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WFZe RO EE (9530) @ To investigate the underlying genetic variants in EPASI and MMP13
in osteoarthritis, we conducted a case—control association study in Japanese population.
475 patients and 563 health individuals from two areas (Itabashi and Miyama) of Japan
were genotyped using restriction fragment length polymorphism and TagMan SNP Genotyping
Assays. The allele frequencies of rsl1703192 in EPASI and rs2252070 in MMPI3 were
significantly different between knee osteoarthritis patients and healthy controls. In
Itabashi cohort analysis, rs1703192 was associated with knee osteoarthritis under allelic
(x *test:p=0.018) and recessive model (p=0.031). In the cohorts—combined analysis, the
associations were observed in rs1703192 under allelic (p=0.013) and recessive (p=0.018)
models, and in rs2252070 under recessive model (p=0.039).
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promoter  MAF 0472 0449 0463 0409 0469  0.432
HWE p-
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EFAS] Endothelial PAS domain-containing protein 1
MAMPI3 Matrix metallopentidase 13
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Permutation p-value

Gene SNPs 12 Haplotype
pevalue * Itabashi  mivama cohart
cohort cohort combined
EPAS1 G 00779 ¥ 09911 0.4947
rs17038192 TG 0.1208 0.6144 0.2413
0.018
rs1867787 TC 0.4565 0.9700 0.7936
ce 0.7235 0.7714 0.9999
MMPIS CA o 0.7597 0.1421 *
rs2252070 TG 0.1599 0.7956 0.4389
0.029
PRI ERER] TA 0.5423 0.6272 0.9568
cG 0.912 0.8064 0.9177

Ttabashi cohort Miyama cohart

OR (95%CI) 2 p-value OR (96%CT)  x2 pvalue

rel7039192 in EPASI

Genotype 0.077 0.552
Allele 1.58 (1.08-2.33)  ppi1s* 1.25 (0.80-1.93) 0.328
Dominant  2.15 (0.66-6.96)  0.192 1L01(0.14-7.21)  0.896
Recessive  1.61(L04-2.48)  0.031% 120 (0.80-2.10) 0285
ralB887787 in EPASI
Genatype 0.807 0.215
Allele 107 (0.80-1.43)  0.644 1.04 (0.78-1.38) 0984
Dominant  1.26 (0.63-2.51) 0515 1.45 (0.83-2.51) 0.187
Recessive  1.05(0.72-1.51)  0.806 114 (0.75-1.92) 0541
redBB3361 in EFASI
Genotype 0.523 0.476
Allele  1.11(0.88-1.39)  0.347 114 (0.85-1.52)  0.382
Dominant 122 (0.87-1.70)  0.255 1.33(0.83-212 0233
Recessive  1.07(0.72-1.58)  0.734 1.05 (0.67-1.65) 0.830
ra59901247 in EPAST
Genotype 0.65% 0.268
Allele  1.02(0.71-1.47)  0.907 1.39 (0.82-2.36) 0221

Dominant  1.04 (0.71-1.54) 0.834 1.33 (0.76-2.33) 0311

Recessive  Not calculated 0384

rm2252070 in MMPLS
Genatype 0.315 0.289
Allele 110 (0.851.37) 0410 125 0.94-1.66) 0132

Not caleulated 0156

Dominant 100 (0.71-1.42) 0.996 1.24 (0.81-1.91) 0.324

Recessive 134 (0.80-1.98)  0.148

659383 in MMPIS
Genotype 0.486 0.314
Allele  111(0.87-1.41)  0.406 1.03(0.75-1.41)  0.848

147 (0.88-2.45)  0.185

Dominant 139 (0.80-2.42) 0236 1.65 (0.76-3.15) 0221

Recessive  1.07(0.78-1.45) 0,683 110 (0.74- 164}  0.646

OR ' odds ratio: CI * confidence interval: * significant p-value
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The p values were calculated using permutation test (10,000 permutations). No
haplatype showed the stronger association than SNP rs17039192 in EPAS?and SNP
52252070 in MMP13

*: The lowest single SNP 12 prvalue.

# : The lowest haplotype permutation p-value.
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