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Establishment of the disease concept of congenital hypothyroidism by a novel
iodine transporter

Aoyama, Kohei
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lodine is an essential element for the production of thyroid hormones. We
have identified a homozygous loss-of-function mutation in the SLC26A7 gene in a family with thyroid
hormone synthesis disorder.
Immunostaining of thyroid tissue from normal subjects showed that SLC26A7 protein was expressed
predominantly in the luminal side of thyroid follicular cells. Evaluation of the iodine transport
capacity of SLC26A7 protein in mammalian cells showed that iodine transport was
concentration-dependent. In addition, the introduction of patient mutations significantly reduced
iodine transport capacity using iodine-sensitive YFP mutants. These results indicate that
abnormalities in the SLC26A7 gene, a novel iodine transporter, result in congenital hypothyroidism.
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Homozygous loss-of-function mutation in the SLC26A7 gene coding a novel iodide transporter causes goitrous congenital
hypothyroidism.
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