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Abstract Objective To establish a fastand effective gene dpagnosismethod forW ilson s disease WD) Patients by
PCR-based restrictionmapping analysis M ethods We amp [ificated exorg  exmjp)p and exon3 of ATP;B 8ene by PCR
fram genanm ic DNA then analyzed by d Beston w ith restriction enz¥n esN| sp’I Tail and BsD s] respective 1}’ and Pllowed by
2% ge] electrophores s of the cleavage products 149 unrelated WD Patients and 3() unrelated nomma] controjs were screened
with thismethod and verified by direct sequencing R esults Arg7gleu of exong was detected ngg 5% (69/142) Pba
tents 13 batients were hanozygous and anohersg Patients were heterozy®us for hismutaton The frequency of he
A®By7glea wasog 8704 (82/284). Thiy3zsMet of exon 19 was detected g 63% (8/142) Patients and g cases were a||
heterozygous for hismuwaton The frequency of he ThyzsMetwas 82Y; (8/284). Praygol_eu of exon) 3 was detected
noy4 65% (35/142) patients 3 patien tswere hanozygous and anotherg,z patentswere heterozygous for thismut@ton The
frequency of Prggyeu was |3 38J/o (38/284). Among then} 12 cases were campound heterozygous mutation wit
A®gy7glan yPrggoleu | case was canpound heterozygous mutation with Argzygl.eu/ThyzsMet and | case was
A778 e hanozygous mutation which canpined with Pr@ygy[.eu heteozygous mutation Mutations were detected n
69 01% (98/142) Patients ota]ly The result of thismethod was the sane as hatof the DNA sequencing Conclusion
Prggy.eu of exonj 3 is a howspotofmumaton in ChinesesWD Patints Themethod of restriction mapp ng can identify high
frequency mutationa] sites of WD &ene accurate]y and rapidly and help © d @gnose suspicpusWD cases and heir fanily
mempers
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