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Abstract Objective: To Study the frequency of mutation in exon 12 of Wilson's disease(WD) gene in Chinese peo-
ple. Methods: Screening for exonl2 mutation was conducted in 70 unrelated WD patients and 30 normal controls. Mob-
ility shift of exonl12 was analyzed by SSCP and further confirmed by direct sequencing. Results: No abnormality was
found in 30 controls. In 70 patients, two missense mutation were identified in 11 cases(15.7%), Including 9 cases of
Thr 935 Met mutation(12. 9%) and 2 of Lys 952 Arg mutation (2. 8% ). Conclusions; Exon 12 was one of hot point
mutation of WD in Chinese people, A novel missense mutation was identified
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