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I JEAT HBEd 7 [ krids T A 2 s NC T
(| ORE X(bp) (Q) (cM) (%)
D1281619 VIC 170-210 0.0135 0.00 74.5
N NBG11 VviC 204-218 0.006 1.37 65.5
D1251666 FAM 241-281 0.001 1.97 66.9
NBG5 ViC 253-261 0.001 2.07 38.3 10
D1281721 VIC 263-299 0.005 217 721
NBGS8 ViC 166-188 0.011 2.67 73.3
NBGG6 NED 182-218 0.0115 3.79 73.9
NBGS ViCc 156-180 0.0035 405 68.9
20
NBG10 FAM 174-186 0.001 5.30 497
NBG12 NED 165-207 0.009 5.40 64.2
NBG4 NED 171-189 0.001 6.31 66.4
NBG3 viCc 182-206 0.006 6.41 64.8
30
NBG2 viC 171-199 7.01 542

-cMorgans0 D OO O0QOO0OOO0OO0OO0O0O0O0OO0OOOOOOODOOOOOOOO
gogoobooooobobooooboooobboooobbooobboboogobeLrobd b O
ooooobDowMvMoDDDODOOOOOODO
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JEEAT. IEF e Eoy el LOD = =7 (az%)
(Q) (cM)

D12S1619 0.0135 0.00 3.46 (0.10)
NBG11 0.006 1.37 4.06 (0.04)
D1251666 0.001 1.97 1.22 (0.14)
NBG5 0.001 2.07 0.66 (0.16)
D1251721 0.005 217 2.82 (0.10)
NBGS 0.011 2.67 1,51 (0.00)
NBG6 0.0115 3.79 4.77 (0.06)
NBG9 0.0035 4.95 0.75 (0.22)
NBG10 0.001 5.30 0.74_(0.00)
NBG12 0.009 5.40 1.41_(0.16)
NBG4 0.001 6.31 3.56 (0.08)
NBG3 0.006 6.41 3.96 (0.08)
NBG2 7.01 2.59 (0.10)
0oooO0o

0000000000000 0D0DO0O0DO0OD00DO0DDODODOODDODOANALYZED ASPEX V1.85
00000000 sib_Phasel David Hinds and Neil Risch 19990 ftp://lahmed.stanfor

d.edu/pub/aspex O O O http://watson._hgen._pitt.edu/docs usage-htmlO 0 0 0 0O O O
0 O 0O O SIMWALK2O Sobel and Lange, Am J Hum Genet 58 (1996), 1323-13370 0 O O O
OO0O000OoLebOD 0000000000 ANALYZED OO DO ODODOODODODODODODDODOO
000000000 DODO0ODOD0OD0OASPEX sib Phasel D OO ODODODODODODOOOOOGO
I I e T I I e I I 6 B R A 0 R B O N O M A W A B R A O
0000000 o0oDoDOoOo0o0o0DoDoO0o0oo0DoDoDO0oO0oo0oDDOoOoO0000adsimwalk20 0 0O
ooooo0oooU0oooDOooO0oooDO0oooDUOooDoDO0ooOO0OooDUoODDUOooDoDooDOooDUoOoOaO
JdodoONWOODoOooooooooo OO0 0D obbooooao
0doooooooooDooooDooooosimvalk20 DD OO0 O0O0DODOOOODODOOOO
ooooOoooUoooDooovMeMCOODODODDODOOODODDUODODDOODODODODODDODO
agoogoao
gooooao
O ASPEX sib_Phased 20 00 00 0O0ODOO0OO0DODOQOOODOD1IDODOOOOODOO
ocooo0oooDUoooDOooUo2Q00000000DU0o0DDODU0oOoD0Do0oDU0ooODDODOoOoDOooOoDOO
OOOASPEXO O ODODODODODODODODOODOOOOGOnD
gooooao
OANALYZED O OASPEXO O 0D ODODODDOOODODDODODODDOD40OODOO
000D00DO0ANALYZED OO ASPEXOD O OO DO O0O0OOooooooano
VAT T URG L i3 ANALYZE sib_phase sib_phase
(@) (cM) iz & B [l ek LOD A= 7 LOD % 17
LOD A =7 AN L[l | 9 ~C o fRfxt

D1281619 0.0135 0.00 2.31 2.55 3.14

NBG11 0.006 1.37 2.83 2.72 3.27

D1251666 0.001 1.97 1.01 2.52 3.14

NBG5 0.001 2.07 0.50 2.52 3.13

D12S1721 0.005 217 1.57 2.51 3.12

NBG8 0.011 2.67 0.51 2.24 2.75

NBG6 0.0115 3.79 2.55 2.11 2.64

NBG9 0.0035 4.95 049 1.65 1.97

NBG10 0.001 5.30 0.77 1.45 2.10

NBG12 0.009 5.40 047 1.44 2.17

NBG4 0.001 6.31 1.2 1.29 3.07

NBG3 0.006 6.41 1.84 1.29 3.07

NBG2 7.01 1.24 1.22 3.00
gooooao
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gs500SIMWALK20 0 0D D0 0000000000000 bouopb0bbobo
0000000000000 O0O00-LogDp000000O0O0D0DOOO0OOO0ODODODOOO
00 -Logd 0.050 O 1.300 -Logd 0.010 O 20 -Logd 0.0010 0 30 0 OO0 0O O
OO0 00 SIMWALK2O O
AT P B STAT(A) STAT(B) STAT(C) STAT(D)

(Q) (cM) -Log(p-f&) | -Log(p-fE) | -Log(p-fi) | -Log(p-fH)
D1251619 0.0135 0.00 1.4550 0.4103 1.1306 1.1310
NBG11 0.006 1.37 P.0157 1.4375 1.5955 1.9845
D1251666 0.001 1.97 2.0236 0.9765 1.4727 1.4614
NBG5 .001 .07 1.7596 0.8558 1.3866 1.3602
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JEEAT. FEAR THEH & T2 & T3hiat & T4t &
NBG11 204 129 0.226 0.562 0.410 0.421
NBG5 206 194 0.972 0.980 0.948 0.971
NBG8 206 194 0.983 1.000 0.994 0.978
NBG6 206 194 0.147 0.074 0.759 0.485
NBG9 206 190 0.512 0.940 0.786 0.583
NBG10 206 190 0.594 0.480 0.403 0.709
NBG12 206 190 0.002 0.019 0.003 0.117
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NBG11 204 o8 0.250 0.421 0.680 0.553
D12S1666 208 175 0.366 0.543 0.393 0.476
NBG5 213 179 0.969 0.934 0.997 1.000
D12S1721 210 176 0.693 0.463 0.805 0.838
NBG8 213 179 0.754 0.921 0.973 0.929
NBG6 213 179 0.008 0.356 0.172 0.449
NBG9 213 175 0.759 0.768 0.690 0.606
NBG10 213 175 0.521 0.178 0.122 0.173
D12S81349 212 180 0.887 0.864 0.782 0.816
NBG12 213 175 0.002 <103 0.018 0.552
NBG4 207 178 0.418 0.506 0.813 0.545
NBG3 209 175 0.171 0.829 0.601 0.897
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D1251639 209 180 0.087 0.170 0.652 0.295
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D1282075 203 181 0.023 0.157 0.085 0.451
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oooao OPCROOOODODODDOOOOPCROOOWhatman GFO CO O OO O O VWR,
Montreal, Canadald O 0O O O O PicoGreen dsDNAO O 0O O O O O O Molecular probes, Ore
gon, USAUO O OODODDDODOOO4ngD O OPCRODOOOOOODODODODODAOODYEnamic ETO
OO0O0ODODO00O0OO0OO0OOQ0ODDbOOO0OO0OOdO0OOD Amersham Biosciences, Baie D*Urfe, C
anada0 00D 000000 O0OODDDOOOOODOABI PRISM 3730XL DNAOD D OO OO QOA
BlI PRISM 3700 DNAO O D DO OO0 O0OdOOoODOPCRODDODDODDDODODODODODODODOODDOO
ooo0D0ODObOO00O0oO0OoooOboODbODOoDOoOoOoogogsSsNOg1looooooooog
OO0OO0ODDDOOO0OD12s1e660 NBGOD O O OO DO DODO

OO0 ooooogQgogao
OooooooogoQgoao
OOooooogQgoao
OooooooogoQgooo

Ooooogogaog
O 0Oooo
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O
O
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LT fir {8 PE SIS T I H N
Rab35 T2 06 RABEO6A 486G-A ¥4 L FAsnl62
Rab35 | 4o 1204 RABIO4A 51C-T EN
Rab35 £ h11203 RABIO3A 33G-A s
Rab35 AP RABIO2B 85G-A. AW
Rab35 PR =017} RABIO2A 76C-G A

PXN * 7 v 11 PXNEIIA 1527C-T ¥+ L > FThr509

PXN T2 206 PXNEO6A 750C-T ¥ L > Ser250

PXN T 02 PXNEO2A 217G-A Gly73Ser

PLA2GIB| =~ v.03 PLA2G1BEO3A 294C-T %1 L. |Ser98

PIN 5'UTRO1L PINUTROIA -49T-G EST

PIN 5'UTROI1 PINUTRO1B -80T-C A

PIN £ k02 PINIO2A 26C-T TH

PIN A o 02 PINIO2B 50C-T ENG

CaBP £ F 04 CaBPIO4A 35C-T R
CaBP x s 201 CaBPEO1A 23A-G R
OASL T 02 OASLE02A 213G-T 1 L FGly72
OASL x> 02 OASLE(02B 408C-T Y11 FLeul36
OASL T2V 08 OASLEOSA 1042G-A Val348Met
OASL T V06 OASLEO6A 1509G-A 41 L > 1Ser503
P2X7R 5'UTR P2XR7UTRSL 362T-C I
P2X7R 5'UTR P2XR7UTR5M 532T-G P
P2X7R 5'UTR P2XR7UTRSK 1100A-G W
P2X7R 5'UTR P2XR7UTRSJ 1122A-G EN
P2X7R 5'UTR P2XR7TUTRSI 1171C-G R
P2X7R 5'UTR P2XR7UTRSF 1351T-C T
P2X7R 5'UTR P2XR7UTR5N 1702G-A g
P2X7R 5'UTR P2XR7UTR5G 1731T-G W
P2X7R 5'UTR P2XR7UTRSH 1860C-T .
P2X7R 5'UTR P2XR7UTR5A 2162C-A R
P2X7R 5'UTR P2XR7UTR5B 2238C-T I
P2X7R 5'UTR P2XR7UTR5D 2373A-G B
P2X7R 5'UTR P2XR7UTRSE 2569G-A R
P2X7R 5'UTR P2XR7UTR5C 2702G-A EN|
P2X7R | 4> Fr201 P2XR7101C 3166G-C B
P2X7R | A+ Fu201 P2XR7I01A 24778C-T PNl
P2X7R | 1> k=01 P2XR7I01B 24830C-T EN
P2X7R T v 02 P2XR7v02A 24942T-C Val76Ala
P2X7R T2 v 03 P2XR7E03A 26188C-T Argl17Trp
P2X7R | 4+ F11203 P2XR7I03A 26308A-G ENG
P2X7R | A h1:03 P2XR7I03B 26422G-A 9
P2X7R | (v te 04 P2XR7I04A 32394G-A R
P2XTR | 4 hu 04 P2XR7v05B 32434T-C A9
P2X7R >z v 05 P2XR7E05D 32493G-A Glyl50Arg
P2X7R T v 05 P2XR7v05A 32507C-T Tyr155His
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P2X7R T 05 P2XR7E05C 32783C-T Y1 L FCys168
P2X7R PN L P2XR7I05C 32783A-C EN
P2X7R £ > b 05 P2XR7I05D 35309T-C N’
P2X7R A v bz 05 P2XR7I05B 35374C-T R
P2X7R A > k1205 P2XR7I05A 35378A-C EN'
P2X7R 7 06 P2XR7E06A 35438G-A Glu186Lys
P2X7R 7 v 06 P2XR7E06B 35454T-C Leul91Pro
P2X7R A > 06 P2XR7106C 35549T-C EN!
P2X7R £ k106 P2XR7I06G 35641G-C N’
P2X7R £ > b 06 P2XR7I06D 35725A-C N
P2X7R 42 b 06 P2XR7I06F 36001T-G 2
P2X7R £ k06 P2XR7I06E 36064A-T AH
P2X7R A > b 06 P2XR7I06A 36091DelGTTT R
P2X7R A2 106 P2XR7I06B 36108C-G R
P2X7R A v b 07 P2XR7I07A 36374C-T A
P2X7R S k07 P2XR7I07B 36378G-A NI
P2X7R £ b 07 P2XR7107C 36387T-A B
P2X7R PNy, P2XR7107D 36398G-C A
P2X7R ALY P2XR7I07E 37439C-T A9
P2X7R {2 b 07 P2XR7I07F 37513T-C ENL
P2X7R T2 08 P2XR7E08C 37604C-T Arg270Cys
P2X7R 708 P2XR7v08A 37605G-A Arg270His
P2X7R T2 V08 P2XR7v08B 37623G-A Arg276His
P2X7R T/ /08 P2XR7E08D 37633C-T ¥ 1> Msp279
P2X7R PANEL P2XR7v11A 47214C-T ENI
P2X7R T V11 P2XR7v11B 47383G-A Ala348Thr
P2X7R s V11 P2XR7v11C 47411C-G Thr357Ser
P2X7R A hu1l P2XR7I11D 47563T-C EN
P2X7R A2 hr12 P2XR7I12A 54307C-T EN']
P2X7R A2 b2 P2XR7112B 54308G-A e
P2X7R 7 V13 P2XR7v13F 54399C-T Ala433Val
P2X7R =7 V13 P2XR7vI3A 54480A-G GInd60Arg
P2X7R T/ V13 P2XR7v13B 54523C-T ¥ 1> Prod74
P2X7R T v13 P2XR7v13G | 54562DelCCCTGAGAG 7aa 488 ~ 494 ®

CCACAGGTGCCT PESHRCL & &

P2X7R 7 Y13 P2XR7v13C 54588A-C Glud96Ala
P2X7R T V13 P2XR7v13H 54664C-G .1 1> MHis521
P2X7R T7 13 P2XR7E13D 54703G-T ¥ L +LeuS534
P2X7R T2 V13 P2XR7E13] 54804A-T Tle568Asn
P2X7R T2 V13 P2XR7v131 54834G-A Arg578GIn
P2X7R Tz Y13 P2XR7v13E 54847G-A YA 1> FPro582
P2X7R 3UTR P2XR7UTR3A 55169C-A |
P2X7R 3'UTR P2XR7UTR3B 55170A-C e
P2X7R 3'UTR P2XR7UTR3C 55171A-C B
P2X7R 3'UTR P2XR7UTR3D 55917C-T B
P2X7R 3'UTR P2XR7UTR3E 54925G-A T~
P2X4R 5'UTR P2XRAUTRSI -1956G-A ES
P2X4R 5'UTR P2XR4UTRSH -1649G-A T
P2X4R 5'UTR P2XR4UTR5G -800G-A ENG
P2X4R 5'UTR P2XR4UTRS5A -648C-A AHA
P2X4R 5'UTR P2XR4UTR5B -537A-G RHA
P2X4R 5'UTR P2XR4UTR5C -437A-G T~
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P2X4R 5TUTR P2XR4UTRS] -206VNRG R
P2X4R 5'UTR P2XR4UTRSD -211C-G N
P2X4R 5'UTR P2XR4UTRSF | -150VNRGGGCCCC R
P2X4R S'UTR P2XR4UTRSE -98G-T N
P2X4R AN P2XR4I01A 31G-T ]
P2X4R T %02 P2XR4E02A 262G-A YA Lo b Alag7
P2X4R Ay hE02 P2XR4I102A 4600C-T A
P2X4R {2 b3 P2XR4I03A 15G-A A
P2X4R A bu03 P2XR4I03B 72G-A R
P2X4R %V 04 P2XRAEO4A 355G-A Tle119Val
P2X4R T 04 P2XR4E04A 375G-A ¥4 L hVall25 10
P2X4R A b u04 P2XR4I04B 171-C R
P2X4R AL P2XR4104A 32G-A ]
P2X4R T V205 P2XR4E05A 465T-C Y L 1SerlSs
P2X4R T% Y07 P2XR4E07A 724A-G Ser242Gly
P2X4R AL P2XR4108A DelT R
P2X4R T 09 P2XRAE09A 944A-G Tyr315Cys
P2XAR £ b 10 P2XR4I10A 11G-T I
P2X4R {2 Fu10 P2XR4I10B G-C TR
P2X4R AP P2XR4I10C A-G ]
P2X4R Ay hall P2XR4111B C-G R H
P2X4R A pl P2XR4111C T-A ] 20
P2X4R S hull P2XR4I11A 374C-T B
CaMKK2 3UTR CaMKK2UTR3bA 733C-T T
CaMKK2 3UTR CaMKK2UTR3aB 390G-A P
CaMKK2 3'UTR CaMKK2UTR32A 239G-A R
CaMKK2 | " {+ hu15 CaMKK2I15B 325T-C R
CaMKK2 | v huz15 CaMKK2I15A 169G-A R
CaMKK2 | (> bur14 CaMKK2I14A 224A-G R
CaMKK2 | > 110 CaMKK2I10A | 156DelGTGATCCGCCT R
G
CaMKK2 [ > br209 CaMKK2109B 528A-G e
CaMKK2 [ > 12209 CaMKK2I09A 521A-G TR
CaMKK2 %/ 09 SNP6f18v5 1095C-A Y Lo b I1e365 30
CaMKK2 T% 09 SNP6£18v4 1087C-T Arg363Cys
CaMKK2 %05 CaMKKEO5A 687C-T Y1 L > [Pro229
CaMKX2 | > k12203 CaMKK2I03A 10C-T R
CaMKK2 | (> k=02 CaMKK2I02A 39C-T A
CaMKK2 | (> hu20l CaMKK2101B 2911G-C Ex0
CaMKK2 | o hwu201 CaMKK2I01A 89C-A e
CaMKK2 %01 SNP6{18v2 253A-T Thr85Ser
CaMKK2 =% 201 SNP6£18v1 29G-A Ser10Asn
CaMKK2 5'UTRO1 CaMKK2UTRO1B 253T-C R
CaMKK2 5'UTRO1 CaMKK2UTRO1A 63C-A RH
APC5 I APC5I01A 10G-T ]
APC5 Ay b0l APCSI01B 50A-T R 40
APC5 A b 05 APC5I05A 73T-C R
APC5 Ay 06 APC5I06A 73T-G B
APC5 Txv 11 APCSE11A 1416C-T Y Lo }Hisd72
oooooao
0 0 O O Rab350 PXNO PLA2GIBO PIND CaBPO OASLO P2X4R0O CaMKK2O0 O O APC50 0 0 0O O S
NPOOOGODGODOODUOODooooobooooooooooooooooboooooobdd
000000000 oDOo0o0ooP2XYROODOOO0OODOSNPOOSEQ ID NOO 1O O OO O O
0000000000000 D0000000O0O0D00000000O00000000000O
OoboD0oooo0oooboooooooobD oo oooosSsN;OOoDOoDooDoDbDoooooano 50
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ooooODbOOO0O0ooooocobObbOobooooooooboDbbob0O2000120 00000 P2X7R
goobosSN;POODOOoooDoOSNOOOooooooobDbOoOouoob0O0OOOon0ilablOod SEQ

IDNO 5201110 000000 0DO
oooooao
0O0O000O0OSNPOOOODODOO0ODODOODODODODOODODODODODODODODOOOODGOnn
O0DO0DO0ODOOSNPOOOSNPOODOOOODODDOODODODODODODDODODOODO
0000000000000 D000000000D00D0O0D0D00D0o0D0oooIDODaOoi1s2
00000000 ND0000000310000000000 Saguenayl Lac-StJeand O
0000000000 Steinertd Glaucomal 0 O Paget DNAD 0 0 0D DO 0000000
0000000000000 D0D000D00D00D0D00D000D00D0o0DO0Dl000000an
0000000000000 00000O00DO0O0Ooooao
oooooao
OPCROODDOODODODODODODODDOODODODODODODODODODODODOD
0000000000000 000000D00D000D0O0D0D00D0O0DO0DO0oDO0o0ooOoaOo
OPCROOODODOODODODODODOOODODOOODODODODOOODODOOOOODOOD
0000000000000 0000O0GENO.pID 00 DODODOOOOSNPODODOOODODODO
O0DO0O0O0OSNOOODODODODODO4D000000000000D0O0DOOD
oooooao
O0O0DO0O0O0OCLUMPO 0 0O OO OO O Sham & Curtis 19950 Ann. Hum. Genet. 59: 97-1
os0 0pl000DO0O0D10000 0000000000000 DO0O0D0O11000000000
0000000000000 00000000000000000O00D00000TIOO
0000000000000 010000000000000000000000000
0000000000000 T300000000000000000DD0D00D0DO0OOoDaO
0000000000000 00000000D00TI00000000000D0D000aO0
0000000000000 0000000a0
Oo0DO0DO0oO0DOgcCcLlwPOODOOODOODO
Hhis ST B T 5 7 BT
fig Hr
T SNP I 15 xR p-fiE (T1) p-fift p-fff
(T2) (T3)
P2X7R P2XR7v11B 208 211 0.795 0.036 0.028
P2ZXR7vI3A 212 214 0.344 0.250 0.186
P2XR7v13E 212 211 0.780 0.017 0.017
CAMKXK?2 SNP6f18v5 206 135 1.00 1.00 1.00
SNP6f18v4 206 135 0.816 0.962 0.841
SNP6f18v2 205 135 0.057 0.110 0.095
SNP6£18v1 206 135 0.512 0.532 0.385

oooooao

O P2X70 P2X4O O O CaMKK2O D D OSNPO O OO DOOOODDODOOSODOOODODOOOO
oooboDbDoOO0O0ooooooooe2XyD Doo330ooooooooboobooooooan
O O SNP P2XR7v11BO O 0O P2XR7VIIED 0 0 D O OO OODODDOOOOOOOOCOODOADO CaMKK2
OOoODSNpPefl8Vv20 D00 OSG. 70000 000COCDODDODOODOOODODODODDDOOOOO
SNPOODDOOOO0O1O00012000000000

gogoooaad

goctuvpo D OOODODDOOOOOOOOODODDOODOOOOOODODDOOOOOOORO
goboboOpbODO0OO0O0O0OOOO0O1000000000O0000O0DODDO0O00
ooooOoboDoosNnkOOODOoooooboobbbobooooobocuivPo bbb oooOod
OoOpObO0ooOoOoDODOoOROOOOOODODO
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I S T s 70
s ~—— ST AL T T1 OR T1 T3

(v—H—DF > 2) I sl | st p-fiti | OR Qg‘;/o p-fitf p- it
P2XR7 P2XR7UTRSF | C(0.18); T 212 208 0.280 { 1.21 | 0.86- | 0.067 | 0.069

(1) (0.82) 1.71
P2XR7UTRSG | G (0.09); T 211 204 0.481 | 1.19 | 0.76- | 0.261 0.231

2) (0.91) 1.87
P2XR7UTR5H | C(0.95); T 210 202 0542 | 1.19 | 0.67- | 0.768 | 0.582

(3) (0.05) 2.13
P2XR7UTR5A | A(0.05); C 210 207 0.526 |.1.26 | 0.68- | 0.754 | 0.517

(4) (0.95) 2.34
P2XR7UTRS5B | C(0.78); T 211 207 0.629 | 1.09 | 0.79- 0.104 | 0.128
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(5) {0.22) 1.50
P2XR7UTR5D | A (0.96); G 211 205 0.268 | 1.43 | 0.77- | 0.598 | 0.240
(6) (0.04) 2.65
P2XR7UTR5E | A (0.04); G 211 210 0.658 | 1.23 | 0.65- | 0.139 | 0.234
(7) (0.96) 2.33
P2XR7UTR5C | A(0.22); G 208 210 0.882 | 1.04 | 0.75- | 0.168 | 0.293
(8) (0.78) 1.44
P2XRT7101B C(0.98); T 210 207 0.352 | 1.71 | 0.67- | 0.348 | 0.348
(9) (0.02) 4.39
P2XR7v02A C(0.05); T 211 208 0.189 | 149 | 0.84- | 0.397 | 0.167
(10 (0.95) 2.64
P2XRT7I104A A (0.01); G 211 211 0.344 | 0.25| 0.03- | 0.356 | 0.356
(11) (0.99) 2.23
P2XR7v05B C.75:; T 212 211 0.854 | 1.03 | 0.76- | 0.234 | 0.335
(12) {0.25) 1.41
P2XR7E05D | A(0.01)}; G 211 211 0.726 | 1.561 | 042- | 0.735 | 0.735
(13) (0.99) 5.38
P2XR7v05A c(48); T 211 209 0.638 | 1.07 | 0.82- 0.895 0.895
(14) (0.52) 1.40
P2XR7E05C C@.97; T 210 211 0.195 | 045 | 0.16- | 0.349 | 0.276
(15) (0.03) 1.31
P2XR7I07E C(0.64); T 208 214 0.394 | 0.87 | 0.66- | 0.057 | 0.064
~(18) (0.36) 1.16
P2XR7v08A A(0.24); G 210 212 0.221 | 1.22 | 0.90- | 0433 | 0.496
(17) {0.76) 1.67
P2XR7v08B A (0.05); G 210 213 0.386 | 0.71 | 0.36- | 0.520 | 0.662
(18) (0.95) 1.41
P2XR7V11A | C(0.88); T 213 149 0.394 | 0.80 | 0.50- | 0.387 | 0.463
(19) {0.12) 1.29
P2XR7v11B A (0.36); G 208 211 0.795 | 1.04 | 0.79- | 0.036 | 0.028
(20) (0.64) 1.38
P2XR7v11C C (0.89); G 211 212 0.409 | 0.82 | 0.52- | 0.303 | 0.661
(21) (0.11) 1.28
P2XR7v13F C(0.99); T 196 207 0.030 | 3.24 | 1.04- | 0.039 | 0.039
(22) (0.01) 10.12
P2XR7v13A A(0.84); G 212 214 0.344 | 1.21 | 0.85- | 0.250 | 0.186
(23) (0.16) 1.72
P2XR7v13B C(0.89); T 207 212 0.494 | 0.83 | 0.53- | 0.315 | 0.699
(24) (0.11) 1.31
P2XR7v13C A(0.77); 211 213 |.0.731 | 095 | 068- | 0557 | 0.616
(25) C(0.23) 1.31
P2XR7V13H C (0.98); G 211 213 0.238 | 1.75 | 0.68- | 0.236 | 0.236
(26) (0.02) 4.49
P2XR7E13D G(0.89); T 211 213 0.435 | 0.82 | 0.53- | 0.268 | 0.680
(27) (0.11) 1.28
P2XR7E13J A(0.03); T 204 199 0.179 [ 048 | 0.16- | 0.329 | 0.329
(28) (0.97) 1.42
P2XR7v13E A (0.36); G 212 213 0.841 | 1.04 | 0.79- | 0.026 | 0.025
(29) (0.64) 1.37
P2XR7UTR3E | A(0.04); G 205 197 1.000 | 0.96 | 0.45- | 1.000 | 1.000
(30) (0.96) 2.04
P2XR7UTR3A | A(0.47);C 208 209 0.932 | 0.99 | 0.75- | 0.264 | 0.239
(31) (0.53) 1.30
P2XR7UTR3B | A(0.92);C 208 210 0.174 | 0.65 | 0.38- | 0.151 | 0.303
(32) (0.08) 1.14
P2XR7UTR3C | A (0.95); C 208 210 0.395 | 0.71 | 0.36- | 0.508 | 0.667
(33 (0.05) 1.40
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P2XR4 UTR5A A(0.18);C | 212 | 210 | 0285|082 | 057- | 0.514 | 0.484
(0.82) 1.18
UTR5B A(0.69);G | 212 | 210 | 0670 |093| 070- | 0.833 | 0.833
(0.31) 1.25
I0GA C(0.84;;T | 207 | 192 |0.212 | 0.78 | 053- | 0.398 | 0.217
(0.16) 1.16
EO7A A(0.84);G | 212 | 208 | 0294 | 081 | 055 | 0.536 | 0.479
(0.16) 1.19
UTR3A C(0.74;;G | 211 | 203 | 0.015 | 150 | 1.11- | 0.021 | 0.014
(0.26) 2.02
UTR3B A(097):;T | 211 | 209 | 0653 | 081 | 0.33- | 0.640 | 0.649
(0.03) 1.97
UTR3C C(0.03);G | 211 | 209 | 0653|081 | 0.33- | 0.672 | 0672
(0.97) 1.97
CAMK E09B A(0.03;C | 208 | 214 | 0.830 | 0.85| 0.36- | 0.829 | 0.829
K2 (0.97) 2.00
E09A C(0.83;T | 208 | 214 |[0202 | 0.78 | 0.54- | 0.446 | 0473
(0.17) 1.14
E01B A(0.35);T | 207 | 214 | 0.048 |1.33 | 1.01- | 0.126 | 0.218
(0.85) 1.76
EO1A C(0.93);T | 208 | 214 | 0.189 | 144 | 0.86- | 0.439 | 0.237
(0.07) 2.39
Ooo0o00o0oaoao

ooooDDbDbOO00oDoo0oooobD1moooobobDbob0oO0O0oO0o0oo0OeP2X7rRO OO 0O 330 0O SNP
OP2X4RO O OO 700SNPOOOOCAMKK2O OO O4O0O0OSNPOOOODODDOOOOOOODO?Z
laboooooOsSNOOODODODODODOOHRWWEODOOOOGOOOODODDODOODOOGOGOOODOODOGO
gogobooooobobbooobbooooboooooboboooooosobobboOooobooOop
2XR7v13FO pO O 0.0300 ORO 3.240 950 CI0 1.04-10.120 0O P2XR4UTR3AO pO O 0.0150 OR
0 1.500

1.

OooooooooooogoQgooao
OO0 oooogogQgoooao

OooOoo0oooodg

760
g
oad
oo
go
120
O
a
u

OOooooogdg
OooooooQgodg

O

U
u
O

950 C10 1.11-2.020 O O O CAMKK2EO1BO pO 0O 0.0480 ORO 1.330 950 C10 1.01-
U 0000SNP P2XR7VvI3FD O O P2XR4AUTR3AD D O OO 0O DO DO T1O O O 130 O
ooocoobobOooDooooooboboobooooooDbDbO00n0oooaonP2X7R
110 O 0 10 0 SNPO O O P2XR7v11BO O O O 0O 0O O 130 O O P2XR7v13ED O O O
goooDooooboTa3tgo0oboo0ooo0obbO0oO0gnbpdn0o.o280 00 0.025
goooooooboooooooboooooboboooobbooooboboooooban
oo oobooooooao

O
gooboDoooobooogop2XyREDOOO0O0ODDOOOOSNPODDOOOO.S

p0 00000 ODO 11b0 O SNP325070 0O SNP548470 0 O O O O O OO SNPO OO

llcOODO0O0O0O0OO0OOCOODDODOOODOOOOOODODDOODOOOOOODDODOOOO

ioooo0oooooooboboooooooooDDbDb 00000 b0D11dooooboan
o200o0oooooboboboooooooobbooooooooloooobooobooao
ooooObOO0oo0ooos3sooooooooobboooooooooOoDb0Oano.o9o

lle0 012d0000O00OO0COODODDODOOOOOODOODDOOODOOODDOODDGO

g
u

oooTibooTsooooooOoDpo.50ooboboOOoOooooobooboDobooOonOon

ooao
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P2 NS A g e T1 T3 il S
NS RAS B L CHEh7a Wale NTH g
1 SNP¥% 5 A 7
(v—p—07 ) | PR T TR T i | (o) | oof) TR
P2XR7101B- P2XR7v13A 15 20618 361 257 | 0.0003 0.0252 20
(9-23)
P2XR7v02A- P2XR7v13B | 15 29550 361 260 | 0.00008 0.0294 20
(10-24)
P2XR7104A- P2XR7v13C 15 22164 360 264 | 0.0003 0.0323 19
(11-25) :
P2XR7v05B- P2XR7v13H 15 22200 361 265 | 0.0004 0.0065 18
(12-26)
P2XR7E05D- 15 22180 365 268 0.0035 0.0287 16
P2XR7E13D (13-27)
P2XR7vO5A- P2XR7E13J 15 22267 352 246 0.0007 0.0163 15
(14-28)
P2XR7E05C- 15 22269 353 250 0.0012 0.0200 10
P2XR7v13E (15-29)
P2XR7I107E- 15 17452 355 247 | 0.0020 0.0192 11
P2XR7UTR3E (16-30)

1010000000000 DOD0OO0OO0OOSNOODODDOOODODODUODNNa0 000 OooDoDOd
gogoboooogoboan
2000000000000200SNPOODOCO
3oogoooboobooooobobooooobDlboboo0oooboooonb
gooooad
oooobObOO0OO0ooooooooboboosSNOODOOOooooooobbboooooonnb
oof01xdooooooDooao
SEQID NO ey (DAL
1 CT 32507
1 CT 32548
1 cT 37439
1 GA 37605
1 GA 37623
1 C-T 47214
1 G-A 47383
1 CG 47411
1 CT 54399
1 AG 54480
1 —CT 54523
1 AC 54588
1 CT 54664
1 GT 54703
1 T-A 54804
1 G-A 54847
oooooao
ooooboboooooooooobbooooooooobbbobooooooboooaob
v {7 ] 32507 | 32548 | 37430 | 37605 | 37623 | 47214 | 47383 | 47411 | 54300 | 54480
No 1 c c c A G C G C C A
No 2 c C C G G C G C Cc A
No 3 C c T G G c A C C A
v 5 (7] 54523 | 54588 | 54664 | 54703 | 54804 | 54847 | FRkiLE | F ik
No 1 C A C G T G | 020 [ 0.3
No 2 C C C G T G_| 0.05 | 0.01
No 3 c A C G T A_| 011 | 0.20
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goboboo0odb1ic0b00O00dd0eSNPOOOODDOOOODDOOOODDOSEQ ID NOO
3sooooDaOo

O
O

ooooODbDOO0oOoooooooep2XyREODODOOOOO

O

Ooo0oooQogooo
OoOoooogoQgogao

SEQ IDNO:3 155 168 270 276 348 357 433
B AL
N AT Y C H R A T A
NFuBRAT 2D Y C R R A T A
NFur A3 Y C R R T T A
SEQ IDNO:3 460 474 496 521 534 568 582 10
b STpRAY AT
VAR LA Q P E H L | P
NI 2 Q P A H L | P
NFudAS 3 Q P E H L | P
ooooao
Ooaods3
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oob0z24000000000D0DOO0O0O00O000O0OODODDOOOSNOOOOOOORD
OoOo0ODO0O00P2X7rRO O O O SNPO O Saguenayll Lac-St-Jeanl O O O O O O O SNP
OO0O0000DO0OD0D0DO0O0O00DOD01200 0 0 Argl17Trp0d P2XR7EO3AD O Glul86Ly

s P2XRTEO6AO O Leul91Prod P2XR7EO06BLO O 11e568Asnl] P2XR7E13J0 0D 0 O 0D OO0 DO OO
oooooOsNOOODDOOODOOOOoOOoOODDOOODOOOoOoOOoODoODDODDOOOeP2X7O OO
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%%gé A Fl
F70k | (SNPE7iX B . B AEJE
A Fry | Zofh) shris T | prE EHENE (17 4) [ (FA )
5UTR P2XR7UTR5L T-C 362 g 0,13 0,08
5UTR P2XR7UTR5M T-G 532 N 0,16 0,1
5UTR P2XR7UTR5K A-G 1100 g 0,13 0,13
5UTR P2XR7UTR5J A-G 1122 R 0,13 0,13
5'UTR P2XR7UTRS! C-G 1171 T 0,06 0,02
5'UTR P2XR7UTR5F T-C 1351 N 0,3 0,12
5UTR P2XR7UTR5N G-A 1702 g - 0,02
5'UTR P2XR7UTR5G T-G 1731 £ 0,17 0,15
5'UTR P2XR7UTR5H C-T 1860 g 0,07 0,15
5'UTR P2XR7UTR5A C-A 2162 B 0,07 0,12
5'UTR P2XR7UTR5B C-T 2238 g 0,3 0,27
5UTR P2XR7UTR5D A-G 2373 K1 0,07 0,12
5UTR P2XR7UTR5E G-A 2569 R 0,1 0,02
5UTR P2XR7UTR5C G-A 2702 K] 0,31 0,27
£ 1101] P2XR7101C G-C 3166 1] 0,03 -
4+ k01| P2XR7IOIA CT 24778 g 0,03 -
+ > ru 01| P2XR7I01B C-T 24830 A 0,03 i
T 7702 | P2XR7v02A T-C 24942 Val76Ala 0,06 0,08
x7 v 03 | P2XRTEQ3A C-T 26188  |Argt17Trp - i
£ 1103 P2XR7I03A A-G 26308 R 0,7 0,44
> k03] P2XR7I03B G-A 26422 I 0,18 0,12
4> b 11-04] P2XR7I04A G-A 32394 ] 0,03 0,01

10

20



(91)

JP 2010-11855 A 2010.1.21

1 v b 04| P2XR7v05B T-C 32434 N 0,33 0,29
~7 V. 05| P2XR7E05D G-A 32493 Gly150Arg Hii 0,02
ALy b
7V 05| P2XRTEQSE G-A 32506 Val154 - i
x.7 7 05| P2XR7vO5A C-T 32507 Tyr155His 0,33 0,44
YL b
T Y 05| P2XR7EQ5C C-T 32548 Cys168 i 0,02
A v 05| P2XR7105C A-C 32783 A 0,25 -
A > 1 -05] P2XR7I05D T-C 35309 A ND 0,356
A > b u 05| P2XR7105B C-T 35374 A 0,7 0,67
A~ b 05] P2XR7I05A A-C 35378 A 0,7 0,65
T 7 Y06 | P2XR7EOQBA G-A 35438 Glui186Lys - 0,02
T7 Y06 | P2XR7E0EB T-C 35454 Leu191Pro - 0,02
1 06 P2XR7I06C T-C 35549 A 0,04 0,08
A > Fu 06 P2XR7106G G-C 35641 Qi - 0,02
+ v w . 068] P2XR7106D A-C 35725 A 0,21 0,27
A v 06| P2XR7I06F T-G 36001 M 0,17 0,3
1 hu 068 P2XR7I06E A-T 36064 A+~ 0,11 0,1
36091-
1 v 06 P2XR7I06A DelGTTT 36094 A 0,14 0,3
1> hu 06| P2XR7106B C-G 36108 A 0,14 0,29
A v 07] P2XR7I07A C-T 36374 4 0,07 -
4 v o 07 P2XR7107B G-A 36378 A~ 0,21 0,28
A hu 07 P2XR7I07C T-A 36387 A 0,21 0,28
A >~ 07| P2XR7107D G-C 36328 AN 0,42 04
A +u 07 PZXRTIOTE C-T 37439 AR 0,41 -
4 v 07 P2XR7I07F T-C 37513 A - i
Tz .08 | P2XR7EQ8C C-T 37604 Arg270Cys Hi -
T2 V08| P2XR7v08A G-A 37605 Arg270His 0,46 0,24
Tz v 08| P2XR7v08B G-A 37623 Arg276His 0,03 0,02
YA L b
7Y 08| P2XR7E08D C-T 37633 Asp279 Hi -
A 109 P2XR7vI1A C-T 47214 AR 0,08 0,03
x7 11 | P2XR7v11B G-A 47383 Ala348Thr 0,5 0,44
T 7 V11 | P2XR7v11C C-G 47411 Thr357Ser 0,08 0,07
1> b1l P2XR7I11D T-C 47563 A 0,43 0,44
A v bu12] P2XR7112A C-T 54307 A 0,32 -
A +r12] P2XR7112B G-A 54308 N 0,03 -
T 7 v 13 | P2XR7v13F C-T 54399 Ala433Val 0,13 -
T7 Y13 | P2XR7v13A A-G 54480 GIn460Arg 0,13 0,17
YL b
.7 13 | P2XR7v13B C-T 54523 Pro474 0,1 0,07
DelCCCTGAGA 7aa488~494
GCCACAGG 54562- (PESHRCL)
T 713 | P2XR7v13G TGCCT 54582 DRI Wi -
T.7 Y213 | P2XR7v13C A-C 54588 Glu496Ala 0,13 0,06
7 v 13 | P2XR7v13H C-G 54664 His521GIn 0,03 -
P
Tz 13 | P2XR7E13D G-T 54703 Leu534 0,1 0,02
T 713 | P2XR7E13J A-T 54804 lle568Asn - 0,01
L7 V13| P2XR7v13l G-A 54834 Argb78Gin - i
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PA L b
=7 V13 | P2XR7v13E G-A 54847 Pro582 04 0,45
3'UTR P2XR7UTRS3A C-A 55169 A 0,48 0,37
3'UTR P2XR7UTR3B A-C 55170 i 0.09 0.1
3UTR P2XR7UTR3C A-C 55171 B 0,05 0,06
3UTR P2XR7UTR3D C-T 55017 +H 0,001 -
3UTR P2XR7UTR3E G-A 54925 B - 0,01
goooboan

OooO0ODbODO0OO0O0O00O0O00SEQ IDNOD 1O OODO
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gooooboao

SEQ ID NOO 10 O
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goooooonon

Curtis 19950 Ann.
gogsSNPOOOOQODODODOoOOoOOooODoODooooDoooooano

Ooo0OOP2XYROODDOOOOOOP2X
goobbooooobobooogaobsTtso
BACO O OOouooooooDoDoooaod
bilijooooocooboboooooerp
ooooboOOoOoOopP2XyROOOOOO
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gpP2X7yRUODOOOCOODODOOOO
OoooOD0O00000000SNPO
00 1lab 000 0O SEQ ID NOO 520 1

Oooo0oogoogDo

Hum. Genet. 59: 97-1050 O 0O O 0O O
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A 5h72 TG T R AT
fRHT
R Sef ST 7B * S {51 XA pii(T1)|  pfE(T1) PfiEi (T3)
P2XR7UTRSF 2(0.23); 4(0.77) 311 217 0.109 0319 0.339
P2XR7UTRSN|  1(0.001); 3(0.999)** 314 218 0.038 0.048 0.048
P2XR7UTRSG [2(0.001); 3(0.105); 4(0.894)] 314 218 0.993 0.714 0.761
P2XR7UTRSH 2(0.92); 4(0.08) 312 215 0.743 0.884 0.754
P2XR7UTRSA 1(0.08); 2(0.92) 312 219 0.557 0.786 0.678
P2XR7UTRSB 2(0.73); 4(0.27) 310 218 0.485 0.761 0.814
P2XR7UTR5D 1(0.92); 3(0.08) 311 217 0.555 0.787 0.691
P2XR7v02A 2(0.09); 4(0.91) 313 218 0.501 0.729 0.591
P2XR7I04A 1(0.04); 3(0.96) 314 220 0.604 0.433 0.348
P2XR7v05B 2(0.69); 4(0.31) 314 220 0.133 0.270 0.325
P2XR7EQOSD 1(0.03); 3(0.97) 314 220 0.842 0.827 0.827
P2XR7EOSE 1(0.006); 3(0.994)** 314 220 0.048 0.045 0.045
P2XR7v05A 2(0.60); 4(0.40) 314 220 0.038 0.144 0.219
P2XR7E05C 2(0.98); 4(0.02) 314 220 1.000 1.000 1.000
P2XR7IO7F 2(0.002); 4(0.98) 315 219 1.000 1.000 1.000
P2XR7v08A 1(0.23); 3(0.77) 315 219 0.454 0.673 0.634
P2XR7v08B 1(0.02); 3(0.98) 315 219 0.636 0.638 0.638
P2XR7v11A 2(0.95); 4(0.05) 311 218 0.348 0.391 0.436
P2XR7v11B 1(0.45); 3(0.55) 312 218 0.605 0.803 0.790
P2XR7v11C 2(0.93); 3(0.07) 312 218 0.793 0.256 0.924
P2XR7111D 2(0.45); 4(0.55) 312 219 0.665 0.735 0.740
P2XR7vI3A 1(0.87); 3(0.13) 305 215 0.017 <0.001 <0.001
P2XR7v13B 2(0.93); 4(0.07) 305 216 1.000 0.228 0.677
P2XR7V13C 1(0.91); 2(0.09) 305 216 0.151 0.006 0.008
P2XR7E13D 3(0.94); 4(0.06) 315 219 0.402 0.429 0.474
P2XR7E13]J 1(0.01); 4(0.99) 315 219 0.618 0.603 0.603
P2XR7E13] 1(0.004); 3(0.996) 315 219 0.999 1.000 1.000
P2XR7v13E 1(0.46); 3(0.54) 314 219 0.699 0.866 0.845
P2XR7UTR3A 1(0.518); 2(0.482) 314 219 0.617 0.850 0.875
P2XR7UTR3B 1(0.966); 2(0.034) 313 219 0.522 0.850 0.643
P2XR7UTR3C 1(0.979); 2(0.021) 313 219 0.636 0.505 0.382
P2XR7UTR3E 1(0.02); 3(0.98) 315 219 0.147 0.161 0.161
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00O0D0DD0D0000000D0DDO0OD0DO0DO0O00O0O0OO0DDDOO0OOOdODOAmerican Psychia

tric Associationl 0 0D 000000 O0OO0OO0ODDDOOODODODOOOODODODIagnostic and
Statistical Manual of Mental Disorders-4th Edition Text Revision 0O O DMS-1V-TR

0 O American Psychiatric Press, 20000 0O 0O 000 D0DDOOOODODOOOODODOOOO
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00000000000 oo0o0ooo0ooDUooo0DO0oo0DooDUooDUOooOoDoOoDoDoOooDoOoao
Ooo0oo0ooo0ooDooo0ooDo0ooDoooDo0oo0ooDoooDooDoDooDoDooDoOoaOo
OO0O0000D0D0D0OD0ODO0O00O0OD0ODODOOD0O0OODOHosmer and Lemeshowd O 0O O 0O 0O O
00 00D0O O Applied logistic regressiond 0O 0O John Wiley and Sons, 19890 0O O O O
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O0O0000D0D0D0D0OO0O00Pp0O0.0640 00O O P2XR7VOBAD 0 O OO O DO OO O pO 0.042
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JAEANE K SLI S IRT s TR AT
SNP (2B 2pfE | HAICBId 5P | SNPICEET 2pfE | MRl cBI3 2PfE
P2XR7v02A 0.8254 0.0085 0.8650 0.4531
P2XR7v05B 0.1751 0.3714 0.2034 0.5110
P2XR7v05A 0.3808 0.0266 0.0885 0.1392
P2XR7v08A 0.0452 0.0041 0.1021 0.3452
P2XR7v08B 0.3471 0.0040 0.3413 0.3617
P2XR7v11A 0.3559 0.0136 0.5888 0.4404
P2XR7v11B 0.5902 0.0093 0.3897 0.4302
P2XR7v11C 0.3731 0.0094 0.7648 0.4615
P2XR7v13A 0.0047 0.0209 <0.0001 0.4814
P2XR7v13B 0.5129 0.2352 0.9584 0.4092
P2XR7v13C 0.2466 0.0284 0.2225 0.4228
P2XR7v13E 0.8168 0.0159 0.3713 0.4990
Oooooo
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| =7 v K ST A 1T B TR AT
TSN TSTF T pElin) | piio o) IS5 PiE(rg) | plEGrr) |
T1:0.032| 0.3133 0.1947 T1:0.193 0.460 0.5355
T2:0.068 T2:0.159
T3:0.054 T3:0.089
5(5) T4:0.059 T4:0.304
T1:0.551| 0.3813 0.3064 T1:0.812 | 05428 0.6652
T2:0.585 T2:0.689
T3:0.646 T3:0.644
8(3) |T4:0.646 T4:0.756
T1:0.750 0.0886 0.7396 T1:0.625 0.2305 0.9494
T2:0.786 T2:0.919
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