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In this research, several human induced pluripotent stem cells (hiPSCs) were used to investigate
the disease mechanism of retinitis pigmentosa (RP). Genomic mutation of RP patient derived
hiPSCs were confirmed by genomic PCR and conventional sequencing. Genome of these cell lines
(and wild-type control hiPSCs) were edited with CRISPR-Cas9 (clustered regularly interspaced
short palindromic repeats / CRISPR associated proteins). In these cell lines, photoreceptor specific
promoter GFP expression cassette were inserted in both alleles of AAVS1 sites, safe harbor for
gene insertion, thus derived photoreceptors from these hiPSC lines were fluorescently labeled with
GFP. By using these cell lines, the gene expressions and the cellular function could be
investigated specifically in photoreceptors. These fluorescently labelled cells could be used for the
investigation of disease mechanisms and the drug screening.
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Investigation of disease mechanisms by fluorescent labeling of photoreceptor
derived from retinitis pigmentosa patient-derived induced pluripotent stem cells
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In_this research, several human induced pluripotent stem cells (hiPSCs) were

used to investigate the disease mechanism of retinitis pigmentosa (RP). Genomic mutation of RP
patient derived hiPSCs were confirmed by genomic PCR and conventional sequencing. Genome of these
cell lines (and wild-type control hiPSCs) were edited with CRISPR-Cas9 clustered regularly
interspaced short palindromic repeats / CRISPR associated proteins . In these cell lines,
photoreceptor specific promoter GFP expression cassette were inserted in both alleles of AAVS1
sites, safe harbor for gene insertion, thus derived photoreceptors from these hiPSC lines were
fluorescently labeled with GFP. By using these cell lines, the gene expressions and the cellular
function could be investigated specifically in photoreceptors. These fluorescently labelled cells
could be used for the investigation of disease mechanisms and the drug screening.
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