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Gene analysis of renal coloboma syndrome and biomarker development of acute
kidney injury
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In this study, gene analysis of renal coloboma syndrome, which is a rare

genetic disease, and biomarker development of acute Kkidney injury, were evaluated from the viewpoint
of PAX2 gene. In this study, four genes other than PAX2 were identified from cases of renal
coloboma syndrome. Among them, we reported a case of human KIF 26 B gene mutation, which is the
world®s first report. In addition, in the study of acute Kidney injury by animal models and cultured
cell experiments, the roles of the Pax2 gene in pathogenesis of kidney disease and molecular
mechanisms were revealed. Moreover, candidates of new biomarkers were discovered. In addition, the
possibility of a new biomarker molecule was also evaluated in the study of human acute kidney
injury.
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