INVITRO

(017 o)

Mon: My>x

Bospacr: 24 ropga

NH3: 999999999

[aTta B3sTMa obpasua: 28.01.2023

[ata nocrynnenust obpasua: 31.01.2023

Bpau: 03.02.2023

[ata neyatun pesynbTara: 03.02.2023

Wccneposanune PesynbTar KoMMeHTapui

eH ATP7B u.m. CM.KOMM. [MpoBoannock UccnegosaHve Ha npeaMeT BbiaBrieHus bonesHu

Bunbcona-KoHoBanoBa.
Pe3ynbTaT Npunaraetca Ha oTAenbHOM BiaHKe.

BHuMaHue! B aneKTpoOHHOM 3K3eMnnsipe 61aHka Ha3BaHWE UCCNEeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C On1CaHMeM

nccnegosaHus.
www.Invitro.ru

Pe3yanaTbI MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, Heobxoanma KOHCYNbTauua cneunanncra.
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Onucanmne

®UO obcnenoran B OO0 «HezaBucumas nmadopaTopus
NHBUTPO» ¢ uenbto moucka yacteix MyTanuil B rene ATP7B, npuBoasiimux K pa3BUTHIO
6one3nu Bunbscona-Konosanosa (mpoguis Ne 7810ATP7B).

Bonesnp  Bunbcona-KonoBanmoBa  (CHMHOHUMBI: — remaTtouepeOpanbHas — auctpodus,
renaToJIeHTUKyJsipHas aereHepanus, bBK) — HacnencrBeHHoe 3abosjeBaHue, ¢ ayTOCOMHO-
PEIIECCUBHBIM THIIOM HAacJeAOBaHHUsS, OOYCIOBJICHHOE HapyIIEHHEM BHYTPHUKJIECTOYHOIO
TPaHCIIOPTa MEIW W HAKOIUICHHMEM ee¢ B opraHu3me. KimHuyeckas KapThHA pa3HOOOpa3Ha.
Haubonee yacTo BcTpevaroTcs M3MEHEHUsI CO CTOPOHBI TIEYEHU M HEPBHOM cucTembl. Hanbomee
TUMMAYHBIMUA OMOXMMHUYECKMMH H3MEHEHHAMHU TIpu 0oje3Hn Bunbcona-KoHoBanoBa sIBISIOTCS
CHI)KCHHE COJIEp)KaHUs LiepyJolja3MuHa U oOIIel MeAu B KPOBH; IMOBBILICHUE KOJIHMYECTBA
MpsIMOM MM B KPOBHU, TIOBBIIICHUE COACPNKAHUS MEIU B TKAHU TNEUYCHH, JTUKBOPE M IKCKPEIUU
Meau ¢ Mouoi. B peakux cimydasx BO3MOXKHBI KJIMHUYECKHE MpOsiBIIeHUs Oojie3Hu Buiibcona-
KoHoBasnoBa 6€3 THTUYHBIX OMOXMMHYECKUX U3MEHCHHUI B aHANIHM3e KPOBH. B HacTosmiee Bpems
u3BecTHo Oonee 70 pasnuunblx Mytauuid B reHe ATP7B, komupyromem Oenok Menb-
Tpa"cnoprupymomyo ATdazy.

ITposenen mouck vacteix Mytaruii rena ATP7B: H1069Q, E1064K, ¢.1340 1343del4,
€.1770insT, ¢.2304insC, c. 2532delA, c. 3026 3028delTCA, 3029insT, 3031insC,
¢.3627 3630del4, 3649 _3654del6, c. 3942del AT, c.3947del, c.3036insC, c.3402delC.

JlaHHBIX MyTallUil He 0OHAPYIKEHO.

[IpoBeneHHoe uccienoBanne He UCKIIOYaeT 0one3Hb Buibcona-KoHoBanmoBa, Tak kak
M3BECTHHI 0oJiee pelKre MyTalliH, MPUBOJIAIINE K JaHHOMY 3a00JIeBaHHI0, aHATN3 KOTOPHIX HE

MMPOBOAWJICA B JaHHOM TECTC.

B cinyyae HEOOXOAMMOCTH MOITY4YEHHUs JOMOJHUTENIBHON MH(OPMALUK MO pe3ylbTaTtaM

HCCJIICAOBAHU PCKOMCHAOBAHA OYHAsd KOHCYJIbTallusl Bpada-reHeTukKa.

Bpau-reneruk



