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Epidemiological investigation on hepatolenticular degeneration of Han population in Jinzhai county and Lixin county, Anhui
province: report of a family pedigree
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[Abstract] Objective To find out the prevalence rates of haptolenticular degeneration (HLD) of Han population in Jinzhai county and
Lixin county, Anhui province and analyze mutation characteristics of ATP7B gene of HLD patients who were screened in this study. Methods
According to the principles and methods of cluster sampling, investigation by stages and analysis of age stratification, cornea slit—lamp exami—
nation was as screen method by professional technicians during the period from November 2009 to June 2010. The people who were screened
were from schools, factories, communities, institutions and villages in Jinzhai county and Lixin county, Anhui province and they were 7 to 75
years age group. Their clinical manifestations such as brain, liver, kidney, skin and other organs damaged which were associated with HLD
were identified. For the people which had K—F rings or their clinical manifestations were suspicious to HLD, physical examinations of nervous
system were executed by neurological experters. In order to confirm or exclude HLD, copper biochemistry examinations, abdominal ultrasono—
graph examinations and mutation detection of ATP7B gene were executed at the same time . Results 40 560 people were screened in this
study and 2 HLD patients who were compatriot sisters from a family were acquired final diagnosis. They were with low levels of serum copper,
ceruloplasmin and copper oxidase. The missense mutation Arg778Leu, which located on exon 8, and the splicing mutation 3061-3C>A, which
located on exon 14, were found for them by gene mutation analysis. The prevalence rate was 4.93/100,000 in Jinzhai county and Lixin county,
Anhui province in this study. Conclusion HLD is not a rare disease in Chinese. To avoid misdiagnosis and incorrect treatment, doctors
should pay more attention to this curable disease and try their best to achieve early detection, early diagnosis and early treatment by examina—
tions such as K-F rings, copper biochemistry and abdominal ultrasonograph for suspect patients.
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