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Development of expression analysis for retinitis pigmentosa causative genes
using peripheral blood by epigenome editing
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The genetic basis of Japanese retinitis pigmentosa remains largely unknown.

Therefore, using genome editing technology, we developed a technique for over expression of a
specific retinitis pigmentosa-causing gene promoter by unmethylating it in lymphoblasts derived from
patients with retinitis pigmentosa. First, the EYS gene, which has the highest frequency as a
pathogenic gene in Japanese patients with retinitis pigmentosa, was targeted for development. We
performed mRNA analysis of the EYS gene expressed by genome editing in a patient-derived
lymphoblastoid cell lines, and confirmed that the disease-causing mutation could be identified by
comparing it with the patient"s genomic information. It is possible to develop a comparatively
simple and inexpensive genetic test method.
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