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Bostesubp Busbcona-Konosasosa (BBK) - Tsikesnioe ayTocoMHO-peIrecCUBHOE MOJIUCHCTEM-
HOe 3a00JieBaHne, 00YCIOBICHHOE N30BITOUHBIM HAKOIIJIEHHEM B OPTaHU3Me U TOKCUIECKIM BO3-
JIECTBUEM MeJIU, XapaKTepU3yIolieecs COUYeTAHHBIM MOPazKeHUeM BHYTPEHHUX OPIaHOB U MO3-
ra. [Ipuunnoit 3aboeBanus siByisgtorcss mytanun B rene ATP7B, nokajin30BaHHOM B 00/1acTH
13q14.3 u komupytomem Mmeab-Tpancnoprupyioniyo ATdazy P-tuna. B macrosmee Bpemst u3-
BectHo Gostee 1000 pasmuanbix myTaiuit B reae ATP7B (http://www.hgmd.cf.ac.uk/ac/gene
php?gene=ATP7B). llenbto HacrosIeil paboThl SBIJIOCH OIPEEIEHNe YaCTOThI BCTPEUAEMO-
ctu myTanuii B 19 sx3one rera ATP7B y nanuentoB ¢ BBK uz PB.

Matepuanbl u metoabl. MarepuaJjom st nccyeoBanus ciayxuau oopasipr JIHK marmm-
entoB n3 b4 cemeit ¢ BBK, npoxusaromux B PB. CekBennposanne 19-ro sk3ona rena ATP7B
BBITTOJTHEHO METOJIOM CeKBeHHpoBaHus 1o CoHTepy.

PesyabraTrni. CekBennposanue 19-ro sx3ona rena ATP7B y nanuentos ¢ BBK BoisiBiio B
IOMO- U TE€TEPO3UTOTHOM COCTOSHUU KOMILIEKCHYIO nesteniuio c.[3942delCA; 3947delG|, npuso-
nantyto K mytanun p.Lys1315  Argl316delinsGlu. /lannas myrtanus obrapyxena B PB B cemu
ceMbsX (4-X TaTapcKux, 2-X GAIMKUPCKUX U 1 ceMbe CMENTaHHOrO MPOMCXOXKAeHus (Tat. /Garr. ))
Ha 6-TH XPOMOCOMaxX TaTapCKOro M 3-X XPOMOCOMaX OAITKUPCKOIO MPOUCXOXKJIeHHUd. ¥ 1-ro
OOJILHOTO TATAPCKOI STHUYECKON MPUHA/JIEXKHOCTH U 1-TO OOJIBHOI'O CMEIIAHHOTO MTPOMCXOXK-
Jiernst (Tar./6arl.) 9Ta MyTalus BbISBJIECHA B TOMO3UTOTHOM COCTOSIHUM, B Y€TBIPEX CEMbX - B
KOMITayH/I-TeTePO3UroTHOM coctostauu ¢ myTtarueit p.His1069GIn. Yacrora mannoit myTaiun Ha
XPOMOCOMAaX OAIIKUPCKOrO MPOUCXOXKIeHns coctasuia 27,27%, Tarapcekoro - 18,18%. Buepsbie
9Ta MyTalus ObL1a onrcana B pabore Kapynac A.C. ¢ coast. B 2009 1. y maruentoB u3 Peciy6-
sk Bamkoprocran [1], nanee ona 6bljia 0OHAPYKEHA U Y NAIMEHTOB U3 APYTUX PeruoHoB PO,
OJIHAKO ee JacToTa B 00Ireit Beioopke poccuiickux 6ombubix ¢ BBK ropasmno nuxke, yem B PB, u
cocrasisier 1,9% [2|. B aByx ceMbsix - pycCKOTO U METHCHOTO MPOUCKOK/ICHUS (PYCCKO-MOP/IOB-
CKOTO / PYCCKO-HEMEITKOr0), Ipu cekBeHnpoBanuu 19 sx3ona rena ATP7B BbigBieHa 3aMeHa
TuMuHa Ha 1uTo3uH B 3914 monoxkennu (¢.3914T>C), npuBoxgiias K 3aMeHe aMIHOKHCIIOTHI
nefinuna Ha nposins B 1305 mostoxkennn (p.Leul305Pro). B oboux ciryuasx sra MyTals BblsB-
JIEHA B T€TePO3UTOTHOM cocTosgHUN B KoMIitayH e ¢ myTarueii p.His1069GIn. Buepsbie myTarus
p.Leul305Pro 6pu1a onucana y 60IpHBIX HeMenKoro mponcxoxkaerns B 2001 . [3].

Bakmioyenue. Takum obpasom, B geatu u3 54 cemeit ¢ BBK (16,67%) BbiaBiensr Myra-
mun B 19-m sk3one rena ATP7B, onna u3 Kotopbix - c.[3942delCA; 3947delG|, Berpeuanach
C BBICOKOIl YaCTOTOI BCTpedasach y MAIMEHTOB OAIIKHUPCKOTO U TATAPCKOIO MPOUCXOXKIEHUH,
YTO CBUJIETEILCTBYET O HEOOXOIMMOCTH noncka myTtaruit B 19-m sx3omne npu JJHK-1narnocruke
BBK B Pecniybsinke Bamkoprocran.
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