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Abstract Objective: Screen for high frequency of gene mutation in Chinese patients with Wilson disease.
Methods: PCR-SSCP was used to screen in exon 8 and 14 with 45 Wilson disease patients in 39 Chinese families

and 10 were normal controls; nucleotide sequence analysis by autoradiograph and restriction enzyme digest to the

mutate point were carried out. Results; 3 mobility shifts with exon 8 were found, but only one mobility shift was

affirmed by families analysis of SSCP. There was one missense mutation Arg778 Leu and one same sense muta-

tion C2s50—>G at the patient. A1g778 Leu mutation point were digested by restriction enzyme Msp [ at all pa-

tients; homozygous patients was 4.4%, heterozygous patients was 24.4%. The authors had not found any ab-

normal with exon 14. Conclusions: The result supports the view point that the high frequency of mutation in Chi-

nese patients with Wilson disease is 778 codon of exon 8. No abnormal was found in exon 14, it isvery different

with Europe patients. M eantime, the authors found a loss of heterozy gosity (LOH) in a family with Wilson dis-

ease. This suggested that LOH might happen in other hereditary discase besides tumor and cancer.
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