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Development of treatment for Bietti crystalline dystrophy
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In this study, we generated human RPE cells from induced pluripotent stem
cells (iPSCs) derived from BCD patients carrying a CYP4V2 mutation. We successfully established BCD
patient-specific iPSC-RPE cells, an in vitro model of BCD. BCD iPSC-RPE cells showed degenerative
changes of vacuolated cytoplasm. BCD iPSC-RPE cells exhibited lysosomal dysfunction and impairment
of autophagy flux, followed by cell death. Lipidomic analyses revealed the glucosylceramide and free

cholesterol accumulation in BCD-affected cells. We found that reducing free cholesterol by
cyclodextrins or o -tocopherol in RPE cells rescued BCD phenotypes.
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