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13 trisomy syndrome (Patau syndrome) is associated with ciliopathies such
as polycystic kidney, polydactyly, and visceral inversion, in addition to cerebral and cardiac
malformations. Ciliogenesis was impaired in the patient skin derived fibroblasts, suggesting that
the ciliopathies in Patau syndrome might be attributed to increased copy number of the ciliary
suppressor gene on chromosome 13. Therefore, the purpose of this study was to elucidate the
mechanism of ciliopathogenesis in Patau®s syndrome using chromosome number plasticity. We screened
for the genes responsible for ciliopathy in Patau syndrome by comparing gene expression between
trisomy 13 and normal nucleated iPS cells with the same genetic background, followed by reverse
genetic analysis (gain-of-function and inhibition experiments of candidate genes), and identified
two genes on chromosome 13.
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