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Validation of a mechanism for the pathogenesis of multiple cystic kidney disease
based on DNA mutations induced by dietary stimulation.
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Polycystic kidney disease (PKD) is caused by mutations in the PKD1 gene.
Approximately 11% of PKD1 mutations are nonsense mutations, which stop translation, and the majority
of the rest are amino acid substitution mutations. Nonsense mutations cause more severe PKD.
However, it was not known which sites of amino acid substitution mutations influence the
pathogenesis of PKD. Therefore, we generated several knock-in mice carrying a single amino acid
mutation in the Pkdl gene and analyzed them to determine the effect of the mutation on the
pathogenesis of PKD.
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