tepanuu (Mo NokasaHMAM) caenyeT y4uTbiBaTb
ocobeHHOCTM meTabonm3ama AeNCTBYIOLLErO BELLECTBA;

7. HabniogeHwue y renatosiora U ractTpoaHTeposnora (npyn HeobxoanmmocTtm nogbop
NeKapCTBEHHOW Tepanuu);

8. WUccneposaHue obmeHa bunmpybuHa (obwmin n npamon 6unnpybuH — tecTbl
Ne13 n Ne14 8 UHBUTPO);

9. M3beratb NpMéma renaToTOKCUYHbIX NPeNapaTos.
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CuHapom Hunobepa npesaetrca MO ayTOCOMHO-PELLECCMBHOMY TUMY, PUCK
poraeHua pebeHKka ¢ cuHapomom Hunbbepa B cembe cocTaBnadetr 25%
(pekomeHaoBaHO aHanornyHoe obcnegoBaHWe poaHbIXx 6paTbeB U cecTep
naumeHTa).

Ana nony4yeHunA ,D,OﬂOJ'IHVITEIIbHOﬁ I/IH(I)OpMaLI,VIM no pesyabTaTam nposeaeHHoOro
nccnegoBaHUA pekomeHayetca KoOHCy1bTalunA Bpava-reHeETUKa.

Bpay-reHeTuK






