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Figure 1. Chanactenzing XLKS patient-denved retinal organoxds and genetically engineered Ks| Knock-in mice Carmying patient-specihic point mutation
p. R209C. (A) Clinical examination of XLRS patient with p. R209C point mutation by OCT imaging and color fundus photograph. (B) A scheme shows
obtaining control and XLRS patient-derived 1PSCs for retinal organoid differentiation. (C) Phenotypic determination of normal and XLRS patient-
specific iPSCs differentiated retinal organoids, and confirmation of Rsl point mutation site of XLRS patientspecific and healthy control iPSCs using
Sanger sequencing. (D) Schematic of CRISPR/Case9 method for RS/e=2%C mouse model establishment. (E) Confirmation of introducing point mutation
p. R209C into Rsl in genetscally engineered mice using Sanger sequencing. (F) The design of the CRISPR/Cas9 genome editing system to generate Rs
p. R209C knock-in mice by introducing single-guide RNA (sgRNA) to target the PAM sequence on the wild-type allele. (G) Examination of the retinal
structure of wild-type and Rs /o229 mice through OCT. (H) The workflow of further experiments to clucidate pathomechanisms of XLRS using both in
vitro and in vivo systems harboring patient-specific RS1 point mutatson p. R209C.
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