Mutational Analysis of ATP7B and
Genotype-Phenotype Correlation in Japanese
With Wilson's Disease
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Wilson JRIZAORBEEICL D FEECHANRBEERTERAKIEREERBETH S,
ZDERBELETF ATPTB A% 1993 F£ICFE I N, BEFEROBENRZREINTVNSEN, FHTO
WEIDRL, BETEH -EREEER SRERHZANE N, £z Wilson FONTF OREE
BREEXINDM. M ceruloplasmin ENREZRTHOOH 2L INBH, TOHEESIIH
SNTRSFERATOBRICIIBEL RS ZLbDR o k. ZHEDO ML, OF A Wilson
REFITBIT S ATPTB OEERETORELZONHITOERMNT 3 2 LORETE —HHRE
BEIZ D ERET D T EQMIE ceruloplasmin {H, SAENSREFEZRIATORRAEOHEEER
BB ETHD, HRTMEBEOENAA Wilson 7§ 41 KB 47 BEBLREORE, BET
fEHTIE genomic DNA % PCR—SSCP {AICTAZU—Z2F L, direct sequence EIZTITo 7%,
FEBETHETZTICERTE EREBEIIDERFL. AT OREEOELENREZT
W, LTORKRERE, D 9 BEOHFLVWEAREZSD 21 BOLREZFRELE. FFIC 15 8O
polymorphism HEIEL /=, 2) 21 BOEROKN, 10%8Z 3 3 BEOEEEDER (2871delC,
1708-5T—G, Arg778Leu) %37z, 2871delC REIKBAIT, 1708-5T~G REICHEAEKITSH
LTV, 3) 2871delC, 1708-5T—G, Arg778Leu 2D B FH—FERBBEEORNMNTIRET
HoT=W WTRNHEESMRBEEITRD RN o7, 4) NTFT OREE D 28.4% 12175 ceruloplasmin
EOETZRD. 5% ICMERDOETERDL. COZELRFEKERECISHITEMIMNEZRE S
EZoNnl.

BlE&D. FIA Wilson HBEXBNWTHOROBEEDERLEROFBRERNSHEREINT
WaHZEMNHBAL .

EHFRIIRAERAFITBIT S Wilson FOREGTFRETNCETLIWETH D, Wilson IFDOHTF
BEZHRBICRESERTIERTHD LIETES,




