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Achromatopsia Three-dimensional proteotype analysis of our patient’s

* Loss of color perception, photophobia, nystagmus variant reveals its potential molecular pathology
e Cone-specific dysfunction

e Autosomal recessive retinal disease
e Six associated genes, mainly in the phototransduction cascade
» CNGAS3 and CNGB3 together covers 95% of achromatopsia cases

Molecular consequence of CNGAS3 variants
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Study objective and design

¢ |n this study, we present an achromatopsia patient with a novel
homozygous variant in the CNGAS3 gene.

e \We established a three-dimensional protein structure-based
proteotype analysis of the CNGA3/CNGB3 complex to better
understand CNG channel-dependent achromatopsia pathology and
determined the pathogenicity and potential disease pathology of our
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