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Development of genetic diagnosis for Japanese Retinitis Pigmentosa patients
using next generation sequencer
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3,900,000

(RP) 2 RP
RP 74

2 30 10
20 RP
PRPF31 RP

Retinitis pigmentosa (RP) is a highly heterogeneous genetic disease. This
study was conducted to investigate genetic and clinical features in 2 unrelated Japanese RP
patients. To identify causative mutations, 74 genes known to cause RP or Leber congenital amaurosis
were examined by targeted next-generation sequencing (NGS). Clinical analyses were based on
ophthalmic examination, fundus photography, and electroretinography.

Clinical courses were similar in both patients. The onset of nyctalopia occurred in the first
decade. Fundus examination showed typical RP. Although visual acuity was relatively preserved even
into the fourth decade, visual field areas exhibited rapid deterioration in their mid-teens, and
subsequent severe concentric constriction in the third decade. Mutation analysis revealed both
patients’ conditions were due to PRPF31 mutations resulting in autosomal dominant RP. This study
suggests that our targeted-NGS approach could be useful for genetic diagnosis for RP.
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