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Clinical and genetic characterization of inherited cone dysfunction syndrome
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Inherited cone dysfunction syndrome such as cone dystrophy leads to

progressive loss of visual acuity. Development of new therapies is highly expected for its incurable
condition. To date, molecular genetic mechanisms of cone dystrophy have not been elucidated because
of a variety of causative gene mutations. In this study, we performed molecular genetic analysis to
find out causative gene mutations and identified genotype phenotype correlations in some conditions
of cone dystrophy. Our results revealed that disease onset and progressive rates depended on
causative gene mutations. In conclusion, we confirmed that our outcomes will bring important
suggestions for timing of intervention when novel treatments are available for patients with cone
dystrophy.
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