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Identification of novel causative genes for retinitis pigmentosa - Utilizing
data from whole exome analysis of affected patients
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This study successfully identified 22 candidate genes for novel inherited
retinal degenerations. In fact, as planned, we used the results of whole exome analysis of patients
with hereditary retinal degeneration to extract rare SNPs in cases where the causative gene could
not be identified or candidate mutations were not found, and further narrowed down the list by
referring to the gene expression profile in the retina of mouse models of retinitis pigmentosa, as
previously reported. The genes were checked gene expression patterns in wild-type mouse retina was
confirmed by in situ hybridization. As a result, we identified 22 genes whose functions in the
retina have not yet been analyzed for further investigation. We have started to create animal models

to analyze the functions of these genes in the retina. We will analyze the gene functions in vivo
in the model animals in order to identify the causative genes of new hereditary retinal

degenerations.
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