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Elucidation of the pathophysiology of Leber®s congenital amaurosis using genome
editing technology

Hosokawa, Mio
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Leber’ s congenital amaurosis type 16 (LCA-16) is a retinal dystrophy caused

by an abnormality in the KCNJ13 gene expressed in retinal pigment epithelial cells (RPE), and its
disease mechanism is largely unknown. In this study, we created an LCA-16 model RPE in which the
KCNJ13 gene was knocked out using genome editing technology. The obtained model cells were evaluated
for cell morphology using a phase-contrast microscope and immunostaining, observed with a
transmission electron microscope and a scanning electron microscope, and their phagocytic ability
was evaluated. In the LCA-16 model RPE, some cells had misalignment, significantly more cells were
killed, and phagocytosis was reduced.

It was suggested that abnormalities in the cell sequence of RPE and decreased function may be
involved 1In the pathophysiology of LCA-16.
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KCNJ13 gene deletion impairs phagocytosis in retinal pigment epithelium derived from human-induced pluripotent stem cells.
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