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Abstract

Diagnosis and treatment of Wilson disease in Japan

Norikazu Shimizu, M.D."

YDepartment of Pediatrics, Toho University School of Medicine, Ohashi Medical Center

Wilson disease is an autosomal recessive disorder based on inborn error of copper metabolism. The copper
accumulates in the liver, brain, cornea, kidney, and other organs. This disease should be considered any individual with
liver abnormality except infant, any patient older than teenage with neurological (especially for extra pyramidal signs) or
neuropsychiatric disorder with or without liver disease and sibling of Wilson disease patient. Typically, a combination of
low serum ceruloplasmine levels and high levels of urinary copper contents is sufficient to establish a diagnosis. As
other diagnostic tests, measurement of hepatic copper content and ATP7B gene analysis are available. The key strategy
of treatment is to reduce the amount of copper in the liver and other tissues by administering both copper-chelating
agents, such as D-penicillamine or Trientine, and/or zinc acetate. The author recommend zinc acetate monotherapy for
mild to moderate hepatic disorder, Trientine mono therapy for mild to moderate neurologic disorder and combination
therapy of Trientine and zinc acetate for sever hepatic or neurologic disorder.

(Rinsho Shinkeigaku (Clin Neurol) 2019;59:565-569)
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