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Identification of causative gene in congenital cataract with cognitive deficits
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Congenital cataracts are the most important cause of severe visual impairment in i
nfants. ldentifying the genetic cause of congenital cataracts can be difficult because of genetic heteroge
neity. We analyzed a family with congenital cataracts and identified MAF mutation by whole exome sequencin
g (WES). The family members showed other eye abnormalities. Congenital cataracts with MAF mutation exhibit
ed phenotypically variable cataracts within the family. Review of the patients with MAF mutations supports

the notion that congenital cataracts caused by MAF mutations could be accompanied by microcornea and/or i

ris coloboma. WES is a useful tool for detecting disease-causing mutations in patients with genetically he
terogeneous conditions.
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