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Innovation points

® Based on phenotype—genotype
correlation, RDH12 compound
heterozygous variants were |
identified by Sanger sequencing
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Ocular phenotype of affected patients



Innovation points

® Targeted next-generation sequencing confirmed the RDH12
compound heterozygous variants

® The phenotype of the family showed complete cosegregation of the
variants with LCA

®Neither of the RDH12 variants was detected in the 600 normal
controls
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Candidate variants identified by targeted
next-generation sequencing





