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Clinical and molecular investigation on foveal hypoplasia
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Foveal hypoplasia is a congenital disorder of macular development. It is
often associated with diseases such as albinism and aniridia, and its morphological and functional
abnormalities vary widely. The purpose of this study was to elucidate the genetic abnormalities and
clinical features of isolated foveal hypoplasia in Japanese patients, and to elucidate the
mechanisms involved in foveal development. We conducted basic experiments on the PAX6 gene, a
representative gene causing foveal hypoplasia, and clarified the molecular mechanism that causes
foveal hypoplasia. Furthermore, we selected new candidate genes for foveal hypoplasia based on the
PAX6 gene experiments and screened them in patients.
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