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Identification of genetic determinants associated with central serous
chorioretinopathy
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Central serous chorioretinopathy (CSCR) is characterized by serous detachment of
central retina and diffusely thickened choroid, which can be complicated by age-related macular
degeneration (AMD).

We performed genome-wide association study (GWAS) to identify genetic determinants associated with CSCR
(250 cases/2,908 controls in the first stage and 143 cases/1,656 controls in the second stage). The first
stage GWAS showed possible associations between single nucleotide polymorphisms (SNPs) nearby VPS11l gene
at chromosome 11 and development of CSCR (P = 1.1x10-8); however, the associations were not replicated in
the second stage (P = 0.13). We also performed quantitative trait locus (QTL) analysis using subfoveal
choroidal thickness of 646 AMD cases. The QTL analysis suggested an association between ARMS2/HTRA1l gene
locus and subfoveal choroidal thickness (P <5.0x 10-8). The AMD subgroup with thickened choroid as CSCR
showed lower genetic susceptibility to AMD than that of typical AMD.
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