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To develop effective gene therapy method for autosomal dominant inherited
retinal degenerations (ADIRD) which caused dominant-negative effects (DNE) by abnormal gene, we have
created iPS cell lines from a patient with autosomal dominant cone rod dystrophy caused by the
GUCY2D gene variant(R838C). We developed the method for allele specific gene editing using CRISPER
Cas9 system and made a frame shift deletion in the pathological allele specifically in the iPS cell
form the patient.
We introduced NGS with a custom target panel of 130 genes for the molecular diagnosis of IRD and
isolated the pathological variants which were presumed having DNE in GUCY2D RHO, PRPH2, CRX, RP1,
RP1L1, SNRNP200 and PRPF8 gene. We are now attempting to apply the gene editing method for these
variants and suppress DNE
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