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Table 1

Polymorphisms of COL6A41 and their associations with OPLL

No. Location’ JbSuP I ;11%21:333; zgi‘;z oPLL oL (d?:zl) P-value
[ SUTR(5) 17671 GIC BT EY PV T X P T T
2 Intron2 (+651)  rs2072699 GIA 217@=92)  215(m=86) 0003 958
3 Intron2 (+758) non-dbSNP  T/C 352(@=91)  .238(n=86) 544 019
4 Tntron3 (+1326) 15760437 CrT 049 (n=92)  .068 (n=88)  0.61 435
5 Intron4 (+13)  rs754507 AIC 320 (@=86)  .227(m=77) 348 062
6 Intton4(+20) non-dbSNP  G/C 176 (@=85)  .132(n=76) 123 267
7 Intron4(+37)  non-dbSNP  A/G 203 (n=64) 089 (n=62) 658 010
8 Intron 8 (-208)° rs2839076 GIC 123(n=312) 087 (@=281)  4.08 = .043
9 Intron9(+62)  nom-dbSNP  TIC 423 (=300)  346(@=272) 727 007
10 Intron O (+188)  rs2277813 G 174 (0=290) 133 (@=267)  3.61 .07
Il Intron9 (-19)°  rs2277814 G/A 051 (n=89)  .084(n=89)  1.61 .205
12 Exon15(+39)  rs1980982 T/C G/G .402(=331) 310(n=287) 1123 .0008
13 Inron 15 (+39) non-dbSNP /T 264 (n=331)  .200(n=285)  7.06 008
14 Intron 18 (-138)° rs760439 G/A 031 (@=8l)  085(m=59) 391 .048
15 Intron 19 (+27)  rs2850173 C/A 137 (m=84)  072(n=83) 372 .03
16 Intron 19 (+116) rs2075893 T/C 455(0=7T)  327(@=78) 530 .021
17 Intron 19 (+361) 152742071 TIC 043 (n=92)  074(n=88) 151 219
18 Intron 19 (-152)° rs2850174 /G 132(n=87) 091 (@=77) 139 238
19 Intron 20 (+745) rs2850175 AIC 133 (@=338) 077 (@=297)  10.26 .00l
20 Intron 20 (-32)° 152839077 T 417(p=333) 340 (n=296) 806 005
21 Intron21 (+18) 152276254 AC 340 (n=316) 236 (@=277) 1537 .00009
22 Tntron21 (36)°  rs2276255 A/G 076 (m=79)  .026(m=76) 390 .048
23 Intron 22 (+19)  rs2276256 GIC 234(n=92) 264 (n=89) 045 .504
24 Intron32(-29° non-dbSNP  TIC 335(n=336) 216 (m=298)  21.99 .000003
25 Intron 33 (+15) 2236485 G/A 124(n=342) 063 (m=292)  13.44 0002
26 Intron 33 (+20)  rs2236486 A/G 440 (n=342) 329 (@=293) 1627 .00005
27 Intron 33 (+55)  rs2236487 A/G 439 (n=330)  327(@=278) 1595 .00006
28 Intron 33 (+88)  rs2236488 CIT 311(n=323)  252(@=270)  5.08 .02
29 Exon3S(485)  rs1053312 G/A RH  248(n=322) .199(@=271) 497 .044
30 Exon35(+203) rs1053315 G/A A/A 249 (n=321) 199 (n=269) 424 040
31 Exon35(+205) non-dbSNP  C/T SL 059 (n=321) .065(@=269)  0.17 .677
32 Exon35(+332) rs1053320 T S/S  235(m=321) .180 (@=269) 532 .021




* indicates the nucleotide position from the start of the exon or intron with the exception of 5’UTR
in which the position is numbered from the start codon.

® indicates the nucleotide position from the last intronic nucleotide.

TETWS, PTH, A2+l 32 (-29)  idiopathic hyperostosis (DISH) T COL6AL
ZRITHLHSELbHVWHTEEEZBTVWD HERTOBEGICOVWTRINLE, BHIZEA
(OPLL33. 5% vs. non-OPLL 21.6%, x2=21.99, DHZTRL, Fx 3+ PINAKFETHIIEL
P=0,000003) (K1), ZORRMNE, COL6AL TWD, COL6AL £ LF = = DISH BE L D
2% OPLL DFUERETOVESLRETE - MElix@dihofc b0, £ hry 32
(Tanaka et al. Am J Hum Genet 2003), (-29) £BITHAADISH & AR 2AM%R
OPLL DEZ MR F & U TCOL6AL BFEE  »H7= (P=0.0022) (¥£2), L-oT COL6AL it
TEREL-b 00, BRLZ UILII#MERY  EFEBRACET 3 EER &M+ 5
D e, DEDDFREE LT, OPLL iﬁ{ﬁ?‘&?&fﬂﬂf‘% 7= (Tsukahara et al. Spine
IZHIBL UK E LTabR TV 5 diffuse  in press),

Table 2
SNPs in COL6A41 and the associations with DISH patients

Allele Frequency in Japanese ¥ Allele Frequency in Czech subjects
NCBI Nucleotide

Location * subjects (No. of Subjects)  (df=1) Falue (No. of Subjects) (df=1) Falue
dbSNP ID  substitution
Japanese DISH Japanese control Czech DISH Czech control

Exon 15 (+39) rs1980982 T—C 351 (m=9%4) 316 (n=291) 0.79 374 568 (n=81) 494 (n=79) .77 183
Intron 15 (+39) non-dbSNP C—T JAB9 (n=95) 211 (n=291) 042 518 0 (n=82) 0 (n=83) 0 1
Intron 21 (+18) rs2276254 A—C 298 (n=94)  .236 (n=277) 2.81 094 429 (n=92) .333 (n=90) 355 059
Intron 32 (-29) non-dbSNP T—C J28 (m=90)  .216 (n=298) 933 0022 354 (n=89) .365 (n=89) 005 825
Intron 33 (+15) rs2236485 G—A 092 (n=92)  .063 (n=292) 1.80  .179 048 (n=73) 074 (n=68) 0.81 367
Intron 33 (+20) rs2236486 A—G 321 (n=92)  .329(n=293) 0.05 826  .293 (n=70) 333 (n=69) 0.53 467
Intron 33 (+55) 152236487 A—G 342 (n=92) 327 (n=278) 014 707  .275 (n=69) 293 (n=70) 010 746

* Numbers in parentheses indicate the nucleotide position from the start of exon or intron with the
exception of intron 32 (-29), in which the number refers to its position from the last intronic

nucleotide.

D, #% v A Za¥F T4 M 100 kbp 12 1 HFLEAT
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WEMELOEELBE THIRRHMERIZBIT DR KLBREREFLNHEFERETHEiT OPLL
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VI R ERIRRRE T v b TH D fa/fa rat R U Monosodium glutamate ZL %4T - 7= Fa/Fa rat Z{ERI L
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