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Identification of genetic determinants associated with myopic choroidal
neovascularization

Nakanishi, Hideo
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MKOEic choroidal neovascularization (mCNV) is one of the vision-threatening
complications in eyes with high myopia.

We performed copy number variation-based genome-wide association study (GWAS) to identify genetic
determinants associated with development of mCNV. The GWAS suggested possible associations of seven
genetic loci including EPHA3 and HCN1 genes with mCNV (P <0.05).

We also performed two-stage single nucleotide polymorphism-based GWAS to identify genetic
determinants associated with myopic maculopathy, which includes mCNV and myopic chorioretinal
atrophy. The GWAS identifies a susceptibility locus at rs11873439 in an intron of CCDC102B (P = 1.77
x 10-12). We further conducted replication analysis on the association between CCDC102B rs11873439
and myopic maculopathy development using high myopia samples. The fixed effect meta-analysis
revealed strong association between rs11873439 and myopic maculopathy development (P = 2.40x 10-6).
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CCDC102B rs11873439
Myopic Myopic
Ethnicity Stage Effect maculopathy (-) maculopathy (+) P OR
allele (95% CI)
N EAF N EAF
‘Within 1.45
Japanese C 515 0.423 313 0.516 2.74x10%
Nagahama (1.19-1.78)
Kyoto, Tokyo c 190 0.397 968 0.461 0.0221 129
(1.03 - 1.60)
Meta Cc 705 - 1281 - 2.70x10° 1.38
(1.19-1.60)
Chinese SCES (9 134 0.369 41 0.488 0.0458 1.7
(1.01-3.07)
Maray SIMES (9 35 0.386 36 0.444 0.448 1.32
(0.642 - 2.73)
Indian SINDI c 62 0.0807 23 0.130 0.338 1.68
(0.580 — 4.88)
Meta 5 collections Cc 936 - 1381 - 2.40x10°® 140
(1.22-1.61)
EAF, effect allele frequency; OR, odds ratio, Cl, confidence interval.
*adjusted for age, sex, and axial length
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