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Pathological elucidation in induced Pluripotent Stem Cell-Derived Retinal
Pigment Epithelial Cells established from Patient with Retinitis Pigmentosa
Carrying novel gene abnormality

Iwai, Sachiko

3,200,000
RP
MERTK RP MERTK RPE
MERTK iPS RPE
iPS-RPE
iPS-RPE iPS-RPE
iPS-RPE
100
iPS RPE iPS-RPE iPS-RPE
MERTK iPS-RPE
iPS-RPE in vitro

Retinitis pigmentosa (RP) is an incurable retinal degenerative disease with
a yet unelucidated mechanism of disease progression. Mer tyrosine kinase (MERTK) is one of the
causal genes of RP. MERTK is reportedly expressed in retinal pigment epithelium (RPE); it is
essential for phagocytosis of the photoreceptor outer segment. Here, we established induced
pluripotent stem cells (iPSC) from an RP patient with compound heterozygous mutations in MERTK and
from healthy subjects; the RP patient- and healthy control-derived iPSCs were differentiated into
RPE cells. There were no morphological differences between the diseased and normal RPE cells.
However, the internalization of latex beads or photoreceptor outer segments in diseased iPSC-RPE
cells was significantly deteriorated compared to normal iPSC-RPE cells.
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