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Analysis of Gene Mutation of Wilson Disease

Xu Pingyi Liang Xiuling Ma Shaochun

(Depattment of Neurology, First Affiliated Hospital Sun Yat-sen University of
Medical Sciences, Guangzhou 510080)

Abstract Objective: To investigate the style and frequeney of gene mutation in Chinese patients suffering from
Wilson disease (WD ). Method: PCR-SSCP was used to screen in exon 5, 8, 14, 18 of WD gene for 45 Wilson disease
patients and DNA sequence was analyzed to abnomal gene bands identified by polyacrylamid gel electrophoresis. Re-
sults: In 45 PCR pwoducts of WD DNA samples, no mobility change with exon 18 was found in single strand conformation
polymorphism analysis, but 3 mobility change with exon 14 was detected, but this mobility change was also detected in
PCR-SSCP analysis of normal DNA samples and also 4 mobility shift was detected in exon 5. There is a new T insertion
in exon 5 by DNA sequence analysis. The mutation frequency is 8.89%, and we also detected 2 mobility shift in exon
8, and affimed that there is a same sense mutation Cx50>G on 770 codon with a missense mutation G273>T on Argrs
—Leu together in the exon, the mutation frequency is 4.44%; . Conclusion: These findings indicated that the mutation of
exon 5 and exon 8 in different functional areas of Wilson disease gene may be the cause of the disease in Chinese people.
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Fig. 1 Sequence analysis of abnormal band of
migration by SSCP in exon 5
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