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Comprehensive variant spectrum of the <i>CNGA3<[i> gene in patients affected by achromatopsia.

Human Mutation, 2022, 43, 832-858.

Variable expressivi‘c[vb| in patients with autosomal recessive retinitis pigmentosa associated with the 12 ;
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A novel SVA retrotransposon insertion in the CHM gene results in loss of REP-1 causing
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Next-generation sequencing to solve complex inherited retinal dystrophy: A case series of multiple 11 17
genes contributing to disease in extended families. Molecular Vision, 2017, 23, 470-481. )



