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Elucidation of the cause, and treatment of X-linked retinitis pigmentosa
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We have found novel retinal degeneration disease in mountainous area of

Miyazaki prefecture. Firstly, we have investigated of familial history with the novel disease, as a
result, we detected two big pedigrees. Secondly, we have examined to various ophthalmologic
examinations. As a result, features of the novel disease were late onset, and macular and peripheral

retina degeneration with deposit. In the last, we have tried to detect of cause gene. We have
examined to four gene, those gene have similar phenotype to the novel disease. As a consequence, we
could not detect cause gene. For that reasen, we have examined hole exome sequencing, as a result,
we have detected cause gene.
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Sorsby fundus dystrophy (SFD) Doyne hanycomb retinal degeneration/Malattia Lebentinese
(DHRD/ML) late-onset retinal degeneration(LORD)

tissue
inhibitor of metalloproteinase 3 (TIMP3) EGF-containing fibulin-like extracellular
matrix protein 1 (EFEMP1) Clqg and tumor necrosis factor related protein 5 (C1QTNF5)
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