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Molecular biological analysis of pathogenesis in macular hole development
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Based on clinical observations, we considered the ﬁossibility that sex
hormones and/or cell adhesion molecules may cause retinal fragility and adhesion abnormalities at
the vitreoretinal interface and conducted a comprehensive gene expression analysis (GWAS) of macular

hole. Preliminary data of 240 cases showed a significant association between macular hole and gene
variants of cell adhesion molecule and its related regions on chromosome 5 (p<10e-6, unpublished
data). Since the data are preliminary that have not reached the level of genome-wide significance
and have not been published, specific susceptibility genes cannot be described here, but the P value

is considered to be high enough for continuous analysis despite the small number of cases. We plan
to collect at least 500 cases in the future.
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Data filtering sample call rate<95%, SNP call rate<95%, HWE test p<0.001
quality control
0 of 288 individuals removed for low genotyping (MIND >0.05)
567218 variants loaded from plink input files
491 markers to be excluded based on HWE test (p <= 0.001)
1801 SNPs failed missingness test (GENO > 0.05)
After frequency and genotyping pruning, there are 564926 SNPs
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PVD  Stage

Granular Geographic
Wavy-
Hyper- Distribution
shaped PCV
reflection of PVD
Parafoveal 64.2+6.8 67.7+8.8
PVD
) 0.58 0.37 0.91
Normal PVD: 0.26
stage 2
Parapapillary 66.2+8.4 72.7+£11.9
PVD
_ 0.84 0.88 0.86
Normal PVD: 0.21
stage 3
(p ) Chi-square test. *t-test.
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