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Investigation for new glaucoma gene using the next-generation sequencer
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(1) Whole exome analysis was performed for adult-onset glaucoma of 20
families or more. Candidate genes were extracted by amino acid substitution and mode of inheritance.
A V161M mutation in the OPTN gene, which is also the causative gene for amyotrophic lateral
sclerosis, was found in one family. (2) Whole exome analysis was performed on 31 people from 29
families with congenital glaucoma. CYP1B1 gene abnormality (including 4 new mutations) was observed
in 10 patients in 9 families and 3 new FOXC1 gene mutations in 4 patients in 3 families. 30% showed
abnormalities in the CYP1B1 gene and 10% showed abnormalities in the FOXC1 gene. (3) Genome-wide
association study of genes related to axial length, which is a risk of developing glaucoma, was
performed. 31 loci were identified and basic data for glaucoma analysis were constructed.
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