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Whole exome sequencing and identification of disease phenotypes for the
treatment of progressive inherited retinal disorders
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In inherited retinal dystrophy caused by variants in genes controlling the
visual cycle (such as RPE65 and RDH5), treatment with 9-cis-beta-carotene has been reported.
Therefore, we focused on RDH5-associated fundus albipunctatus (FAP), which is common in Japanese
people and frequently associated with macular/cone dystrophy. We initiated a prospective study on
the effect of 9-cis-beta-carotene treatment in patients with RDH5- associated FAP. We compared the
amplitudes of various waveforms in electroretinograms at baseline (before treatment), three months,
and one year after treatment. The results showed a statistically significant reduction in amplitude.

Based on these findings, 9-cis-beta-carotene treatment for RDH5-associated FAP is not necessarily

considered beneficial.
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