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Analysis of Genetic Factors in Multi-nodular Goiter
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Multinodular goiter EMNG) is observed in 1-4 % of the poEUIation, and
genetic factors, in addition to environmental and endogenous endocrine factors, has been considered
to contribute to its onset. We aimed to elucidate the genetic factors of MNG, and thus
comprehensively searched for germline mutations in oncogenes related to thyroid nodule, as well as
genes involved in thyroid hormone synthesis, using blood samples from 129 individuals. The results
indicated that missense mutation(s) in thyroglobulin gene was found in ~75% of the cases. The tumor
formation mechanism following the two-hit hypothesis, like hereditary tumors, was suggested in cases
with germline mutation of KEAP1l. Furthermore, the association of a novel microsatellite
polymorphism in congenital hypothyroidism was also demonstrated in adult MNG.
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