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Identification of a novel gene causing genetic disorder of copper metabolism
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In a family with a hereditary copper deficiency different from any known
disease, abnormality of CTR1 gene was identified. CTR1 is responsible for transporting copper into
cells. Copper uptake in the patient"s fibroblasts was diminished. To further analyze CTR1, we
established a cell line without ATP7A, which exports copper outside of cells. Using the cell line,
we demonstrated that CTR1 abnormality observed in the patients disturbed copper transport. In
conclusion, this study revealed the possibility of an association between CTR1 and a novel
hereditary copper deficiency.
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