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Genetic variations and functions in familial exudative vitreoretinopathy
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Familial exudative vitreoretinopathy is a hereditary ocular disorder that is
characterized by insufficient development of retinal vessels. The disease has high clinical and genetic
heterogeneity. Four genes are known to cause the disease so far. We identified a new gene ZNF408 to be
causative for this disease and investigated the gene function. In addition, we established the roles of

another newly reported genes, ATOH7 and KIF11l in relation to this disease. This study has conducted the
better understanding of genotype phenotype relationship of this disease.
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