
Figure 14. Sanger sequencing chromatogram for patient 12003183, showing a heterozygous

single nucleotide deletion in the CRX gene (chr19:48342972; CRX c.648delC, p.(Ser216Argfs*3),

NM_000554.4). c.648delC has not been reported previously in patients with retinitis pigmentosa,

however it is predicted to terminate the CRX protein prematurely. Truncating mutations in CRX have

been previously reported in patients with autosomal dominant Leber congenital amaurosis.1-3
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