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Leber congenital amaurosis (LCA) is a genetically heterogeneous disease,
whose clinical features include blindness or severe visual impairment within the first year of life
and represents the most severe form of inherited retinal dystrophy (IRD). We performed the mutation
analysis in 34 Japanese families with LCA to evaluate the mutation spectrum and frequency of known
LCA-associated genes in the Japanese population. 74 genes responsible for IRD were examined by
targeted-next generation sequencing (NGS).

The results of these analyses revealed 30 potential pathogenic variants in 12 genes among 19 of the
34 analyzed families. The results also showed the mutation spectra and frequencies identified in the
analyzed Japanese population to be distinctly different from those previously identified for other
ethnic backgrounds. The observed detection rate of about 56% indicated that targeted NGS is a

valuable method for molecular diagnosis of LCA cases in the Japanese population.
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