HanvmeHoBaHMe
yenyrum

BbonesHb BunbcoHa-KoHoBanoBa. BbisiBneHne mytauum p.His1069GIn B reHe
ATP7B

Koa ycnyru

A 27.30.201

KpaTKas
nHpopmayma o
3abonesaHumn

BonesHb BunbcoHa—KoHOBaNoBa (CMHOHMMBI: FenaToIeHTUKYAAPHan
AereHepauumsn, renatouepebpanbHas guctpoodus)

Taxkenoe nporpeccupytollee HacneacTseHHoe 3abonesaHue, nepegatolleecs no
ayTOCOMHO-PELLECCUBHOMY TUMY, B OCHOBE KOTOPOTO NIEKUT HapyLleHue
3KCKpeUun Mean 13 opraHnsma, npmsojsailiee K M3bbITOUHOMY HaKOMIEHUIO
3TOr0 MUKPO3/IEMEHTa B TKaHAX U COYETaHHOMY NOPasKeHUIo NapeHXMMaTO3HbIX
opraHoB (npexae BCero ne4yeHun) U roN0BHOro Mo3ra (MpenumyLLecTBEHHO
NoAKOPKOBbIX AAEP).

MpuymHon Bo3HMKHOBEHUA BBK aBnatoTca myTaumm reHa ATP7B, KoTopblit
NIoKannsoBaH Ha 13 xpomocome B nokyce 13g14.3 n kognpyeT megb-
TpaHcnopTupytowyto ATd-aszy — ATP7B. Hanbonee yactoit mytaymei,
npUBOAALLEN K BOSHUKHOBEHUIO BBK B @Bponelicknx nonynauuax, asnserca
To4yKoBaa myTtauma ¢.3207C>A B 3K30He 14, npnBoaALLAA K 3ameHe
AMMWHOKUCAOTbI TMCTUAMHA B nonoxXeHun 1069 Ha rAyTamMMHOBYIHO KUCIOTY
(His1069GIn). Aons myTaumm c¢.3207C>A B poccuiicKol BbIBopKe 60/bHbIX MO
AaHHbIM nabopatopun AHK-anarHoctukn ®rey « MIrHU» PAMH coctasnset 48%.

OMIM

277900

MepeyeHb
nccnenyembix
reHos, MyTauuii

OcyuiecTBasieTcsa NoMck Yyacto mytaumm ¢.3207C>A B ak3oHe 14 reHa ATP7B

NHdopmaumsa o
meToze.
TpeboBaHue K
maTtepuany

[ns BbINONHEHWA aHANN3a MCNONb3YETCA KPOBb, B3ATaA U3 IOKTEBOM BEHbI B
npobupky ¢ 94TA B KonmyecTse He meHee 1 mA (¢ cobaogeHnem COOTHOLEH S
KpOBb: aHTUKOAryAsiHT yKasaHHOMY Ha npobupke). Kposb bepeTcs He3aBUCUMO
OoT Npuema nuLn.

CpOK BbIMO/THEHUA

30 pabouunx aHen




