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Identification of novel causative genes and elucidation of mechanism in

end-stage kidney disease using disease-specific iPS cells
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The aim of this study is to elucidate the cause and paththysiology of
end-stage kidney disease (ESKD). We focused on that 1) some ESKD patients with unknown etiology

probably have genetic kidney diseases, and 2) PAX2-regulated genes may cause genetic kidney
diseases.

We established disease specific iPSCs from renal coloboma syndrome patients with PAX2 mutation and
identified PAX2-regulated genes during kidney development.These knowledges are useful for the
identification of novel causative genes for genetic kidney diseases.
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