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The use of induced pluripotent stem cells to reveal pathogenic gene mutations and
explore treatments for retinitis pigmentosa
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We generated induced pluripotent stem cells (iPSCs) from an RP patient carrying a
rhodopsin mutation (E181K). The cells were then subjected to retinal differentiation; the resulting rod
photoreceptor cells were labeled with an Nrl promoter-driven enhanced EGFP-carrying adenovirus and
purified using flow cytometry after 5 weeks of culture. Using this approach, we found a reduced survival
rate in the photoreceptor cells with the E181K mutation, which was correlated with the increased
expression of endoplasmic reticulum (ER) stress and apoptotic markers. The use of RP patient-derived
iPSCs provided a system that can be used to explore candidate therapeutic approaches.
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