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Restored Low Density Lipoprotein Uptake in Gene-corrected iPSC-derived
Hepatocytes from Homozygous Familial Hypercholesterolemia
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To examine whether LDLR function of HLCs from genetically-corrected iPSCs
can be restored in human, iPSCs were generated from a HoFH patient harboring a point mutation (c.
901G>T) in exon 6 of LDLR, which impairs LDL uptake. We generated one homozygous gene-corrected
HoFH-i1PSC clone and two heterozygous gene-corrected HoFH-iPSC clones using the CRISPR/Cas9 system.
Subsequently, we obtained functionally corrected HLCs with significantly recovered LDL uptake
ability compared to those without gene correction. Under these conditions, few immunological
rejections were observed by cell-mediated cytotoxicity assay.
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