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VB L AR, CRLDF—2 & A, BERIERE S A BT & O BIENE A AT L CF— 4
~—2 (DB) kT 5L EbHic, #

7 KU A K72 SNP ¥ A B 7B X OEBERK - BEE Lm0V o —7 = AOMFZERETR{L L T

WEFTEFEDOFHE b LUTFEELR T, 7— X OHIT AN LT

B 21T, 2O DBA XV Z OFEEENFIATHZ LICED | RKEROBEEROMHAL, BisT
=
(1)

W, REDSFEFZFEONIENMEE S, FEHITLEROEBRNIMESND Z L2 AN ET 5,
(2)
(3)

) BT A RN (GWAS)IZEIT % DB & LT, SNP control DB %45, GWAS DB O
4&, CNV (copy number variation) control DB D5t

. CNV association DB OA#HE & &
Uy —r 2 R L DERIGEH « 7/ LI DB ORE5E & iEH]
T2 7 VA MERFNERES LML, T ARB LT —FOIFITET L 5 A%
i REL, T FOHEIT AN E HEAMOMEMA TR D,
2. PR 2 24E 1 0 HRIERIZISIT 2 HEEFHEI 5T 2 AR
(1) B

1. GWAS Bh#ED T — & _— 2

BHIOFHENEYD . LTOT —F N—2AZHH LT,

1.1 SNP #Z¥EDB (http://gwas. lifesciencedb. jp/snpdb/snp_top. php) ,
s E D SNP 7 — Z _— R,

(BIfkA, 1-1,1-2)
50~90 J5FED SNP (2D T SR TRUERE . 7 U VB, Hardy-Weinberg “FHIfREM, NTr 247
BEEE . call rate %82 Bék,

1.2 GWAS database (http://gwas. lifesciencedb. jp/cgi-bin/gwasdb/gwas_top. cgi),

TR LW E ., HOIREE & HRISEE 12 L DIEBIGIIIED 7/ 50 A FENEMRT, BRREO S
J BT A RGN0 &R IR Lo T — H R— R,

B EISEE . 7 U VEEE . Hardy-Weinberg ke EfE. call rate, genetic test, allelic test,

additive risk model, dominant model, recessive model 72 & @ P-value, odds ratio, confidence

interval, AIC 72X @ SNP I & OBISHMATHIE. £/, ~NT'a XA 7 LR EBBEMEDOREHE, SNP [HHH A
TEHORER 2 ELBER L ThH D, xRN ORERE SNP 2N TX 5 K 912, b OBsktat

il & Bn 71, non—coding RNA &, linkage disequilibrium 72 EDIFHZFE CHETE S A

2 —T 2 — A& ZTWD, F£7-, pathway fEHTOREROERRR study BlD 72 &6 TE 5,
W H EABIHO DB Z#HE L TH Y . faSCARATE TIX, WESHO DB I2B&k L., Ll
BB DOBN DT 7 A E LT 5,

e

[FIRFZE D2
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1.3 CNV #Z#t DB (http://gwas. lifesciencedb. jp/cgi—bin/cnvdb/cnv_top. cgi), (BIHEKA, 1-8~1. 10)
HARNBEE D NV DOF —H_X—2, GWAS i~ A 7 27 LA @ probe intensity 7 —# NG L7z
CNV Z %k L T\ %, BlfR, RARMLENBIDICELRD NV b2 mtsnd e, 7722V 7 LT
7=V L, ONVORF = —EERGE L TWD, £, BHRORRLHAFELEA LR 0
THRRAMRBTH D,
1.4 CNV association database (NI T —# X—AD &, fmXN7T 77 h S THHAM)
CNV OfElk & . case, control Z & dD A, P-value 72 & Z B8 H = non—conding RNA [ 72 & &
FIRFIZFRATRECH D, NESHT —# R— 22T, IR L~ TO OV RRBITZ D,

2. PRRAEMERIZONT, ITO4FEEHOEKE T L D nutation DB (re-sequence DB) & HUHU K7t &
b, ASCERUERTE & BITHEE LT,
ALS = i ZE AN SR A A e
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=1,
PD: /=% Y R
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetl1d=2,
ALD : RIEHEYA bu~ 4 —
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4,
HSP : SEHRMERE I R
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?target1d=9

INHOT —F =22, EABEER T ORSIE®R, 2 ks, 3 kSR & OREAREH &3t

2. BROME, BRES BEFR, BIET L), 4y X 825kl Tn5

B R BB RIS B AN 7= I PEH S AR BB G D U > — 7 = A L DG T - &
DEFAEH L T IATRET 2 ERRTE R Z DB b (35 1 IR DB) 3% & 2RI, HRUR P RFBE R RIF5E
BHIX, MO DB OFHRT — 2 %A AR — N T HHREZ B L (55 2k DB) . H S HUERTIRZE -
65 PR 175 38 B 0D SCTR T R 2 D UNE & BB AR 1 O LA O T 21T - 7,

3. T—HT IR AMPEESERELE N AN =g 0T — X R_R—2AF A TE - AR
L7-% (http://gwas. lifesciencedb. jp/gwasdb/db_policy. html) 5 — X ILEEEZESZ A L.
GWAS & — &, mutation T —ZDOH 7 I v g bt HEAOHELEEL - EHLTWAD

(2) EHROHR

ERE, TRTEERATHY, EHRTH D,

FHE & AUTUN 2, (FHE 1) GWAS BHiEiod DB (G 2) AR 28 P28 B4IZ B3 % mutation DB & FHEE U (T4
KTrLlbic, 7—XOVTIvvart T —2HEAOHM GHE 3) Z8E L7,

3. HYHRICHT 5 ERE

(1) GWAS BI# D847 — Z 1ZLA F Ol Y

SNP control (2 studies), GWAS :18 % (25 studies), 17 &AYIEE (17 studies). CNV control (1
study). CNV case control : 5 % &  (5studies) % WNEH DB _yx‘ﬁ% L. Z0 955, GWAS:9 J& A
(10studies) & SNP control (2 studies). CNV control (1 study) 3238 DB 2 & B Ek L, ABE A, 50
DT —HIZONWTIL, XD accept & & HIZ, NHEKAB L CW<, mutation DB (re-sequence DB) (&
AA DA LT ISR HH LT2ER T — 2 Th 573, ALD, ALS [ZOW TR DBk 4 #7212
# 1ty bRTMHTE,
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WIS, HPIOFEEY Th D,

(2) Mutation (re-sequence) DB i :
+ ALS contents
107 SCHEk2>5 638 = kU —Z 4l (178 unique variants)
familial ALS / sporadic ALS : 70% entries are related to familial ALS
« PD contents
2223CHRAN D 1508 = b U —% it (472 unique variants)
+ HSP contents
103 SCHk2» 5 988 = kU — % #i#{H1(347 unique variants)
+ ALD contents
49 SRS 274 = b U —Z (157 unique variants)
ALS L ALD "o b7 —4% % 1|y Mo i 7=,
WD, HPOFHEEY Th D,
(3) fEREAIL., TEMEAOWH N ST, T X HAZESERE UnPita Tl M OMEEFIRZ
i L. http:/gwas.lifesciencedb.jp/gwasdb/db_policy_en.html TABT 5 & & biz, BAEERTTH
%, MPIOGFTHEZEY Th D,

(4) 77 2% (DB OHOREHE)

« GWAS DB B4 :

2009 4£ 56,958 pages, A%k 5,632 [A]

2010 4£(1 H-10 H) 103,380 pages, #ifti[E%k 10,346 [1]

+ Mutation (re-sequence) DB & :

2009 (12 HZABH) 4,637 pages, #hftIEI% 232 [

2010 ££(1 H-10 H) 14,963 pages, #ilfE1%k 1,660 []

W DB 22T, 8.(ITR LT —# 288k L TV ALY —T D) 2 .2 ZHIHAW 2720 C

W5,

4. PR 69 D b

gbrowser ~/L7 DY 7 UINAR ED THEFEICH LT, BEEITHY BT, ~INVTEREIET-,
JSNP & DOFEEIZE L Tid, M0 6 BYL R RTI I S #FHIN T > 7272 O % LTV,

5. fiFgR & oL

1. HEERERE & 0> 3HHE (A

HRHEBI L 1, B N AR == g T — R ERD DR, T— X T 7 ARG
FERERE L, NEORMNEE LR TITo7m, £/, AR PJ I PEND 72 NI B 70 GRS A
ANTE otz lod, FEMEO Y — _R—2FH S E TN 72wz, £, MABREERTLFEETIET
—2AHFMBE LTV ZETELSERIM L TV IERNC ZH v 2 v,

2. T N—TFNTOHEEEAEH
L 0N UVMEREIZ T A 72 D I B EAE 2 B &, L6 T DB A& LT~

3. e L O EHE AR
NEBRFE, AR08 8D workshop CREMRAIIZ Y PJ « DB OFREIE M EOIEEN 21T & & b
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2. NBEBLRFEOZESMICBW L, AT — 2 _— (T gwas data DB GRA HELES 2 CHIZ, Y4
DBHiNz b2 & &lotz,

4. SRR A AdL T E

T—HRABLOGWAS A7 —% (EREOBITFHBIONE A Y TAT %) 2G0T — %Dk
FIZBET 2 EBLOBEET 2 HFEEHRELER L, T— 27 7 B AMBMHEZESE R - Fik L
THRMEBREWRE LT, £, A HEEZROERICBAT LIRIL, 7 —F 7 7 B ARFIEES (REER
FHESKENLREEZ) 2RESE, 720V 7 I vy ay, BRAOFHRZIT> TWZEWNTn5,

L FUBERRIG . R= o 7 [EE . BREBENIE & OER D GIAS 7 — 13, Sl LFEIETH Y F—
¥ URHITIT o TV ADT—ZThHY, T—FOREICH > TUIINHOEERIT O I LT
LAY

CABOREL, G, RE

6
S%OREL :

FUHFREZR GWAS OF —HZ B2 B L & bIT, AXMNT 72 EEITH Z L NAlREL 7e > TL b, Fiz,
1000 7/ A P] O#EfTHLHY ., BB 7T b7 42— LMOT—XEZFHAT H728D genotype
imputation HEFMER S EBTE L L IR > T D EEZX LD, SHIT. BEOMERD HIRSTIZE
HENTT =X O X728 X0 BERENT 2 TE 5L 912 L T <, PJ] OHFERZIE, GWAS (22
MOLTERDOT — 2 B TEDMRMAERE L TR, BB PREAER S 72725, GWAS
B & SR B OB R T — 2 Db O DB HEEIC L T, UL, kitfky—27 =S —nHH
LD =0 2 AR N T &g AN—Ty MEBEHEIZHER, L0 ZHERER BESR OB
HREGIC2D 225D, YL, TR T 4 =< ALEEORL, F-ZERECHREOME
Ne, Wiy —7 = —D % —4 > ME Mendelian disease THEHMIBEIBIRDO T Z V) L HHISC,
common disease D 2WAT —VIZRBITDH I O —F U A RBESND & FPEIILEH, DB AL GWAS
MF >y FNHEHIN TN D SNP 21T T KO BRABRITHISSELIMLENR D D, o, L T
DR =7 2 —DF = Z 2l —HICHAT 2R ERH TS 22 b, ERIICHA S 2
quality control D FEZMFTT 2 MLERHDH, BB, GWAS DL HITTHORESTZSNP THA<, AlE
DY =7 T AT =Z DX I, RGRELCHRBEIR TR E > TVDLERTH RV, ZERRERT
—HENEL, BHTLLWVIHIREELEITT LI ENSBMLETH D,

At D

KT — B _—Z % GWAS 720F T < AR 28 B (SNP, REEAF) ICHERET 5 & & b2, CHEICE £
HEEM O H G INEE U R R/ EIER /388 /B {->mutation/variation @ BE£R % KEWTAYIC KR 3R
TEDEolcL. BFOMINIZENSDBICHE S ¥ D,

GENE2PHEN, EMBL-EGA (GWAS D72 59, AR — 27 = % — Tt L7z mutation (2 & %HE) 2> 5 &3
AR LANLILTWAD D, EEEM R0 A TO mutation/variation DB OFEFE A B9,
JEE .

BEORBOFIEICEAGT 2BEFPEEFET 22 0NN TEY | BEI L DT —FX—RT
o TiEv, BRERBA (FRERZET) OBREZMEEMICEEL, BB TELL51CT
HEEHIT, ZOMD Omics T —F LBEETE H L0 d e, L0, REBUCE LT 2T 58
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JERDEBZD,

JST 74 7% A = X DB itaHEtEFRICHIFT 52 &

4lEl, BA¥E L7z GWAS-DB, re-sequence (mutation) DB Z#EFF - EH T 5 & & bIZ, LRiOBLETH
BIELLEITBNT, REROKF 2T 5 LT EABEMAEM L LEofo7 —2 OFFITARAIR
ThbH, llx DT —2OfEEtEDd 5 & &bz, DBHOBEHENTY ST WE TRt L T Ess 2 %
R LET, £/, T—HOHEITFTANET DL EIZZOHFFOFEEZB DI TWET O T, fkkeno7e
W= FREBLTE DA ZE-o THE oW & VW ET,

7. KRS

b N AREFSNIZBAETIX, 7/ LMEREZFIH U7 BEIHE SNP (copy number variation 72
EDY ) LDOSFRMED ETe) DRIEICHIR O 2 7o B8 E 3 & 2 L THLY FHLA TV 2, % BEE SNP
DRIEIZITEE 2 2 FEH DM, PIKTRHZBWTEH, GIAS RV U —7 2 R IEOHF e FiEO—>
Thd, MHEELL, KEBERT—ZTHORPE, MIKIEDH L S OEETHL LWV I FEEA L
TRV, T—XOEANRRIE, 7T—FX OMEEF CTOIE, HBE - BB EBIFEO ST % ~0 GIAS
FER ORI L DR R EOBLEND, T — X RX—ADEE L ENWER . T — X OFEITANEH
FCAT DOV A2 2 5 2 LI TH D, O DERIZIGZ DI TR L7-A PJ T, GWAS BJE o DB
DI L 7 — Z OEKE T O ML) W A 2 2 BN 2B L7 2 LITRERRRTH D,
Tz, BiEkE ZREELSBEORBEZEONRICL > T, 2O L) A ZEA TE 2ol Z & ik
F, BBOPRIZBN L, AEEONRICT —FRX—A~OXET 52 2R L TWEET5 59
\INHRIEB 21TV, T D% OFEMEE 2 & TIEZ DO B 2 KO KM AN TWEZZE N TW5, 5
— & % TR U2, WERAZRE 2 b OFFHOHER T — 2 RRIH O W2 L 7 — F R E 1T 2 72
M CAMCEENFIET 20, TOREE DR THEOOMMAMEVC, A1 8T 4 TOLTRIZE
0., BRIEIT—HZIFEORNBAL—RIEND Z 2L TWD, 720X 9 T —Z WH TR
78R T V. K[E NCBI Tl dbGAP (database of genotype and phenotype) 723, BKJNTix
EBI-EGA (European genotype archive), GENE2PHEN OAEERIZ L » CTF —XIELEFEREHRHIN TR, 5%
XEBRAY 208 HISFEITAT > TV E U,

1000 N7/ b PJ DHERIZHEN ~ A T-—T U VBN 1 % FEfE &RV SNP & /83— L 7o @ B FE 0D SNP
AT LA BREEND LR JVIEBEEDCT UV EREEE~Y—I—L LIS AUA B
BT DN FTRE L 72 5 T D, 4%, LV L OFT = RERNATEHIN TS D EEZ LD,

—F . W — 27 =P —DHBUZ LV | FREBBEMHEE T2 TV D IRBIET Tl RO R
IZBWThH, FRVP L TLDORY ) LY — 0 2 ZAREZR Y IOy Y FERO Y —
ALY, HERESNP Z[FET D52 ENAHELE R TE L, A% ETET ZOFOEHRDKRIZEH
ENTLBEEZOND, TOETIVEZRD DB & L TARNIMRAEMERBO nutation (re-sequence )
DB DG AT o 72, AR DBIZIWTIE, BRIFH & LITEIRIE®R (LD X9 RIERICR D0 JRKOHE
TR &) ZIEEL T\ 5, DB OREEIZ LD | BB Z & O (X ZICERNBA- THEBERIE
T LEBFNED, FAUMEOERTHLERT LT I B/IERICE > TPRBRER L2 E) OMAN
BOND IR Z LITRERBRTH D, WEEZFHTHZ IRV HIBEDOTHRNTRTED
L2 b EEZ LI, FERICITERRBISG THENDDB 2 HIEL TV 5.

A%I%. ERRO DB AR, BRERBMOMHNA TESH LT D2 LIC X EEB/RHAL OB
Fra B0 —BiE+25 & L bic, BRBREZMEICNET S Z LIk, HADOEGTREEZ -
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T AEBHEER~DEEZH < fiA LT 52 L BUETH D,

8. FrilHIH

1. [FAEZENRICIES B 2ELESCHIRD N 6 5 720 el iSO DB IC raw data ZFHIT 5 2 &
I N— RN EN, D701, EWNTO GWAS DB, mutation DB OFEEE « #EFFIINETH 5,

2. V— /LK L LT, 1) epistatic DFENTSC pathway DM & XV & B 22 fif AT & i - B8k 7 HE T
H5, DBELHFHELSANOEH D (non-coding RNA, mRNA,CNV 72 )G bETHETHZ LN TX,
PRIBMBA SNP DALY iABZE LG < LT D,

3. WM DB &3P DB Z5ICHESE L TR Y . §w XD publish 3% Te £ TITAHM DB IZ&EKL, 7
— XGOS DA 2T 4 T OTDMEIE U TN 2 TR 9 & & b S LR R 2>
LDOT 7 EADHEWRIZT DI LIZEY, T—FDIAEZADB ETTAD L HICL TS,

9. LRt E K

1 8 1 9 2 O4FHE 2 14 2 24RR it
i n g (TH) 2, 937 0 0 0 2,937
AN (TH) 6, 444 6, 481 6,572 6, 572 26, 070
¥BERYE (TH) 33,073 20, 364 25, 063 24, 363 102, 865
—fE R (TH) 4, 245 2, 684 3,163 3,093 13, 187
& & (TH) 46, 700 29, 530 34, 800 34, 030 145, 060
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BiEEE %

(1) ¥—% (XIIDB) oiifh. #4

{E3& i

W (F—x o (A - & kB %), A7 ny

| = N

§ 7% (XIDB) DAF ;Z’i% = | O LA, BRI, AR DR - B
EERERIZHN Y T < Flik)

1 | SNP control DB  (http://gwas. lifesciencedb. jp/snpdb/snp_top. php) NEL] 2008/8 75 /8B
H AR N O SNP OBEAUHLE 7 V) VI 72 & O
¥R & . Hardy-Weinberg iR E 7 £ DHEAR 2B
MEEHE 2 B $k L 72 DB.
(2 studies, Affymetrix 500K, Affymetrix 6.0)

2 | GWAS DB (http://gwas. lifesciencedb. jp/cgi—-bin/gwasdb/gwas_top. cgi) | Z\EH 2008/8 M58 FH

SNP = & @ genotype frequency, allele frequency, call
rate, Hardy-weinberg Y-Afiif TEfE. genotypic test,
allelic test, additive risk model, recessive model,
dominant model 7 & E7/2BInHEHEZ EEKL TV 5,
copy number variation, OMIM 72 & DD F#k & iz B30
HAEMRZ 7 7 7R T HIENAETHS, WEH., &
BMAD250DBAHY ., WEHTIE, BEkLIET—#1%
i LA S D £ T RO DA ST 7 & A
TE2L91ZLTHD,

DBiE 14 FTornrhvr bt GMBHODB DA, K
N ERE OBk LT B ORI IR 7 v — TN BUE
FAHLTWS)

2009 4= 56,958 pages, #/jfiia1%% 5632 [n]

2010 4£(1 A-10 H) 103,380 pages, #ifiEI%k 10,346 [H]
GWAS :18 JRH (25 studies). 17 BHIHE (17 studies) .
CNV case control : 5 ¥ (5 studies) ZWNEIH DB IC
BEeL, €D I 5, GWAS:9 %A (10 studies) & SNP
control (2 studies). CNV control (1 study)ZZ\BH DB
WCHEER L, BB, 0 OTFT —XIZHOWTIL, iMoo
accept & & T, JNARAR L T <,

GWAS 7= D% <%, ZhILFRZETH Y, —1 Y
¥ NCDERITHEMENTZ LD TH D,
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CNV control DB
(http://gwas. lifesciencedb. jp/cgi—bin/cnvdb/cnv_top. cgi)

NP

2010/1 7> 5B

CNV fiElik 2. {5715 . non—coding RNA, repeat {Hi#.
L LHICFRTEALLIICLTWAS, WNEH DB 13 {E
KL UL TD NV DGR BT > T D,
HARNERE O CNV Z%48%9 % DB (1 study)

CNV control (1 study) & %Gk LABHE A,

CNV association DB

AP

CNV T case control f#MT 24T - 7=k 52 B4k 5 DB.
CNV fEIs D, P-value, #Bis 115, non—coding RNA f§
Wi EBBERL TV D, PIERH] DB (38R L~/ T CNV
DBEEHIT> TV D,

CNV case control : 5 ¥ HE (5 studies) Z N DB IZ
ok LTV D, @3l publish S AUIRES AR

ALS mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=1

P

2009/12 7> 28
BEEL « ALS  (f) ZEAEMEM R AL iE) 12Bd 3 % mutation
DB(re-sequence DB) TH V., LLFD a7 Y & ETe,
- 107 SCHEkAD 638 =2 kU —ZfhiH (178 unique
variants) familial ALS / sporadic ALS : T70%entries
are related to familial ALS

(mutation OALE, BHEE, FRIFMHME LI, FIEL TH
SATAE T N LI ER 2 DU 7oy, ED X 9 ZIEIR N E DR
PRIF % B dk)
CEHHAEO 2 kG, 3G, AV Y a ARSI D~ v
FINT FTAA DT —=2EHLRERL TND,
- RORURE M B B TREH L7z ALS B IE D U v
— 7 TV AT — Z R
BT Iy ar LTH Do B RARRE SR

DB5-8 ETOHOuRT I T b
2009 4£(12 H25BH) 4,637 pages, #5RE% 232 4]
2010 4E(1 A-10 ) 14,963 pages, #iffE1%k 1,660 [=]

PD mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=2

N

2010/3 M5 Z2ABH

BEEE . X—F% >V URIZES 35 mutation DB(re-sequence
DB) THY, AT T Y EET,

- 222 SCHRZND 1508 =2 kU —Z& i (472 unique
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variants) (mutation ONLE, #AE, FRIEHR EHLIT,
T‘Efﬁb f‘«lj( ®E]:uu r%%&%%ﬁ)

EAEO 2 g, 3WkiEE, AV a ARSI D~ v
FINT TAA L EDT—FELHEE L TWD,

- WK R CrEM L7z PD BEEEF O U &
— 7 T AT — X +HEIRIE R

ALD mutation DB

https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4

N

2010/5 2> /ABH
W BIBAEY A a7 ¢ —(ALD) IZ9 % mutation
DB(re-sequence DB) TH UV, LLFD a7 Y & Eie,

- 103 3CHkAN D 988 =2 b U — & fliHH (347 unique
variants) (mutation ONLE. BE . FAGRE LI
FRIEAID ., EIR S O BER & B 8k)

- EAEO 2 WG, 3G, VY e T ARSI O~ v
FTNT TA A& DT — 8 G5%,

c HRUKE M B PE CRER L 72 ALD BIEE S T U &
—J T AT =X K ORRT — X

YT Iy ar LTH Do R R T

HSP mutation DB

https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=9

Nt

2010/5 762\ BH

ME 2L« 52 0 MR R ME kb JRR g8 (HSP) 12 B 9 % mutation
DB(re-sequence DB) TH VY, LAITDO a7 Y &Eite,

< 49 CERDNS 274 =2 b Y —ZHhH (157 unique
variants) (mutation D&, BEE, FRIGEH & LT, I
JEAERR, RS O B IR I % 6 k)

c HRUKE M B PE CREH L 72 HSP BEE s D U &
"—‘73:/27 55’10\%7‘7 v

(2) OO

t 7)) =g T —
B _R— 2 A

18 B
H R B
& RANBH
1 | MET—F_X=2AT =7 k| K~H ART—=HN=Z DT —Z R & 7 — 2 IR L TUBERMHAFEELZ GO FRE L ELOLO

(http://gwas. lifesciencedb. jp/gwasdb/db_policy. html)
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AMAEREE R

(1) BT —, WIFER%A -~ Bl

18 HRHE _ . W g (8, 2A%) ., HEEOFE2:
jage! ~ 7N
= A kv (K E2) FHH Bl ke I A R NLFR )
1 H2EA T
Affymetrix Genome-Wide Human SNP YT 4T A . e e
Nep/Sty 6.0 12 % mmgse [T oom | e e | L) RO
BACLTT Ty b7 — hORER WrgEH o |~ e
N
ey
— YN <
) 900K SNP Chip % IV 7= GWAS DELIK 2008 4 6 H Hog= 7 /TF;EJ@@U@;? " .
e i . TLYRAE | S ey W 2 Hl & L CEMAE 100 472 E
! A — i)l . .
vav
3 . . Ce e International
Qen??e—w1de ﬁfi?61aa}i?l?ifj?ase L 2009 4E 12 A 5:;2;;!%57 Symposium on | &/ MEE ORI
in Japanese Integrated Database T 5 3 H~4 TE Applied SHNEL 100 44 F
Project. A« ek .
Genomics 2009
4 TRGHE S
\ ‘%\g:‘# = A/\iﬂ‘ ) . N A‘i‘ N el . .
" @g ffﬁ;uj Zi_ ;g%_i R kBt | 2010.2.28. iggﬂ;i: Egﬁfg%g% —HRAN & L& LTSN 100 445
B
5 THIA4 7 _
N R . TR 7Y
s BT — R — , ” : - N "
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ALS contents
- 107 XM 5638 r)—ZH#H (178 unique variants)

- familial ALS / sporadic ALS: 70% entries are related to familial
ALS
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- I3yl a L THo-ERERRTER
PD contents
- 222 X@kMi51508TF)—%HhH (472 unique variants)
- HICEBRMICHRL-ZERHEEKRIFHR
HSP contents
- 103 X@kM 5988 T FJ—%3hH (347 unique variants)
ALD contents
- 49 XXM 5274 M)—ZHH (157 unique variants)
- YISy al L THo o E R AR

Genomic position of variations
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ALD mutation database

HSP mutation database
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151 CACTTOOOC TGEDOGAAGAGEECHOG AT TOEATGGE T TG AL

201 CCACCAGOOGCOOCAGCACCACCONGOOOGCCTARACCOACACTCTCAGS
281 COOCATOOCAACOTTTCCACTTOOCTACACAACACGGCCCAGGOTCACAGT
301 AACAATCCTTCCAGCCACCTGOCTCAACTOCTEOOCCABGCACCAGICCT
51 dGTUCCTJ\OiCGGCMSCCJ\GCCCJ\GG?GJ\CATGCCGGIGCTC?CC‘MQGCC

401 COGGOCCTHECGEEGGGAA ACGE TRAGIGE AT GHIOG T TOC TREOCC

TN
5

21

6 EHITEHR

aCK arrows:7zx 22 = AR

Red arrows: & B EL R EEEEZENBEIELTUELE
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sop1 | 7

3

HP_000445 I

H H ” HM_000454
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_7 Mutation and clinical information®) [&]

Mutation & C| al information
b DCTNT dynactin 1 p150, glued homolog, Drosophila)
Switch : Mutation Data only/ Simple mode f Detail mode / Experimental Data onl
D1 puin: 15328253 : Paint mutations of the 150 subunié of synactin (DCTNT) g:’r;'il';((
chr2 gene in ALS
hh_D0402 P P 12481 NP_O04073 2481 SALS Neuroio;
i}
B pwiD : 15240348 Heterozygous RT1D1K mutation of the DCTN1 gene in & Z:;“f:eﬁ
Nh_D04082 chra RI1D1K NP_00407 LIELITS AL foindy vl AL e 1D, Ann Ney
= GTa4439728, =
B raanas
microatray-based s
chr2 its application to Nishizas
MM _004082 .. RIATV NP_0D407 Pt
i}
of dynactin (DCTNT) ;":’r;hsf
chr2
NM_004082 EvagiesiT R7GSW NP_00407 Neuralo;
i}
of dynactin (DCTNI Y y:”:;hsf
ohr2
M _004082 s MSTIT p_pdn7 Neurolo;
|
— X jsease Bicus K,
NM_004082 s O 6595 Link NP_O0407 Net Gen
Chiz
NM_004082 T NP_00407 3851
Chrz
NM_004082 e NP_004073#21
Close I

ALS Top Mutation Search SideMenu

G2023538004

OT)—BSDFRIZ. EENHEINE
NH_020919 'IFCGTWAC[WCCCTACT(GCC[TGCB:CC[EZ b\ & N & 6 i%é ': (i N EE ' :#E%éhr
LA EMERT

61 120
query GCCCTGTCCOOAGLLCCCOCCCTCCATUAATCAGCTCATCCCGCGLACCCACTLOLTTGL

1
query TTTTTCAGTCTCATCTGAARATCETCCTTCGTTTACCTTCGC T e

33 92
NH_020918 GCCCTCTCCCGAGGCCCCOCCCTCCATGAATCAGCTCATCCCGCCCACCCACTGGRTTGL

121 180
query CAAGCTCGCOCCGGATGCCOAGCGCGRTCCTCCCGGTCGACCTCCACGTCTTGATAGACT

93 152
NH_020918 CAAGCTCLCCCCGGATGLUCAGLCCLOTLCTCOCGGTCCALCTUCACGTCTTGATAGACT

New

181 240
query TTCTGTAMGAAGGAATGATTTGGTGATGGAGTGTTCCCACTGACCGATGCACTCAAAGA

153 212
NH_020918 TTCTGTAAACAAGGAATCATTTGCTCATCLACTGTTCCCACTGACCUATGUACTCAMAGA
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T—3ZNELTHHTHMS L

o KM EERH
— Ex1. ALSTIFRBEDEBNRATOREEFZFLTLA.
AL2IZEALTOHREDERIZHE-TLNS,

— Ex2. ZADZEEIF—EREZTETHAHMN. ALSTIE., 2 Thrame-
shift deletionsT#H 3,

- TEFEMGERKES® NEoND
— ALS2gene ETHOEFINEVEHHIZREL. £FHRNERL,
— SOD1 p.Cys6Gly, p.Aspl01His. P.AladVa [ IEE (5 LV EF AR A
581 V.(<3 months).
- FIARILHNENDEETH>TH, HRAEEILIT7TI/BICETHE
FHIRARL S, (SOD1 pAsplOlHisiEL\ETFEAR, Aspl01Asn: &
FEARM I ELE AL,
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X 4 O kzpkBa (ORFBERE, D2 mipkRs)
WHEERE (ORZIER WS HEiEEE)
I e i S fi B B

;%\

il A | IREBIENT D b SRS 2 52813 % DB B8
(7 DT A RBEEHT O F — 2 ~— ZBHE)

£ M B B A | RORRTFE IR

RE M IEH 4| TERK

1. AREBIMGRRIC IS T Rk H AR

1. PRSP BT R4 A HBIC DUV C, mutation database (re—sequence database) ZAE5E4 5,
ARDB L, B TR LEREROE T 2L, EEETFMHOMTERLDB LD L,
eI TGRS TS D DB IZT A2 LA HIN T 5,

2. k2 241 0 A REFSICRT 2 FHEFE IR 5

(1) s

1. AREMERIZOWT, LFTO4FEEOEE T L O mutation 7 —F X— A &2 HFKJHBE, B SLHRAERT
EEBITHELL,
ALS @ i ZE AR SR A A L
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=1,
PD:/X—3F 1 L
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetl1d=2,
ALD : RIEHEY AR 4 —
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4,
HSP = SR e PR M st ROl
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?target1d=9

INHOT —F_X—=220%, KEAERE T ORSIE®R, 2 WG, 3RIEER EDORARERE &
BT, Mutation (7, FRIRTEH CEIEFE, FIEINLRE) . Ty AR EEZBEL TWD,
FORR A AR R IREASBT I EEH SN DR BERIZ D Y o — 7 2 ALK D85 T - 7/
LZERAFHR & Z AT 2 BRI 2 DB K (55 1 ¥R DB) % & T, HURRPEREPLE R AR
BHE, SMBO DB DM RT — 2 %A AR — M HBREZ B L (55 2R DB) . HSZ8UERT T2 -
e DR 1 2Rt B 0D SCIR A i S5 DINAR & BB s 7 D NAAHEE D T RFE 21T o 72

5. T—HTVEARMNEERERELE N AN 2 —v g T — A RX— 2 HEHERE - AR
L7-% (http://gwas. lifesciencedb. jp/gwasdb/db_policy. html) .5 — X ILEEEZES AL L.
GWAS 7 —#, mutation 7 —# DH 7 I v g v & HEAMOMMAZHEE - EH L TWD,

(2) K OER

ERIE, ITRTEEFRALTHY, EHPTH S,

HE X TUV T, RN RICEI T A mutation DB & EFENE Y ICHESRT A L L LT, T—XDH T
v va T — X B O A B LT,

3. YW BRI DR

(1) fRBEEL, PEEEOW N HE T, T4 HEEES 2B E LS T E LOYEETIES
#fii L. http://gwas.lifesciencedb.jp/gwasdb/db_policy en.html TABId % & & H i, BAEEHA T,
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https://reseq.lifesciencedb.jp/resequence/SearchDisease.do?targetId=1
https://reseq.lifesciencedb.jp/resequence/SearchDisease.do?targetId=2
https://reseq.lifesciencedb.jp/resequence/SearchDisease.do?targetId=4
https://reseq.lifesciencedb.jp/resequence/SearchDisease.do?targetId=9
http://gwas.lifesciencedb.jp/gwasdb/db_policy_en.html

2) 77 2% (DB OB OHFEHE)
Reseq DB B :
2009 4F 4,637 pages 17,387 hits
2010 4 13,113 pages 60,790 hits

WESH DBIZEAL TiE, =27 7 2 M & B TWVRLY,

4. PRI 69 D b

gbrowser ~/L7 DY 7 UINAR ED THEFEICH LT, BEEITHY EEBIT, ~NVTEREIET-,
JSNP & DOFEEITEE L Tid, M0 6 BYL R RTI I S #FHN CTh > 7272 9O % LTV,

5. fhEEREE & O

L. B & R

R L 1X, B N AN == g v T — 2 _X—2 G ERO DRI, T— 4T 7 AR
FEREREL, NEORFSE LR TITo7, o, RPJ X TEMNDRL, T LT o453 725
BHEREEACTE o loiznd, TEMBEO Y — =2 R H ST T2, Fio, BarBNRERTLHE
2T T —AEZHEL TWEE ZETRSBAML TWZ IEENZ ZH Wiz 2 v,
2. 7 —T7 N T OB AR

E D HENLTVHEARIC T 2 7 DITBHEI S 2 B Gy, LA C DB A AEE L7z,
3. 4 L O

NEBIRFS ., AT 78 £ O workshop TREMRIIIZY PJ - DB O RIGEN 24T 5 & & Hic, AJH
WIRFE DRI BN T, AT —F _R— (T gwas data OBRERAHETET 2 CHEIZ, 4 DB b &
O T\,
6. AMIEMZEZ A ToiE s

T2 ARBLOGNAS 7 —% (EERFEOBBTHBINY A L IET—4) 25T —2 D
BT 2 FHEB L OEET 2 BEERHREER L, 7T — 47 7 EAMBMHEZESE R - ik L
THRERERE LT, £, A HEZROERICBAT LRI, 74T 7 B ARFEES (REE
FAKFEMHERR) 2RESE, T—FOYTIvvary, BEAOEEESITo TWIZIEWTN5,
L BUREIRIPT . N= v 7 FEE . ZRHEMIE e & OB D GWAS 7 — 20, ALS R EDY v —F = A7 —
HII SRR LR (A— T ¥ SRR TITo TWAT =X Th Y, T—FOBEIZHTZ>TIEZ
NHOEERITHHH I LTV eEnWe,

6. S%oOREL, itHE, BE

SBORMEL

FIFFTREZ: GWAS OTFT — 2 B2 D & L bl AXMT e E%21TH ZEDRREL > TL %, F£7=,
1000 77 7 A P] OH#EATH H Y | 8725 plat form M OT — X ZFHT 5729 @ imputation HFHENES <
FMTEDLLIICRH-TLDEBZBZOLND, 5%IT. TNODOT—F DA Z M7 & L0 &R fiET %
TEX DX oI LTV, PTBHARIZHISIT 2 HGERFIZIX, GWAS (22302 57 mutation DT — X & EFETX
DR AZ RS LTS (BRRRIC PR DS HIR S L7272 3D GWAS BEsEL & iR 28 MR F D mutation data
ORI L Tz, L, kiR —7 2o —DHBLIC LY o —7 2 ZAa A FOKE T E A AL
— 7y MERBFICHES, KD Z4k72 mutation, MEIEAREZMMAEEL 2o CTE 7, ML, 2 A R
T4~ AEREOBUS, E-ZEBECHRT N OMEN S, Rt —r == —5 Y ME
LMEEAR O DIREB D 7 Y AR, common disease DEE 2 IRAT —JICBIT A Y — 7 = AR
ESALD & TREA DD DBANIE GWAS 1T v FIZHER S 41T 5 SNP 7217 T722 <L K 0 24572 mutation
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XS EDMERDH D, 2, Zhix TORMENR Y —7 o —DF — % ZH—mICFIHT 2 LR
HTL B2 Enn, ERHICMZ 9 5 quality control O FEZRENT A2 MENH S, HIL, GVAS D L 9
IZTFORFESTZSNP THRL, ARIOY =7 U AT =2 D X )T, MGIREBSH GRS TN E -
TWAHERTHRW, ZHRERT— 22 EL, BT L VWO REERTT L ENEBRLETH
Do

A% DR

KT — B _— A% GWAS 720F T/ < AR AR B (SNP, HEGA ) ICIERT D & & b, iEICETh
ZLEER OGRS INE U R R/ ZEEIER /)% /e < >mutation ORRZRIMITICRBE CTE D LD
L. OISO DB IZAER S5,
GENE2PHEN, EMBL-EGA (GWAS D72 59, AR — 27 = % —CTHriH L7z mutation (2% %HE) 2> 5 638
LA TWD T2, EFRHI 2Pk T mutation DB OEEEA HIET,

R -

BEOEEROFIEICHET 2BEFPNERFET 22 eRMbNTEY | BEI L DT —F X=X T
1E+2 TiZ72\ ), Mutation & phenotype O PBIfRZ MEFERIC B R L, MR TE 5 Lot T 5L &
HIZ, ZOMD Omics 7—F LEHETEDH L 512705 L, LV, phenotype DHEFT & fEIA T 58T & 72
HEBEZD,

JST 74 79 A = XA DB A HEERZEICHIFFT 52 &

A Bl BHYE L7= GWAS-DB, U ¥ —27 = X DB ZfEFf - T 5 & &L b2, LRROBATRERESEDS
BB WT RBOBF RS 5 E ¢ BRAEMABEER R EOmOT —2 OFFIERAI R TH 5, fll %
DT —Z DD H & & HIZ, DBHOEHENIY LT W TR L T EE 52 2 MFLET,

7. KRS

b N7 AREFSNIZBAETIX, 7/ LMEREZFIH U7 EEIHE SNP (copy number variation 72
EDT ) LD S ETe) DRIEICHSR O 2 220958 3 38 2 BT CTHRY fHA T2, 5 BIE SNP
DRIEIZITEEZ R FEH DB, GWAS RV o —F T RIZEOH N FIEO—>Th D,

1000 N7 7 A PJ OHERIZHEVY, 1 %FREED MAF DKUY SNP & 7 /38— L 72 m LD SNP F v 7 A3 P56
ENDHEICAY, IVERBEEDT VIVERBRME~— I —& Los 7 AU A K72 BT 23 FEhi 7l AE
Lo TER, A%, LV OT—2RENITHEHEINTLSDEEXLND, T— X OHEAN 2R
7. 7— 2 OFRERTOXE, KR - BETEBIFIIED T 2 ~0 GWAS #E R OFRMEZ K D AF Lt /e
EOBLEND . AR DB OEfHIIARAI K T D, FlZIE, A DBITHRGR U7 GRS R 2 K RO E B 5E 217
STWAMDIFZEE N E 5 B E OIER L MAELETRIHAT S Z &I X0 Hiiz e BRI SNP % [ &
T AHRREME S D7 <X 78, — )7, K[E NCBI Tl dbGAP (database of genotype and phenotype) 7%, BK
M CIX EGA (European genotype archive), gene2phen 23MEEZ X, GWAS 7 — & OEKAE L, HAH
TREE L I o TR . APJIZHAD GWAS 7 —X 0¥ L L CIEFICEETH D,

—J5, FHRERELEF M ON T DHEABICE L T, iEa o) vy—r xRk, KRB
zéwp%ﬁiﬁézkﬁﬁ%&&of%toit\&ﬁﬁv—&i/#~&&®%%_ib\%%iﬁ
FTZOFOHFERPREICEH SN T D EE2x6N5, %@%?WkﬁéwkbfAEi@ﬁ%@
RERDY v —7 T A DB DR EIT-7=, 72, KDBIZEB W TIL, mutation fFH & HLICHHIER (L
D& D IIERITAR D0, IWROEATHERE) ZIEL TNDH &b, W%%mf% LiIckvd s
BEOTHEN TR TEDLICRD LEZZ O, TERMICITEREIS CTHHEILODB 2 HIFL T\ 5,
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AH1%1%. FELODB A3 E & mutation & phenotype DN TX 5 L 91295 Z &2 X Y phenotype
DO 2 B9 2 & & 112, BREREZEICIET D Z 22k, [HAOBR T EX—2 |2 L7
BUCER~DEZRSAAET I ENMNETH D,

8. FFRLHIH

1HERRERE S H 5720, &) bSO DB IZ raw data #FEIT 5 Z & 13— RARE N, ZD7-
HIZY ., ENTO GWAS DB, mutation DB DA « #EEFHIIMNEETH D,
2. V—/LOFH L LT, mutation Z & D P-value, A4 v X721 T2 <, BRBHROZEREL TV 5,

Fio, BREBEENE LN o728 D negative 7 — X HERE L TV 5,

9. it %

1 84 1 94 2 O4EJE 2 14 2 24EfE &
sifiian . (TH) 1,037 0 0 0 1,037
AN (TH) 6, 020 7,198 7,224 6, 783 27, 361
¥B¥EME (TH) 1,034 393 903 1, 090 3, 305
—fixE e (TH) 809 759 813 787 3, 146
& & (TH) 8, 900 8, 350 8, 940 8, 660 34, 850
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Gy

(1) 7—% (XIDB) 0

e

i WEECRE

iH
*

F—4 (XIIDB) O£

N
KRB

e (F—2 o (M) - & (kB %),
=7 b CHEME LI R oR, IR, A% O
LRIz on b L4 {Gik)

AK7ay
- BRRE 7R

1

SNP control DB (http://gwas. lifesciencedb. jp/snpdb/snp_top. php)

NG

2008/8 7> 5B
(2 studies)

e}

GWAS DB (http://gwas. lifesciencedb. jp/cgi—bin/gwasdb/gwas_top. cgi)

N

2008/8 7> 5 2N
DBl1-4 ¥ Ccouashw k

2009 = 50,056 pages, 178,531 hits

2010 4£ 53,234 pages, 224,809 hits
GWAS :18 K& (25 studies), 17 EFYEE (17 studles)
CNV case control : 5 i (5studies) % WA DB IC
L., TDH b, GWAS:9 %H  (10studies) & SNP
control (2 studies). CNV control (1 study)lZZEd DB (2
ARG L, ABEHR, KD OTFT—ZIZONTL, @D
accept & & HIZ, JHRAB L TV,

CNV control DB
(http://gwas. lifesciencedb. jp/cgi—bin/cnvdb/cnv_top. cgi)

NG

2010/1 7> BB
CNV control (1 study)

CNV association DB

RANBH

7% publish &L

|

ALS mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetld=1

Nt

2009/12 7> 522 BH
-+ 107 XikH 5 638 =2 kY —Z i (178 unique
variants) familial ALS / sporadic ALS : 70%entries
are related to familial ALS

%ﬁf_ yh‘ﬂ%ﬁéﬁ THE R L/fl/z{,ﬂe‘*'ﬁuu rﬁi&

YT Ivar LThH Lo BRI ®
DB5-8 FCou s b

2009 4= 4,637 pages 17,387 hits

2010 4 13,113 pages 60,790 hits

PD mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=2

NG

2010/3 /x5 AE
- 222 CERND
variants)

* %ﬁfiﬂcg‘ggﬁﬂﬁ IR Lf:£§5+ﬁuu

1508 = kU —%HliH (472 unique

155
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7 | ALD mutation DB NG 2010/5 7> 52\
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4 - 103 #2725 988 = v b U — % #iH (347 unique
variants)
8 | HSP mutation DB NG 2010/5 7> 5B

https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=9

- 49 XER S 274 = kU — Z #H (157 unique

variants)

"I T Iy ar LTH b o AR BRAAR G

AMERFEE T

(1) FEH~O KR
= N B
% S A kv PEH FERE DA TR FHH ST A
1 | ET—FX—RAT 0=l NIBTFL7 7 LT A | /N, EHESR, 7 Bk | NEEETS 2008/9/27-09/30
N BT 7 — 2 N — R BAL R, UKL
2 | MET—EXN—ATaT 7 MIBITDHT ) LU A | T, EEER 7 Bl | BARS FAEDTS 2008/12/09-12/12
N BT T — F N — B, SRR UKL
3 | Variation databases for neurogenerative disorders Koike A, Yoshida M, Takahashi Y, | International 2009/12/03
Fukuda Y, Goto J, Tsuji S. Symposium on Applied
Genomics 2009
4 | Variation databases for neurodegenerative disorders Yoshida M, Takahashi Y, Koike A, | Human Genome 2010/11/01
Goto J, Tsuji S. Variation Society
(5) FHiTHERES ~ DR SC A
1 e s . o o as =
% 54 b EH L, HEEESOAT | Bk, 5. S—v | R
1 | Amutation database for amyotrophic lateral sclerosis. Yoshida M, Takahashi Y, Koike A, | Hum Mutat. 31(9):1003-10, 2010.
Fukuda Y, Goto J, Tsuji S.
2 | Genome-wide association database developed in the Japanese | Koike A, Nishida N, Inoue I, Tsuji S, | J Hum Genet. 54(9):543-6,2009
Integrated Database Project. Tokunaga K.
Koike A, Nishida N, Inoue I, Tsuji S, Tokunaga K.
J Hum Genet. 2009 Sep;54(9):543-6.
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AlFEA
F—AR—2ND MY TEE Case-control database

EAESNP database

EAECNV database

HET—H—2
i—jﬁlﬁﬂﬁd-ﬁb.{ﬁﬂ;lﬂe'kﬁl“ﬁﬂﬂﬂﬂ =

Mulalion Database

Mutation database

5% % BB MDMutation DBB Y:
1) B FERIERKIFRO @A Z I
2) EEBDOWFDEMRE
3) FFEMICIFERRIRIG THRIZILDDBIC

HSFP mutation database

/Aﬁl{—c(’\éﬁﬁ ALD mutation database

¢ ALS (Amyotrophic lateral sclerosis) database

PEREAIRELE

¢ PD (Parkinson disease)

%n EfER

e ALD (Adrenoleukodystrophy disease)
BIEBESAMNAD—

¢ HSP (Hereditary spastic paraplegia)
R R T S 4 0 R R

FREREREEERERE]
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:i _._ ey
1) BL5I1E%R S T
2) ZRLERRIEH —
3) 2 THEEDES KR, orthologous®2 s> |
Multiple alignments S S [ D O Y S
4) EHEILABEELS A UER S N Y

ALS contents
- 107 XM 5638 rJ—ZHhH (178 unique variants)

- familial ALS / sporadic ALS: 70% entries are related to familial
ALS

- FiICERMICRR L-ZERERIFHR
- ISy as L THo - E R HERRIEER
PD contents
- 222 XM 51508 F)—ZHhH (472 unique variants)
- FiICERMICRRL-ZEREKRIFR
HSP contents
- 103 XM 5988 T k)—Z$hHI(347 unique variants)
ALD contents
- 49 XXEMS274T M) —% 4 (157 unique variants)
- YISy as L THoo - E R HERKIEER
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Genomic position of variations

mRNA/amino acid sequence accession including the variation
position

Homo/Hetero
Num of patients with/without mutations
Num of controls with/without mutations

Rate of patients and controls R %28 (LHGVS nomenclature

Odds ratio, Cl, chi-square P-value |-z ;. = mamvensan
Clinical characteristics Y 32

Sex

Age on set

Duration

Disease type Clinical information terms
Onset site are different in among diseases
Years until initiation of respirat

ALD mutation database ‘

HSFP mutation database

aa.: P33807

1 HP L KRTAVLLAL u!cm Fl.

51 -smoemmm:ammmmmmmnwn
101 LV’MFL.WHRLDGRUMNI}JGJPNFWOMII“NMI
151 IRYLEGULALSFRSRLYAHAYRLYFSOUTYYRYSHHDGRLRENPDOSLTED
201 VVAFAAS I. KELLOY l\‘TS\’"" "SAIA&LU
281 rrl.umru HFGET T "\'(X‘HE
ELES rmummsuluuumwwmnmwus@sczmwp
51 Im AVEEAMALERHEEELVSERTEAFTIARMLLTAMADALE

]
401 VTELAGYT, RCHEXRPREL 1
X L X s i

mRHA | BE1ES4Y

1 GGACGLLOCTOG TGO
51 GAGA AGAGACGOOCCCTCTGCCOGAGACCTC TCAAGGE
101 cmicmmwamuwlmlwumw
151 CACTTGGOCTGOCIGAAGAGGCOGOGACCCTERAGEGCCCTGAGCCCACT
201 GLACCAGGEGCCOCAGCACCACCCOGEEOECCTAMMGCEACAGTCTCAGE
251 GEOCATCOCAMGGTTTCCAGT TEOCTAGACAMCAGGCCCAGEGTCAGAGT
01 AACAATCCTTCCAGCCACCTGCCTCAAC TGRE THRODOCAGGEACCAGOCCT
351 AGTCCCTACGCOOCAGCCAGCCCAGGTEACATCOCGGETOCTCTCCAGGLD
401 CWCCTG&WIEMW&!W!CGG&GMCMCC

03790



ystanaka
タイプライターテキスト
－379－


6 BECHIEER

aCK arrows iy =

Red arrows: R B ELE REEEZENBEIELTUELE

31953805 > 31963114 >

5 3
SO D 1 NP_000445 | H H || NM_000454

-
PO0441 | H H || X02317

devere o vy v v v vy vMLvi# Lv'urmev
oo (N (N N S

\

11

Active sites

Motif/domains

IPROO1424 1 I
IPRO01424 . e i |
IPROD1424 ] [ ] I I

EEEELEENBEILLLTLSH
v vy v A J v L v LR L J ey ¥ wYvRY V¥ LA J "
TARDBI; 3 H Y H i
ﬁ%(:%ﬁﬁb’(b\@b\%’éi%iﬁ&?é@]

S I e B e
5 S B S T B AR

Tvvw ¥ vw

ALS2 ' i mE

-7 Mutation and clinical information()[E]

~ DCTN1 = I i T

Mutation & Clinical i
» DCTNT dynactin 1 (p150, glued homolog, Drosophila)
Switch : Mutation Data only f Simple mode / Detail mode f Experimental Data anl
[ puip Pairt mutations of the p150 subunit of dynactin (DCT1) ;":”:i:;f
chr2 gene in ALS
MM_004082 o C 12481 NP_004073 12490 SALS Meurolag
]
D puin: 15240343 : Heterozyaous R1101K mutation af the DCTHA gene in & Hupcht
£l 110 - tamily with ALS and FTO
NM_0040852 - . RI101K NP_00407 Ann bzt
G rokehas
microsrray-based s
chr2 [s:erekeationde Nichizs
NM_004052 .. REOTIA NP_004073 P
i}
of dynactin (DCTNT) ':;r;hsf
chr2
M_004082 e RTBSA NP_004073 Neurolag
1
of dynactin (DETR ) g:’r;hsi
chr2
NM_004082 T MEFIT Np_gpd0rE Meurolag
O puist, &
s X jsease. BitS K,
NM_004082 e Gs9s Link NP_004073 Nat Gen
vz
Nw_004052 R HP_D0407 38011
chr2
NM_0040852 i HP_D0407 38011
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ZeMutation Search Result

HT)—EHDRIZ EENHEIIE
o pnE HBHJEITIE, BEITHESN T
WA EIEFRT

1
query TTTTTCACTCTCATCTCAARATCCTCCTTCGTTTACCTTCOCT

6l 120
query GCCCTGTCCGLAGGLCCCLCCCTCCATGAATCAGCTCATCCCLCGCACCCACTLLATTCC

33 92
NM_020919 GCCCTGTCCGOAGGCCCCGCCCTCCATGAATCAGCTGATCCCGCGGACCCACTGGGTTGC

121 180
query CAACCTCOCGCCGLATCCLCAGCCCLOTOCTCLCGGTCGALCTCCACGTCTTGATAGACT

93 152
NM_020919 CAAGCTCGCGCCGGATCCGCAGCCCGGTCCTCCCGETCCAGCTUCACGTCTTGATAGACT
1

Hew

181 240
query TTCTGTAAAGAAGGAATGATTTGLTGATGGAGTCTTCCCACTGACCGATGCACTCAMAGA

153 212
NM_020919 TTCTGTAAAGAAGGAATGATTTGCTGATGGACTGTTCCCACTGACCCATCCACTCAMAGA

T—3ZPRELTHADTHhhSHE

o ERMITEEBENH
— Ex1. ALSTIFRREDEEBENATOLEEZFLTLVAS.
ALS2IZBEAL TOHRENTEIZH- TS,

- Ex2. ZLDZEEIF—BELTETHAHN . ALSTIX. £ Th rame-
shift deletionsT#H 5,

- ZTERBEMGIRKES N Eohd
— ALS2 gene: ETHOBEEMNEVEHAICRAEL. AFHMHLRLY,
— SOD1 p.Cys6Gly, p.Asp101His. P.AladVallZ3EE 5B LNV E TR HAR A
5201.(<3 months).

- BIZRILEBENEERETH>TH, BRAEETLIT7TI/BICK->THE
TFHIRIAEL D, (SOD1 pAspl01His: FELNETFHAR, Aspl01Asn: &
FEAR T EELIT AN,
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O kzpkBa (ORFEBERE, D2 mipkRs)
X WEERS (ORFRIER WS HEiEEE)
O o AU FEf bk Y

el G | RIS O ER S 2 EBL 9 5 DB Bi%S
(77 5T A R SNP OFEFHEIRFRISRHT FIE DB )

g%\

£ et B A | RHERTFET

RE I H 4 | ik

1. AREBIMGRRIC IS T Rk H AR

7 BT A R SNP Z A 7B IOHRERRK « FEEE O —27 =0 ZADWFEREFRIL L T
WL EERER, INHDOT =2 EHW, BRERE T L BIEFIERE OBEMEAfEIT L T — ¥
~X—2 (DB) kT HLLbic, HEFIZIIMEDOTHE S LIIEFEEEZR T, 7 —XOFHITANLELFH
A #4179, 2O DB % X0 OMRFEENFIHTHZ LICX Y, HEOBEEROMIAC, BIET
D, EROS TEFEOMEMEE S, FAIHEEROERBIIMESND Z L2 AN ET 5,

2. A2 241 0 A REFSICRT 2 FEFE IR 25

(1) RoRMEEE
Rk 19 4R
OFE#E SNP DB OREF D 1= O iHE R F T 1L OB

fadt i B A A 500 7> 6 0> 50 D SNP, 35 KUY 200 i~ 5 0 90 J5FE D SNP {25V T, Illumina
#1: HumanHap300 BeadChip & Hl\\\7= % A ©'2 7 &ATV, T — X OSWWEEHO T O DFMEZFRIE LT,
FTH T ONTIE, )T —/LEER 7% RO b D, 2)EME, EITBERNGE Y 7 st o
—Ji, B DHBEBHINY I T T T RERTHHEDT =X &N LT, 7B, IOV TIE, % SNP
(ZRIT D BT EOFRMT LvoElE (IBS; identity-by-state) 2 & & 12 LT, ZRITTREMHRE (MDS;
multidimensional scaling) |2 & 2 fi##fr 217 > 72723, JERITBIRANZE — R Em N E B X 6N TE T HARA
IZOWTH, EFECEREMBEEBIEDRD DILORR L o7, BB, MU EEE2TTH
PRTAUE, BREMAT ISR W CTRAEEEZ ZERH L CLE RN E 2D, ZOfRIE, BARAY T L%
T T 2, A CHOEBRPMLETH L L 2R LTINS,

F72. SNP OFEEHIZOWTIE, 1)T— VR IT%RIED LD, 2N—F ( + T A L3 — T VR E
ERFEICREAELRT L0, 32) L Ml LT, REESEBENEEICHENLO, v A F—T L
JVBEEDS 5% AT D b D A HIFR L7z,

@GWAS DB Dt it s Fikd L UMM — /L DBH%

R4 EEN R 7 FE A 300 51, skt it 200 45117~ 5 > 30 J5FE D SNP (22T, IHlumina #1: HumanHap300 BeadChip
ERHWEZ A7 ET, OTRE LIZEEBHEEICN > T, —5OT —X 2E L%, B
B & 2 MBI SNP D [RIE Z ik A Tz, 8 1 AT — V2BV Tk, A&7 SNP TR ShTwn
72, p EOKV SNP2300 FEAflH L, 252 A7 — & LT, IMENIREE MBS . XTHRE 450 6% Hv
. lNlumina tt4 2 # L GoldenGate ¥ = / XA YL I T v A1k 4 A T HED TN D,

Fo. ZRTHREE AT 2 EME 2R OTHH BAE RS O QRN 2R, 77 7 o hET Y
VITNFESNET N TN RLAOHEEIZET Lic, 7774 NVET Y U 71%, 2EZOREEEZ v
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NI =2 7T 728> TRTFETHY , KU TILED—FETH 5 path consistency (PC) 7 /L= U X
LEFEE VT Ny T b LT, RS, KRPEOFIMEEZRIET 2720, TN ~—fFar V) —
DT LK VEHPEETEW . BRMET VY A = —JF (LOAD) D7 —& % ZIRFIH LIt OfESR, 7
RYRE LRI E E#ET (APOE) DIEh, LETORRED Hivlz, 10 BYEAER EICFEET 2 80E
a2 L LOAD & OBE (Miyashita . 2007) # W45 Z LN T2,

Rk 20 AR
OFE#E SNP DB OREF D 12 D& R F T1E OB

a5 H AN 460 $112->u T, GoldenGate 7 vt A TH A B 7 %47 - 72 2,300SNP OF —Z (2D T
FHEIREHMEZ G L7z, F7o, FRKRFPREGRESRUIFERPEL L7 — 2 212, @F AN
DEEBIZNE L 2 5 FEEORF 21TV, T—2 D7 V== T %757,

FTIRAZV—=2 7L LT, RESNBETFROGEHELZEXTIHIETH S GenCall A=7 (0
25 1 £ TOMEERT) D434, 3 KO8 cluster separation A 27 % SNP Z & (2F = v 7 L, BIEIZOW
TIH 10 X=X AN 05 UTOLDOE, HBEICONTIX 023 L TFTOLDOEHIBRLz, £=. 460
FD S HD 10 PUZOWTITEBE L TH A B T EATo 720, WE TEEEFRA—E L TWRUVSNP §
[FIRE L IR L7z,

WIZ, 2IRAZ V—=2 7L LT, 2—FR%% FREIS5HZHIBRLZ, &HIZ, SNPIZ2OWNT,
1) KIED 10% L EDE D, 2) N—F 4 « U A 3= 7 i ER G BN A B KU 0.01%% TEIS b
D, 3) AT =T LIBHEDN 1% RO D& EAEL L, Zib &20ili7c 720 27SNP ZHIBR L 72,

@GWAS DB D HEAR - FiEd KO — /L D B %

757 4 ANET Y T O—FETH S PC (path consistency) 742V XAz L, HEICEET S
SNP DR TCHHAAER 2T 27200 Y 7 b0 = 7 2% Uic, AR T L3 Y XL OIERUTF
K 19 FENLE T LTV, TORSFHEOE I NG, FRCy /) 2807 —2 1A L-HEe, it
DB ZHROLEET, BN E T HHAERNEMREICHIE T AW NBRE STV, £ 2 TF
% 20 FEEIIARARE D AL LT, RERT T 7DH & TORMMRSIMEREEITZD LTIV
Y XLERE L, WIERBRHORFEEZX o7z, £/, KEBIE~ORG S0 TITo 72,

YRk 21 4R
(DIZHE SNP DB DHEZED 72 3D D FHEAR T TIE DB %

BB U7 HAR N 223 4122V C, TagMan® SNP ¥ =/ Z A ©°2 77 & A T 22SNP D X
AT ERITO, T—F OWEEITNLE L 2 5 REEORF 21T 572, £3. 23 —/1380%% FEIS
10 BlEHIBR LT, £/, BEEELIXBTENLGE 27 —2NICHT 570 4 FlEdIBRL7Z, SNP
DWW T, 19 4R 2 lumina 317K T A B> 7 L72 200 il (RIERFETEIHL CHDHHDODH) | B
L V20 £ GoldenGate 7 v & A TH A B2 7 L72 460 HlIZOWTH , TagMan® SNP & = / # A B
TT A THEZA E L 7E2ITV, RN A T =2 L ARIOZENERE LT HFEE2R
ML, Wihd 95%LL &) @V —8E 2R L7c7ed, HIBRORG L IZ LR 5T,

@GWAS DB DOiffiat i n - Fikds L UMY — /L DB %
FIBORIEY 2712345, HED SNP D% 5 4 RIRFICFHN 2 FiE & LT, Bayesian shrinkage
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HEOTNTY X 8EY 7 =T L, ¥ alb—a VERICEY, KAFEOAMEELRIE LT,
AR L=y — %, T —X2ty MZEH LT 2 A, ETANELLHEE S, KFEOFIME
TR DRERF BT,
7o, stepwise 2P AT v 7 [BFER E AERIES HNGATE 2D LR L T, 1W< D SNP
THERRL SNV AR ET VORIl ATRETH U | KB FRZNROFAMER L ZRE Lo, &0 ik fif
HrHraeETh b,

Rk 22 4
DY SNP DB DHEEE D 72 D O aHl s FIE DB

FlEfix, I SN T —ZIZoW T, il A ARANDSEE I LT & 72 5 HEE O KRG 217
S TCW5, £io, KRDBBHARDY 7 AERVESFIZEIT HFEN/L DB & L TASRBIMEN, T—H
FRALPMEF N2 &N D K 5 . EBELEDREICEE D> TV D B ARNEHBE S OFAEE Jounal of
Human Genetics D#EFEICEE L. A DB ~DF — ¥ Bk Z #HATT 5 L 9@ & it i,

@GWAS DB Dt itiBin - Fikds L UMM — /L D BE%

SRR 20 AEBEICBA%E L 7= SNP IR ALVER AT — A3/ N7 SNP 3% (< 10 ) DT — 4 & v b &
BELET e NIATTHDHID, ThaeX—RA L LTREMZ GWAS 7 —X & v NMEIZH IS TE
L. X0 —HEOENY =L EZRABLTWD, £, TRETIEFEOHKEL NS Z LT, ¥Ialb—
VarTr—HEMNGE Ui, BEMERE L COMTNERTH oM, FERETOHME L LT, GWAS
DB NORMENRIET — & %t 5 & LT-ftr e, ZHE TR LY — L ZHNTITo T 5,

(2) EHREORRE
BIFRE

3. YW BRI DA

EREORMRIT, T TEMERE D IZHEH LTV D,

4. PRI 69 D b

Rrlz7e L,

5. fhEgRH & DEHE

1. TEEEEEE & IR
PR L X, B N ANV 2 —2 3 DB A FHEZROLERIC, T T VB ARFEES
ZREE L, WEOFEZLR TITo7e, £lo. A PUITITEIDZRL TS B2 5H R A
TERhotelzdh, FEEEOV— NEZFHSETHEW:, A LT\ DB b, D —
FIZHEL TS, -, BADBRBETIHIFETIE T —AZHEBL TV Z ETALSEMLTHE
AFENHIRAC A TEW -,
2. T N—T N TOEHE R
E VNI VEERIC T 2 72 O ITHHEITERE 2 I A, 2[R T DB 25 L7z,
3544 & DL IR
NEBRTS, B2l 0T —7 v a vy 7 ¢, FBRIICA PI 3 L0 DB OFBHIE % H k
SHLHZODOIEE T -T2,
AR & AAL T
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T2 NAB LD GWAS A7 —% (BERBEOELRFREBINFI A TET—F) 25T —4
DIFITEATHHHREB LU T 2K EEHR LR L, 7 —F% 7 7 A mERNEES T -

U THRHEBERE LT, £, EHHEAROEMNICBAT LIZRIZ, 7—% 7 7 B ARGZEES
(ZEE  (fHE— R FPRFFIEFICR #d%) 28RS, 7207 Ivyvar, Hlid
i DFF#HEEIT> THWTWD,

| BOBE SRS, /3= 7 BEE | ZRMEMIE /L £ DD GWAS 7 —#1%, Sk LR TH D 4
— NV X NUARHITIT o TWAT —Z THY | T — X ORI DT> TUEIINOLDOEERITH T/
THW =,

CABOREL, FhE, RE

FIFFTHEZe GWAS DT — X BN 5 & L HIT, AZRNTIR E21TH T ENRFREE o T %, F72,
1000 A7 7 & Pl OEITHLHY, B 7Ty b7 —LMOT—% EZFHT D 725D genotype
imputation HAEFEMER K EMTE D LR ->TL B EEFEZBND, SHIT. BEOMEHD B IS FE
HENTZT —5 DR Z T2 & X0 @EREITZ TE 5L 512 LT, P OHFEREZIX, GWAS |2
WD OLTEROT =X 2 ERETEOMMAERE L TV D, IS TRERIHIB I 7D,
GWAS [ & MR SR DR T — X D7D DB HEREIC L Yoiz, LL, kiR —27 = 4—
ODHEIZE D =72 2a X FDIRT &g Z—Ty MENEGEICHER, L0 ZHERER, gL
BOBENREZICRD 205D, YHild, T A RT3 —< U ALEEOBS, -2 ERECHRETN
OREN S WA — 7 =Y —D % —%4 » T Mendelian disease T & & M&E/mE DT 7 ) L 58I,
common disease D 2 IRAT —VIZBIT D U v —7 T AZRE SN D & FHEIN DA, DBHIIE GWAS
ATy IS TWD SNP 7215 T, X0 SRAERICKHISSELIMNERN S DH, Fio. Sk
TOWRMR Y =7 2o —DF = F E2H—CHATHLENH T 52 b, ERICMZ D 5
quality control D F{EZMRFTT A2 MERH 5H, BB, GWAS D X HIZTHRE -7 SNP TH72<, 4lhl
DY =7 T AT —=H DX I, REFRESLHEZEIR TR E > TWDERTH RV, ZERRERT
—HENEL, BHTLLVIEERITT DI ENSBMLETH D,

A OFE

K DB % GWAS 7217 Tle < AR (SNP OMIEA ) (IR T 5 & & blo, CEICEHEEND
BEEN DG HUNE U, IR B RIE Y55 <->mutation/variation ¢ B4R 2RI TE 5
EoT L. WO SLD DB IR S 5,

GENE2PHEN, EMBL-EGA(GWAS D %72 & (IRt — 27 = % —THi i L 72 mutation (2 & %fI5) 72> 5

HEPELZ P LANLITW D720, ERERY 224t 24 T D mutation/variation DB OS54 H5,

i

BEORBOFIEICEAG T HBETDEEFET 22 E08MbNTEHY, HEEIT LD DB T+ T
X720, AR ERBN (REZET) OREMEREOICREL, MICRRETEZD2 X175 ED
2, ZOMD omics 77— CHHETE 5L 91 b L, LVRBBICELHRTFEMIAT 8T L5 L
EZD,

ST 74 7% A = 2 DB MAHEFEICHFT 52 L
Alal, BA%E L7- GWAS-DB. re-sequence (mutation) DB Z #EFF - 3% & & b1, EREOBLSLTHRE
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SHELGHEICBWTC, RKEOW T2 8fET 5 ¢, BAEMAEMN R EDthoT —2 OFHIZAR AR T
T, e DOF—2DOEKfFEEEDD L L HIC, DB BOHEENT Y LT WE TR L TTF &5 2 & 25
LET, £, T—XOHITANE T DU EIZZOMFFOEFELEZ b T ET O T, Mk 727 —
FREBTE DM AZ - CTHE W E BNET,

7. KRS

t N7 ARSI BETIE, 7 AMER AR L7 BB SNP - (copy number variation 72 &
DT ) DDOERRIES ETe) ORIEICHIR OB 2 2o e 25 M8 2 BT TRV A TV S, HERTE SNP
DFEEICITHEA R FEH L, PIRETRHZBWTH, GWAS R Y v — 7 = XXZDOAH NI FiED—
DTHDH, MHE LD, kﬁﬁ&?~&?%@ﬁﬁ% BRIEDHE L SMOEERETH D &V ) Rz f
LTBY, T—%DEANRRITE. T 5@ﬁﬂ%mf@iﬁ{¢gL@%@%ﬁﬂ@ﬁﬁA@GW%
F R ORI K D WFERIEEZ: EDOBLE 5 DB OREEE L ERAE R « 7 — & OTAIT AR & fFldAm O P
ﬁ&%%zé_&iﬁﬁﬁkéo_h%®%*_mzé%fﬁ%btKPT@(WMS%L®DB®%
F LT — 2 OEMNEHROMED, MENRHHAEEL | EHEZRB LI LIIRERERTH D, £
7o fikE ZHRETESBEORIBEZEONRICL > TUX, 2O X ) A z@E A TE oo lc 2 L A,
LS%OMRICHE DT REEOAFIZDB ~OBEKT 5 Z L 2P L CHITH L ) iﬁ/ﬁ%ﬁ%‘:ﬁb\
Z DE DAL & TIXE O Z T RO FICANTIHENWTW DS, 7 —# & ZREETE (1T
fRERAY 72 2 © OB DO MEFROT — X R O 72 & 7 — Z #RIEE Tk 4 7o i CRATOR iﬂﬁ@
LM, ZDOEELDVRLTHEODOHAMIMEN RO, A BT A TOLRIZEY ARITT—FELAD
BN AL—RIZIEND Z BB L WD, £ L) %77 — 2 g3t RN Rmich v . kE
NCBI Tl dbGAP (database of genotype and phenotype) 73, EKJN Ti3 EBI-EGA(European genotype archive),
GENE2PHEN DHEEEIZ L » TF —# AN EBL SN TEY | AR ITEBRI 28 L IERITIT> T E 2
VY,

1000 N7/ & PI DHERRIZHE, <A F-—7 U LBHEEDS 1 YRR L ARV SNP & 1 "— Lo @ & D
SNP~A 277 LA BEIND LR KVEBEEDCT VAV EZREME~——& L7z7 ) AU

NIRRT N I RE & 7> TL B, A, KV ZLOTF = RENATEHIN TS 5LE2H
o,

— 7. Ry — 7 2 —DHBUZ LV | FEGEMRE DI TV DERETET Th RO ZEE
IZBWThH, ZRY v TINADRY ) L) =7 2 AREZRY I NADTy ) EED Y — 7
2L, EEBEESNP ZFET DI ENAREL o T&E T2, SR ETET ZOFOHERDKEIIHE
HENTL B EEZOND, ZOETIIVENRD DB & L TARNITARRZE MR B0 mutation (re-sequence )
DB DHEFZ1T 72, ADBICRBWTIE, ZHEGH & ARG R (ED &5 RIERICSR D, KD
EATHERE) ZINEL TS, DBOMEIZLY | B+ I L O (EZIZERBA-> THEEL
IET DB 0EN, FAUMEOERTHLERT LT I VBIERCL > TPHEPRERDRE) O
APEOND X IR EIIREBRERETH D, WELHITHZ LIZEV HLIBREOTHN TR T
DXL EEBALN, FERINCITEERBLS THZLD DB Z HIEL T\ 5,

StelE, BFLo DB RS, ZR ERBMONMHNA TED LT 2 Z LI X W IREESA OB

Jraffigo—Be 35 L &b, MIRIEHRAHIEICIET 52 LIk, @A@Lm%@%N~XKL
T ERUEEFRA~DEZR A LTI ENUETH D,

8. FritHIH
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1. FRIEENEICIES  MEARBLRECHIBRA B 5 720 il H#ESL o DB (T raw data & FEIT 5 Z & 1%
N—RAVBRE, ZODICE, ENTO GWAS DB, mutation DB O « HEFFISLETH 5,

2. Y —/L DR L LT, 1) epistatic DFEATC pathway OfEHT 72 & X 0 & B 2 fifAT 2 F20 « B ERTRE T dH
%o 2EGFAHELIA O L (non-coding RNA, mMRNA, CNV 72 &)G b THE T2 2 LN TE, &
B SNP DRV IAZZ L3 < LT 5,

3. NEBH DB &R DB ZRNCHEEE L TE Y, Fm3CD publish 233 Te F TIENEAH DB 128 &L, 7 —
ZNEERD T O DA 2T 4 T OO MEIT UTHTZ PR H & & IS L EF R 2 5
DT VR ADHREFRIZTDHZEICLY, 7—XDOHEFEEARDB LTITAD L9 I LTnD,

9. ZLFtWEE K

1 84 1 94 2 O 4R 2 14 2 24 &
i g (TH) 1,586 0 0 0 1,586
A #F (TH) 6,444 6,444 6,444 6,340 25,673
¥¥EmY (TH) 970 374 865 996 3,205
—fE R (TH) 900 682 731 734 3,046
& & (TH) 9,900 7,500 8,040 8,070 33,510

—387—




T 19 4 (Bl#E)

~
~
ViapE N Em i a
4
\ A
N LMEsRL AR B LT RN
\ v
N Aheimer | 3 ok s 0 B
. 1
~ ’
- hot [y
[ 3
it frok )
[ r IRk

peaen ) O PVATY 2 F OSNP(I~T) (3. 20
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(Miyashita. 2007) & L1-#S R

THEQH

-

APOEFLOADS DB BB E

%T&V

.

. . 5
CApE 3 4 E ! 4 9 12
’ % B N 3
! i | J BRI EGS Y poRae] AR e HE ST
1 H2E-19:0" SE-197:1 1.6E-184:1 LOE-123:1 L6E-130:1 2 OE-66:1 [ h \
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== LOE-H00:0 1LTE48:1 ! 0 i . =
M T
“ .an}’ [aTETL
7 i 7 DN ] / \
\ /r |l ApoE \\-\ . 7 " AEEATZL
~ ’, i
\J.J'E—Iﬁj:ﬂ /5.5E-286:0 A Sra |
% / Sidgaz a0 DOE
: [ixe \ _
18 £ N Alzheimer "
RS i

19-1. PC (path consistency) 7 /L= U XA LT XD ERkcS iz, #BHMT VY A ~—% (LOAD)

SNP DAHX I 72 BtatE 2 Rmd % NU—2 75 7
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Rk 20 4EE

F£20-1. A H AN 460 5] 2,300SNP DX A B0 75— Z b Et B SN - BB EHME  (—5)
ZEkES SNP ey ATOEEE ~NTOESE HWERTEMRETE 21— /LE
(BAfFE) (BRZ2ME) EERER
1rs3912751  0/63/392 0.1385 0.1289 0.1531  1.000
1 rs16838813 18/142/294 0.3128 0.3152 0.8816  0.998
1 rs1556691 19/138/298 0.3033 0.312 0.5483  1.000
1rs11121407 27/146/282 0.3209 0.343 0.1721  1.000
1 rs1750838 39/187/229 0.411 0.4128 0.9099  1.000
1rs7513908 3/43/408 0.09471 0.1021 0.1326  0.998
1rs552230  40/194/220 0.4273 0.4214 0.8241  0.998
1rs11121676 63/188/202 0.415 0.4529 0.07794  0.996
1 rs10803284 13/128/314 0.2813 0.2812 1 1.000
1 rs3748759 5/118/332 0.2593 0.2417 0.1717  1.000
1rs2227295 101/204/148 0.4503 0.4946 0.05772  0.996
1 rs2073098 14/142/285 0.322 0.3112 0542  0.969
1 rs6664218 58/225/166 0.5011 0.4711 0.1937  0.987
1rs631090  18/142/294 0.3128 0.3152 0.8816  0.998
1 rs11800828 110/229/116 0.5033 0.4999 0.9254  1.000
1rs1317329 53/228/174 0.5011 0.4646 0.1068  1.000
1rs9438880 11/130/313 0.2863 0.2788 0.7356  0.998
1 rs2066995 39/176/240 0.3868 0.4024 0.4152  1.000
1rs298429  19/160/275 0.3524 0.341 05817  0.998
1rs2275101 35/186/233 0.4097 0.4049 0.9077 0998

MBIEBIZOWTIZFNEN., A FT—T LARER | ~Fall | A% —T LARERO¥KAE RS,

S - .
- E . .
® ]
I I L
S | o
@ ©
i
3 g |
e o
3
< o
S
T T T T T T T
0.20 025 030 0.35 040 045 050 0.55
Heterozygosity
X 20-1. P> 7O EEH
a— LR 2% % FED 4 6] (KFOHEEDOH, 7272 LEHR EObDEERS) 137 — 2 M HHIBR
L7,
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Missing data rate

[X] 20-2. SNP O /\WE &
FEHEZ i 72 720 SNP (I OB D H) 13T —Z B HIBR L7z,

#20-2. FRUESNP 7 — X OMEEHE HDE L TRUE L7 A ML E(E

TR 19 EEICBT BT —F T 20 BT 57— 4

WAV T g B

o— LR >97% >92%
B, FRIIBENLGEE Y v T vt O —F &<
R BENEREAT D85 %2 RL

RABME DFE <3% <10%
HWE B EH G Eh SR K <1% — >0.0001 >0.0001

1~3% —>0.001
3~5% —>0.01
>5% — JTHIER
~A =T VIVHEE <5% <5%
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Rk 21 4EJE
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b ilF

4 21-1. BT o EE
I VHITOWT, A S0 T (R ORVERE Y FICET 58 1£7—%
MOHIER LT,

#21-1. SNP O NVE&#
Gl —DY L TN DT T 74— THEAE LT LN, Wb ED—EE > 95%)

LT,
In first stage, In second stage,
HumanHap300 vs TagMan GoldenGate vs TagMan
Missing Missingrate
rate (%) (%)
SNP HH ™ Number CR (%) GG ™ Number CR (%)
compaired compaired
1s7550260 0 4.2 454 99.8 0.1 2.6 829 99.1
rs1367878 0 0.8 470 98.9 0.6 0.7 842 99.6
1s9864101 0.4 2.5 460 99.8 0.6 2.3 827 98.9
rs2703888 0.6 1.5 464 99.6 0 1.9 836 99.3
1s7702812 0.8 0.6 467 98.7 0.2 1.7 836 99.6
rs1565873 0 1.3 468 99.4 0 1.3 841 99
rs10872573 0 1.1 469 99.8 0 1.7 838 99.4
rs215939 0 1.3 468 99.1 0 1.5 839 99.3
1s6570836 0.8 1.9 461 99.6 0.3 1.4 837 99.5
rs7781293 0 1.3 468 99.8 0.3 0.4 846 99.8
rs4628172 0.2 1.3 467 99.8 0.2 3.5 819 97.3
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rs2389409 0 4.4 453 98.5 0.3 5.2 803 95.4

rs3176292 0.2 1.7 465 99.6 0.6 0.8 841 99.5
rs6470572 0 1.1 469 99.1 0.1 1.3 840 99.4
rs1930095 0 1.1 469 99.6 0.1 1 843 99.8
rs268300 0 1.1 469 99.6 0.3 0.7 844 96.9
rs7923449 0.2 1.1 468 99.8 0.1 1.3 840 99.9
rs945335 0 2.3 463 98.3 0.2 1.1 841 98.3
rs1150229 0 1.1 469 98.7 0.3 1.5 836 98.6
rs7209819 0.4 2.1 462 99.6 0 1 844 99.3
rs1978503 0 1.3 468 100 0 1 844 99.4
rs873286 0 2.5 462 99.4 0.1 2.3 831 99.2
Average 99.4 98.9
(+S.D) ) ) ) +0.5 ) ) ) +1.1

7% 21-2.  Bayesian shrinkage 15D A %% D RFE
T OFE R, (HIETF — &y NEFRESETEED /N5 A—F (SNP O ALEHLERE) Z#ELL

HELTWD,
2%log(L /Ly o2, Uzg Marker(s) in the model
48.734204 95.841471 7211297 6 14
39.924525 96.732207 7.120908 914
36.931467 97.111046 6.721468 8 14
33.115573 98.9077 21 4885727 14
32.216619 95.454627 8.571798 8 914
28.646645 95.853858 8.691143 51416
25.925930 98.742687 4758265 12 14
24.435480 98.817457 5.098832 6 9
23.193275 98.846928 5474342 10 14
23.184568 99.088710 4429338 314
22.899752 99.174043 4373345 13 14
22.440157 99.208932 4333612 11 14
22.150224 99.246825 4255357 414
20.509343 99.258172 4846660 1415
19.354183 99.645031 3.964763 14 16
19.315728 99.625065 4.000905 114
17.851743 98.228258 5.507904 31214
16.250350 100.149147 3.469943 912
14.878450 100.219337 3.704009 16
14.592027 100.492716 2.995522 910

—392—



Rk 22 4R JE
WEEDPCTIILTYALIZLEHER

Blcohol
@*

‘

7 G2=14.98 (p = 0.0204)
~__ given rs2383207

52891168

@1333040
@238320])

n

BMEPCT LT X LIZEHHEE

G1=31.29 (p=1.25%10"%
given rs2383207

152891168

Gl0757279

22-1. BRAI PC 73 XAz KV E Sz, IMEARE (TA). SNP, FRERT — % DX 72 RS

AR T Ry NU—=2 7T T
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BiEE %

(1) 7—% (UIDB) DR, Al

B

FT—4 (XIIDB) 4%

INBR
ER/NE

e (F—rofE (AW - & kB %), A7 ny
=7 b T LI R, IR, AR Ot - BRE R
E xRz Or 0 24 {Flik)

=

SNP control DB (http://gwas.lifesciencedb.jp/snpdb/snp_top.php)

NG

2008/8 7> 5 /2B

A AN O SNP OBIRBISERE, 7 U VR 72 & DA
FER4 L | Hardy-Weinberg i i i1 72 & 0 A 72 1z
HUEHE A 88k L 72 DB.

(2 studies, Affymetrix 500K, Affymetrix 6.0)

GWAS DB  (http://gwas.lifesciencedb.jp/cgi-bin/gwasdb/gwas_top.cgi)

NG

2008/8 7> A
SNP = & @ genotype frequency, allele frequency, call rate,
Hardy-weinberg V- =, genotypic test, allelic test,
additive risk model, recessive model, dominant model 72 &' 3=
IREARKEEHE 2 %8k L TV %, copy number variation,
OMIM 72 E Dfid i & Iz FREH RSS2 77 7 RKoR
THILDBARETHD, WHIH., BBIM D250 DB 3%
DO TIE B SR Lo T — Z I3 U A S D £ T,
LRI ORIEE DI T 7 EATEL L HICLTH D,
DBiE& -4 FCcoushvr b (MO DB DFHD
A7~ EIE ERL OB SR L TR B Oy OFRB TV
— 7 IRBUERA LT D)

2009 4= 56,958 pages, #fMA1%% 5632 [A]

2010 4£(1 H-10 A) 103,380 pages, #/ifiH[A1%k 10,346 [A]
GWAS :18 J& /8 (25 studies), 17 =AYTE'E (17 studies), &
D H B, GWAS:9 ZH (10 studies)iFZABH DB 12 H Bdk L .
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BT, T DT —ZIZOWTUR,
(ZMEURAABE LT <

BRSO accept & & %

GWAS T —#% D% < X, ZhigkdLEsETcH Y, 4—
T RO TEREI N D TH D,

(2) DB AT L, Y — VEBIFEAR OB A

| DBRMI AT L, Y—LFED | KBRS . ) . i B} o L
MR (F=70ERE - FFEUR. EEIRIL, A% OFHE7Z: &2 BRI ) 09 < Flik)

% | LW RINBH

1 | GWAS fi#tft /XA 75 A4 KB | GWAS O—HDRNT 24T 5 Y — /v

(3)

ZOMORRY ((1), (2) &S LAt o)

th7 AN =g T —
B R— 2 S E

(http://gwas.lifesciencedb.jp/gwasdb/db_policy.html)

1 /N
Zagin IS
& PN/
1 | BT —F_X—ATev=r | A KT =G N=Z~OT = Z R & 7 — 2 H IR L TUERHHAEFEELZ GO FRE e ELOTLO

AMERFEE &

(1) ¥RE~OOFHHEL
| . . =
= 54 b RFH FREDL TR FH A LTI B
1 | A search for genetic variants attributing to the risk of | Yasuno K, | American Society of | 2007/10/23-27

formation of intracranial aneurysms.

Tajima A, Cui T, | Human Genetics 57th
Narita A, Inoue I. | Annual Meeting

N

HARNEH DS ) LU A FEEMT NS A2 TE I | KL fE— -] | AR B RS2 % | 2009/9/23-26
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T, Takahashi T,
Yasuno K,
Tajima A,
Krischek B,
Yamamoto K,
Kasuya H, Hata
A, Inoue I.

BN RIS M s - 27 s - LW 5 | 54 BIR=
S Bl BE - H
ST QRU £
- H b R
3 | Path consistency (PC) 703V XA ZIGH LIZBAT | ik H BE - AL | B AN &G TS5 | 2009/9/23-26
AR LA A fe AT B 728 5L - | 54 IR
BT P
B=-/ L ¥
5j]
(2) ML S~ L HH
- v BEL | MESOAT | BE, B, <D R
1 | Susceptibility loci for intracranial aneurysm in European | Bilguvar K, Nature 40(12), 1472-1477, 2008.
and Japanese populations. Yasuno K, Genetics
Niemela M,
Ruigrok YM,
von Und Zu
Fraunberg M et
al.
2 | Genome-wide association study to identify genetic | Akiyama K, Journal of 55(10), 656-661, 2010.
variants present in Japanese patients harboring intracranial | Narita A, Human
aneurysms. Nakaoka H, Cui | Genetics

—396—




OrprztBd (OB OZmit&R)
X o W HEREE (OB WS )
Ol o A S AP B

3 el & | RN > O RS &2 FE8L3 5 DB B3
(77 ) BT A K SNP OF5 B BEMRT F1E DB 3E)

% he B B 4 | B SCRUERTRARIERT

ROE W FE & 4 | /R

1. PREBAAGREIC ST DRk H AR

7 BT A Rig SNP Z A & 7B I UREKRNA - BEEEFO ) ¥ —7 = ZOWFENEIRL L T
WL RS, OO T—FE A, BIRIEHRE T L BIsFE#RE OREMEZ T L7 —#
~N—2 (DB) k¥ 25L& bic, HEZITITFTEDFHE S LIUTFEALZRE T, 7 —FOEIT AN EFH
BAZIT9, 2O DBEZ IV EZOMEEEDFMT 52 LI2LY, KEOBEEROML, BT
2, REOSFEFEOENMEE S, EILEROEBRINESND Z L2 BN E T 5,

(1) 7/ 274 FESEMHT(GWAS)IZEE4 5 DB & L C. SNP control DB ™45, GWAS DB D5,

CNV (copy number variation) control DB ®##%t, CNV association DB DL & &

(B SERUWERTIE, SNBSS BEH L 7= GWAS 77— # #LHE & Bioinformatics )95 % 47 H)

2 V=7 AL DR - 77 LIEHR DB O LEM (B SERYERTIZ SR T — & OUUE,

Bioinformatics FUFENT S % 57 4H)

@) 77— T/ AMBMRHNEES LML, 7T — X ARB LT — X 0GB T 5 HEt & 5F - &

EL, 7T —HXOHEIT AN L HEAOMAETEX D,

2. k2 241 0 A REFSICRT 2 FHEFHE 26 5 a8

(1) RSRmEs
1. GWAS B DT — & _— 2

TFEO DB 1. 1-1. 4 O K FRFFEE P TER A O & 725 T GWAS BHEE D DB Z M4 L TV 5 203,
A SERUWERTIX LA F O S & B LT,

A. GWAS DfiRHT

DB (BT BN D DT —ZIZHONWT, LESELT 1) MIETEDOMERHE  (call rate 72
E). 2) SNP LULTOEEH (call rate, Hardy-Weinberg EffiitfiiE7z &), 3) £ & LToME
B (PCA 72 L) OWET = v 7 2T 57D, HET /L TOD P-value, v Xl & OBIRHGHE
ERAET D HONS T T A OMEEITo T,

B. SNP Oif V) iAZx, SNP DAH AR

B EODZ T —X v Ml LIZEMH2EED—>TH 5 Random forest Z453E L. Random
forest H1C> SNP o R HHBUSHEE 2R ] U 72 BB SNP # 0 IAZ T, KO, SNP BIFHELEH
21T 5 FIEZBRE L, FERICHNT O XA 7T A AL E 1T - 72, AT¥ETIHX, marginal effect Z£57-
720y SNP FHAEAEH ORE . KO BIsHREMENFAE L CTOHAEEHORIERFRETH L Z L, Eiz,
2 O EOMEEHOBRHB L AEETH D, KATEE 2 OOEEDO GWAS 7—X [ZHEA L, —D2DKR
C marginal effect 2372\ FLig B3R Y SNP AR AA/EH 2/t L 7=,
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C. CNV Dfigtr
CNV DO TFHEDFENI LD FEEOE WA, HapMap 7 —# 25 L7z[F—HK CNV OFBMECH 1
T—HIZBITDH CNVO—KEREFHET L2 LK MHEEZFHM L7-, £7-. CNV O start-end
AL O AR DLl 70 EERA 2 O T4 a2 | T8I E £415 probe A ZE L Tr 7 AZ Y
7THZ LIk, HEHELTO CNV A RE LT, FIZ, MBSO T AND GWAS 7—4 D
fETBE LD —BR L LT, CNV R, &K1, CNV ZF|H L7z case-control D&M EHHIMAT A2 1T 9
AT TA v OWEFEAT T2,

D. DAS (distributed annotation system)D##£E
LIFD 1.1~1.4 ® DB 2B LT, DAS %t~ DB #5745 Z £ 12X Y, Ensemble 72 X O
DAS ®F — % ZIEONATe L <IE MhD DAS 25 AR DB Z MO T Z L 2 /[RE L L7, (BIFK A, 1-12)

BsE Lo T — & ~— 2
1.5 SNP #Z#EDB (http://gwas. lifesciencedb. jp/snpdb/snp_top. php) , (BIHkA, 1-1,1-2)
@5 H D SNP 7 — A ~_— A,
50~90 FFED SNP IZOWT BARFRSHE, 77 U /VBHE | Hardy-Weinberg i EE, 71 & A 74
& call rate %% % B4,

1.6 GWAS database (http://gwas. lifesciencedb. jp/cgi—bin/gwasdb/gwas_top. cgi), (B A, 1-3~
L.7)
B L H EOISEE LIFISERL T2 EOIEGIRAGED T 7 LU A REEfT, &ERRED T
J BT A RN 72 & & Bk LTe T — F N— A,
B TRISEE . 7 VU JUSEE . Hardy—Weinberg ki EfE. call rate., genetic test, allelic test,
additive risk model, dominant model, recessive model 72 & @ P-value, odds ratio, confidence
interval, AIC 72 &0 SNP T & OBIEHMEME. £7o, ~T'm XA 7 LRBEEIEOKEHE, SNP FHH A
ERORRL E LB L Th D, bha RAEN DIRBRE SNP 2N TE 5 L 012, ZhbOREHts
fifl & =7 1%#. non-coding RNA 5%, linkage disequilibrium 7¢ EDIEHZ I CHE T 51 >
A —T 2 =A% TW5D, £7o, pathway T OFERDOFRRR study [ OFERILE 72 & TE 5,
WEIH & RBARDO DB ZMEL TH Y | G CABATE Tk, LEIS U TR 2 L7z ETHEH DB 2%
L. ZHBRILREOZEEE O AN LOT 7 AL LTINS,

1.7 CNV control DB (http://gwas. lifesciencedb. jp/cgi—bin/cnvdb/cnv_top. cgi), (BIJHLA, 1-8~

1.10)

H AN D NV DOF — 2 _— 2,

GWAS i~ A 7 =7 L A @ probe intensity 7 —# 2 HARHI L7z ONV 28k LT\ 5, BHEA, KAA0IE
DISIPIZ B2 5 OV < SN D72, 77 AZ V7L Tvw—Y L, (NNORY—v—EE R
LTW5%, £z, BEROBRLIHEFEZEH LR 20 TERRARETH DL, WHTHT —2~—
ZUTONTIE, AR L~ TO OV £#R 172 5,
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1.8 CNV association database (N#RHT — X X—AD &I, @XM 7 77 F I THHAE) GBIk
A, 1-11)
SEBIXI G ST T D CNV BEfENT 2 & ) AT A RIAT S IR EBERT D720 DT — X X— X,
CNV O8Nk & . case, control Z & D A%, P-value 72 & % Bi5F1# <> non—conding RNA 53 72 & & [A]
FRCERATRETH D, NEPHT —F _R—=R 2O\ TIE, AL ~ULTO NV FRbITR 5,

7. FREMEEFIZOWNWT, U TFO4FEEOEE T L O nutation DB (re—sequence DB) & B FL K2 K
BrlE 7R 7eRE, REORFEMBEIRE & & b ICHEE LT,
ALS il ZEAfE AR SR A A L E
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=1,
PD:/X—3F 1 L
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetld=2,
ALD : BIBHEBEIA MO T 4 —
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4,
HSP : G5t M o) IR
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?target1d=9

INHOT —FRX—2C0%, FEEEEEFORSITER, 2 REE, 3SR EOREARERE LD
(2. BROME, BRIGHR GEIEFE, FIEMMRE) . Iy AR EZBREL TS,

FOR KRR IR ST T S PEH S D RERERIs 70 ) o — 7 2 R L D8I T - 7/ A
ZEHLIE & UCAHET 2 ERRTE # % DB 1k (35 1 ¥k DB) 95 & 1T, B K RZFPEE 7 R4
BHI, SMBO DB OFMRT — 2 %A AR — M DA BHIE L (B 2k DB) . H XLBERTIZ, ALS, PD,
ALD, HSP B DA R & S FRE & ORIRIEICEIT 5 50-200 HE D DT == nb | ZRONL
i, B, FRIEWRE LT, BIE L THOO(ETA TR Z DT 720, EO X5 RERZEDORIKRE
MAEFE LD, FIROTFT —F_R— 208G L, MLEIDS U TEROMBEIZR U TR 2 92506 L7-, &
FRICER L, 246 OICHEREHO mutation (ZOWT, TfERSIZ T ) MI~v oy B 7352 81Tk S
J A EONESH DY EIT-o72, (mutation |, & @ build version D&MY7 7 AEFEHEIZT L0, ED
77y v arFE SO mRNA ZHEHEICT 50, b L<IE coding region #IHEIZT 5D H, UTR &5
DTHERDDE, BEERDH DT OEERARTOMNELSRHETH Y | BUWHEZ PR T 572012
NEORFENLE) =, 2D OEBBERSNICOWT, &SR EN RO EIZIE 3 kil
THIZITV, ZROMENEAME LEZIZHL0PRAREE Lo, 72, domain, motif (&R E S
FIEL, FIRIERENG 2 ONcEE, EOX D RBIEFEREBICEEND D0 BEREE Lz, BT, &
7R EMFED orthologus sequence @ multiple alignment ZEDfEMNT 2 50 L, mutation & #E(LDBRD
MEtaAlRe S L7z, £7o. B DBICa—YRANT R, 7 X/ BRICOWT, iz, PR R
ZWPRT 2 MR RE 2 L 72,

8. T—ET IV EAMBMEESERELE N AN o — g 0 F—F_X—2WHFHE 2T - AR
L7-% (http://gwas. lifesciencedb. jp/gwasdb/db_policy. html) .7 —Z IHLEHETESZ MR L .
GWAS 7 —%, mutation 7 —X DV 7 I v g > b FHEAOHMAZEE - EHL TV 5,

(2) EHRORRE
ERiE, TRTCEREFALATHY, EHFTH D,
FHE ST e, GHE 1D GWAS B DB (G 2) #fR 28 PEZ8 B Z B9 5 mutation DB & FHEE U [THE
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BT HL BT, T—EOY T I vg T —2HEAAOHRE GFHE 3) 25 L1,

3. YW EEEICKT DR

(2) GWAS B D57 — Z I T O# Y -

SNP control (2 studies). GWAS :18 %8 (25 studies), 17 &MFE (17 studies). CNV control (1
study). CNV case control : 5 %&£  (5studies) #WNiH DB I &L, D H 5, GWAS:9 K&
(10studies) & SNP control (2 studies). CNV control (1 study)iZ/AB DB IZ & & &k L, ABFE A, 450
DT —HIZHOWNTIE, §wXD accept & & BT, NEXRZABI L Cu<, mutation DB (re-sequence DB) (&,
AL DA T IR DA LA R T — 2 Th 508, ALD, ALS IOV T— DB gk & Hi 7212
%1ty M2AHTT,

WY, HPOFHEEY TH D,

(2) Mutation (re-sequence) DB B3 :
+ ALS contents
107 k25 638 =2 b U —% il (178 unique variants)
familial ALS / sporadic ALS : 70% entries are related to familial ALS
+ PD contents
2233CHk7 5 1508 =2 kU —Z i (472 unique variants)
+ HSP contents
103 SCHk2» 5 988 = kU — % ##{1(347 unique variants)
+ ALD contents
49 TR D 274 =2 b U —Z (157 unique variants)
ALS L ALD b7 —4% % 1 &y M oZ 7,
WYL, YHIOFHEEY TH D,
(3) PR AL, TEEMOWI AT, T AZERE R LA TS K E(ETIEE
#4i L. httpi//gwas.lifesciencedb.jp/gwasdb/db_policy en.html CABT 5 & & Hiz, BIEEHFTTH
%, HPIOGFHEZEY) Th D,
4) 77225 (BWBH OB DOHFEHE)
GWAS DB B8 :
2009 4£ 56,958 pages, #fiftlA1%%k 5,632 [A]
2010 4£(1 H-10 H) 103,380 pages, #/5fIE1% 10,346 [H]
Mutation (re-sequence) DB B :

2009 (12 HZABH) 4,637 pages, #hliE1%k 232 [A]
2010 (1 A-10 H) 14,963 pages, #iff[n1%%k 1,660 [1]

WELH DB 2 oW TIE, (IR LT —H 288k L CWAHZE T V—T D J7 2 2 ZHI W 2720
TWA5,

4. PR3 D %

gbrowser ~/V DY 7N ED THRFEICR LT, BEEZITI L EHIZ, ~"NTEREIET,
JSNP & DFEEIZEI L TiX, M9 6 BYL AR RTI I SRS CTh > 7272 % LTV,

5. RS & O
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L B & R

R L IX, B N AN 2= g v T — 2 _X—2 G G E RO DRI, T—4 T 7 & AR
FEEERE L, NEORMSEIRFE TITo72, £2. A PJIXTEN DL, NI S B 223 FE
JEATE 2D o7iod, TEMBEO Y — S—ZFH X & T2, ABLTWS DB b, iR
DY —"— FITHEL TND, £, MABERTLIFETIET A2 HEL TV 2 TECR
L CWT2 72 TEENTRMRAIIC Z W 1o 72,
2. T —T N TOEEERH]

E DN WHARIC T 2 72 OITHBI R 2 B ) 5, HE[FCDB M58 L7,
3. 5 L O LR

NEBIR T2, AW 78 £ O workshop THRIMRFYIZ 2 PJ « DB OFEFEL A [M] b S 2 720 OIEH)
w1107,
4. GV E R & N T iE

T2 AAB LGNS £F—F (EEREOBEBETFRBINIY A L VAT —4) 25T —2 Dk
BT 2 FHREB L OHEET 2/ EEHRELER L, T— 47 7 B AMBMFAEZESE R - Fik L
TR EPE LT, £, MAHTHEZROERICBIT LRI, 7 —¥ 7 7 B ARFEES (REER
FERFLRENR) #REsE, 7—F0V7Ivrary, BREADOERLZITo TWZEZNTND,

1 FUBERIG . R= 7 [EE | BRAENIER & OER D GIAS 7 — % 13, Sl LFEETH Y A —
¥ NUAREITIT o TNDT—H THY , T—F ORI HIZ> TE N O DOEBRIT LW LTz
LAY

CABOREL, B, RE

&

6
S%OREL :

FUHFHEZR GWAS OF —HZ N2 B L & bIT, AXMNT 72 EEITH Z L NAlREL 7> TL b, Fiz,
1000 7/ A P] O#fTHLHY ., BB 7T b7 32— LMOT—XEZFHAT H720D genotype
imputation HIEFMER S EBTE DL LI TR > T D EEX LD, SHIT. BEOMERD HIRSTIZE
HMENT2T —F DA ZEN 72 &L 0 @EERENT 2 TX 5512 LT <, PJ OHFERIZIZ, GWAS 2/
ML TERDT —F 2 ERTE DAL EIRE L TR, BIRFRCPEEIR S 720, GEAS
B & iR MR B OB R T — X D72 O DB EEIC L i, UL, Kkittfy—27 =Y —oHEl
WLV =7 2 AT X MO T g AN—T"y MERBHIZHEA, 0 ZEke AR #E2HOM
HREGIZRY 5055, YHlE, T A T 3 —< 2 A LEEOBLL., L2 ERECHRE N ORME
He, Wi —r oY —D X —4 > M Mendelian disease THEMBEMLBIFO T 7 Y U fHIERC.
common disease D 2WAT —VIZRBITDH I O —F U A RBESND & FPREIILDH, DB AL GWAS
MF Y FNHEHIN TN D SNP 21T T KO BRABRISHISSELIMLENR D D, o, L T
DRMR Y =7 2o —DTF = Z 2l —WICF AT 0B RH T2 b, EFMICMA D D
quality control D FEZMFTT 2 LE R D DH, BB, GWAS DL HITTORESTZSNP THA<, AlE
DY =7 T AT =Z DX I, RGRELCHREIR TR E > TOVDLERTH RV, ZERRERT
—HENEL, BHTLLWVIHIREELEITT LI ENSBMLETH D,

At D EHH
KT —H R_R—= 2 7% GWAS 121F T2 BRE/RZEH (SNP, REEZER) ICHRIRT 5 & & bio, TS ICE £h
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HEEM O H G INEE U R R/ EIER /3G E /B - mutation/variation @ BE£R 2 KEWTAIIC KR R
TEDEolcL. WF OIS DBICHE S E D,

GENE2PHEN, EMBL-EGA (GWAS D72 59", AR — 27 = % — TR L7z mutation (2 %HE) 2> 5 638
AR LANLIL TS, EHEEM R LA TO mutation/variation DB O A H 59,

JEE .

B OEBORIEIZE G T 2 BIE TP EBGETHZ ENMONTEY BEAZLDT —XX—XT
Fa i, AR RSB (FERZET) OBREZMEEMICESEEL, BB TEL L5127
HELblZ, ZOMD Omics 77— LEEETEX DL 01 d b, L0, REBUIE P29 58
FERoEBEZD,

JST 74 79 A = ZA DB A HEEREICHIFT 52 &

Z[al, BH%E L7= GWAS-DB, re-sequence (mutation) DB Z#Eff - T2 & & HiZ, LFLOBLR TR
JBEEDHEAITE T, KEROWF BT 5 LT, RAEMAEIER 2 LMo T —% OFHIE AR K
ThbH, lx DT —2 D FEED D & & HI2, DB EOBENTD LT W TR L TS EEsb 2 L%
R LET, 7o, T—HOHEITFTANE T HLEIEZZOHFFOBFLEEZM DI TWET O T, fkkero7e
RN— FDBEBLTE DM AZ o THE W EEWET,

7. KRS

v N ADEBES NV BAETIX, 7/ LMERAFIH U7 5B BSE SNP (copy number variation 72
EDT ) LOSKENES ETe) DRIEICHSR O 2 22498 F 3 38 2 EIF CTHRY fHA T2, I BEE SNP
DRIEIZIEHE 2 2 FEH D03, PIRTRHCEN TS, GIAS U v —2 =V R IZOF e Fiko—o
Thd, MHEEL, KEBRT—ZTHORPE, MIKIEDOH L SO EETHL LWV I FEEA L
THY ., 7T—FDOEANIRRAE, 7 —% OM5EER COLE | KR - BEFEBIFTED 5 2 ~0 GIAS
FERORALC L DRt EOB ARG, T2 RN ADOEE L ENNER . T — X OTEITFANE H
Bl A OV 2R 2 5 2 EIIMETH D, B OTRITIE X 5T T L7ZA PJ . GWAS BEi# ¢ DB
DI L 7 — 2 OEKE IO MELA) IR LA 2 2 B 2B L7 2 LITRERMRTH D,
Fo, BEE ZREEIBEOREZONRFICL > TEX, 20X RMEHAZEH TE R 2 & &8k
I, BHBOMFRIZBNTIE, RIEEONFICT —FX—ZA~ORETHZ 2L L TWEIT5 L9
ZIRHIEE 21TV, & DR OF PR & TIEZE D B 2T XD KM AN T2 T WD, 7
— & % TR T, WERZRE 2 b OFFHOHERT — 2 RIMO W2 L 7 — F R hE 1T 2 72
i CRACHEENFET 208, TOWEEZDRITLEOOMMAMED R, A BT 4 7DOTRITK
0. SRITT —FLEOIRNBAL—RZEN D Z LTS, 220 XK 5 o7 — 2 LFITHR
78R T V. K[E NCBI Tl dbGAP (database of genotype and phenotype) 7%, BKJNTix
EBI-EGA (European genotype archive), GENE2PHEN DFEEEIC L » CTF — X ILENREHRINTEBY | 5#
REERA 22 B IR FITAT o TV E 721,

1000 A7/ L PJ DRI, <A T =7 U LVBEED 1 Yo & ARV SNP & /83— L 72 46 L 0D SNP
~A7uT VA BREESND XD LVEHEDCT Ve REEE~——L LIS ) LT A B
ZBEMRNT N ESEATRE & 72 5 TL b, 5%, KV ZL OF =2 NERNATEHIN TS EEZXbND,

— 7, Ry — 27 2 =D HBUZ LV | FEREMARG AL TW D BERETET Th RO FEE
IZBWThH, FRF L TADRT ) LY =0 T ARHEFE R T ADTy Y FEEDY) —
IR EEBESNP ZFET DL ENAREE o TE T, A% ETET ZOFOHFRNBKEIZFEN
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SINTLBEB2bND, ZOET N LD DB & L TARNIMRZME B D mutation (re-sequence )
DB DEEEAT o7z, A DBICHN T, ZRIFWME TR ITR (£ X5 ZIERICAR 520, HROIE
ITHREE 72 L) BN LTS, DB ORI L 0 | SBET 2 & O (8 D ICEBR A - THERERIE
THMETHED, FICMEOERTHERY DT I/ B/ R L > TPRBRR DR E) OMAD
BoND LIl Z LI RERERETH D, WEEKT L2 LICE Y HIREOTEHEN TR TE D
L0225 LEZ LI, FRRINCITERRBIY CHRLS>DB # HFL T\ 5,

L%, FRO DB ARESYE, BREFBHOMMATE 2 X 510925 2 LTk 0 BEE/FEHOM
FaBMO—B LT 25 & & b0, BRERAHEICINET 22 L2k 0, BADBEBFMAE—RITL
TAEBUEIERA~DE L MA LT L5 LNBETH D,

8. FFALHIH

1. [FAEENFICES I 2B SCHIR 2 8 5 720 e flh> B DB IZ raw data ZTHIT 5 2 &
I N— RABNE, 20701, [EHNTO GWAS DB, mutation DB OFE4E « HEFF IS ETH 5,

2. YV — /LK L LT, 1) epistatic DFENTSC pathway OFEHT 7 & XV & B 72 fif AT & S2hE - 28k v §E T
H5, DBEEHEHELANADOEHR D (non-coding RNA, mRNA,CNV 72 ) EOHETHETHZ LN T,
PRIEMEA SNP DALY iABZ LG LT D,

3. W DB & A DB Z5NZHEEE L TR Y | X @ publish 285 Te E TIENEH DB IC8& L, 7
— ZHBERDTI- DDA 2T 4 T DO U THITE F15 5 & & bk L RAFEE 7>
SOT 7B ADHEARIZTDHIEICEY, T—XOFEZADB ETTAL LI LTS,

9. it %

1 84 1 94 2 O 4R 2 14 2 24ERE G
s ifiian . (TH) 0 0 0 0 0
AN (TH) 10, 933 8, 486 8,617 8, 503 36, 539
¥B¥EhE (TH) 958 1,392 1,878 1, 381 5, 609
—fixE e (TH) 880 740 724 731 3,075
& & (TH) 12, 772 10, 620 11, 220 10, 617 45, 229
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BiEEE %

(1) ¥—% (XD B) ks, FHAab

R

F—X4 (XIIDB) O4F

N
KRB

W (F—x o (A - & kB %), A7 ny
=7 b CHEME LI RN, EERIRL, A% ORTE - BRE
EERRIZOD Y R Glik)

SNP control DB (http://gwas. lifesciencedb. jp/snpdb/snp_top. php)

e

2008/8 7> 5 A BH

H A NAEH 3 0 SNP OEIRBIBERE, 7 U VEEEE 70 & OSEE
i & . Hardy-Weinberg i Ml 72 & DA 7285
MEEHE 2 B $k L 72 DB.

(2 studies, Affymetrix 500K, Affymetrix 6.0)

GWAS DB (http://gwas. lifesciencedb. jp/cgi—bin/gwasdb/gwas_top. cgi)

N

2008/8 7 & ZABH

SNP & & @ genotype frequency, allele frequency, call
rate, Hardy-weinberg Y-Afiifk TEfE. genotypic test,
allelic test, additive risk model, recessive model,
dominant model 7 & E7/BIRHEHEZ EEKL TV 5,
copy number variation, OMIM 72 & DD Fk & iz B350
HAEMRZ 7 7 7R T HENAETHS, NEH. &
BHD 25D DB H Y, NI TIX, B L7 —21%
i SNBSS £ T RO DN ST 7 & A
TE2L91ZLTHD,

DBl 14 FTonrshvr b UNTHD DB DHDI
U b NE I ERR OB e LT R DRy DFRB T N —
TIRBUERMM LTV D)

2009 4= 56,958 pages, #/jfiiH1%% 5632 [H]

2010 4£(1 A-10 H) 103,380 pages, #ifiEI%k 10,346 [H]
GWAS :18 JRH (25 studies). 17 BHIEE (17 studies) .
ZTDHH, GWAS:9 A (10 studies) IZZABH DB IZ & %Gk
L. AT, HY OFT —ZIZOWTIE, w3l ?D accept
EEBITNER B LTS,

GWAS 7 —Z D% <1, ZhaRILRFETHY , A —1
¥ XU OEHITERINTZHDTH D,

CNV control DB
(http://gwas. lifesciencedb. jp/cgi—bin/cnvdb/cnv_top. cgi)

N

2010/1 7> 5 2NB8
CNV fHI %, Bfn1-1F . non—coding RNA, repeat {f#t,
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Ll EBICERRTEDLLIICL TS, WNELH DB 131
KL ~ULTD NV DB HIT-> TV D,

HARNEEH & D CNV &2 %6k 7 2% DB (1 study)

CNV control (1 study) % &gk L /AR A

CNV association DB

KRB

CNV T case control ff#AT 21T > 7 K% %6k 7 % DB.
CNV fEI DM, P-value, EfsF1E#H. non—coding RNA {F
e LB L TWD, PHIH] DB IEEA L~ T CNV
DEEEHIT> TV D,

CNV case control : 5 ¥/ (5 studies) ZWNEIH DB IC
oL TV D, w8 publish SHLIREEAEH

ALS mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetld=1

Nt

2009/12 7> 55 BH
BEEE - ALS  (fh ZEME ME (A R L JE) (B9 9 % mutation
DB (re-sequence DB) TH V., LAITDO a7 Y &Eie,

« 107 SCHERAND 638 = b U —Z 4l (178 unique
variants) familial ALS / sporadic ALS : 70%entries
are related to familial ALS

(mutation OALE, BHEE, FRIEMHME LT, FIEL TH
SATE TN TR #2720, ED K 9 RIER DD
PRI ¥ % X5 6%)

- EAEO 2 G, 3WEE, AV v i ARSI D~ v
FINT TA AL DT —HELREHE L TWND,

« BURURE S0 b @ B CREH L7z ALS B E{R D U &
—J T AT —HHEREH

YT Iy ar LTH Do R BRI
DB5-8 £ ChOu s H ok
2009 4E(12 HZABH) 4,637 pages, #hRE%L 232 [
2010 4E(1 H-10 H) 14,963 pages, #iff[E1%% 1,660 [H]

PD mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=2

Nt

2010/3 H AR
BEEE . X—F% >V URIZES 3 5 mutation DB(re-sequence
DB) THY. U FDaT Y iEte,

- 222 SCERAND 1508 = kU —Z i (472 unique
variants) (mutation ONIE., #EE. FRINEHR &z, 3
SEAIR, ER S O R G 2 B 8k)

- EHEO 2 S, 3RS, AV a ARSI DO~ L
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FTNVNT TA R EDT—=HELEEFE L TWD,
s WRUKE S E R BE CREH L7z PD BEE (R0 U &
—J T AT — X +HIERIE R

ALD mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=4

N

2010/5 7> 5256

B BIBEAEYA a7 ¢ —(ALD) IZBI3 5 mutation
DB (re-sequence DB) TH V., LLFD a7 Y &2 ETe,

- 103 STHEkAD 988 =2 kU —ZHliH (347 unique
variants) (mutation O, BEEE, FRIE®R & i,
FEAEAEE, FEIREE ORI & B 6%)

- EHEO 2 WIEE, 3IRIEE, Ay e ARSIO~ L
FTIT TA AL DT — 5554 B,

c HRUKE M EPE CRER L7 ALD BIEE S T U &
—J VAT — X KRR T — %

YT Iy a LT Lo R RERRIEH

HSP mutation DB
https://reseq. lifesciencedb. jp/resequence/SearchDisease. do?targetId=9

NG

2010/5 7> 528 BH

BE B 525 MR Mk k)RR 8 (HSP) 12 B9 §° 5 mutation
DB(re-sequence DB) TH YV, AT a T Y E&ETr,

< 49 RS 274 =2 R U —ZfliH (157 unique
variants) (mutation OZE, BHEL, FARM#ME LT, FE
JEAERR, R O B IR T & B 8k)

 HURCR R b IR Jpile CREHY L 7= HSP BIELEIR T U &
—J VAT — X KRR T — X

(2) DBHMES 2T I,V — VEEBRSE R M D 5

| DB AT A V—1ED | A/ . ) . . ) o o
BEEL (SE7eERE - FRun. ERRIRIL, A% OF 7 & A2 fRIZH 00 0d < Flik)

x| 4 AN B

1 | SNPHREAERRI 7 1 75 A FeAB | Marginal effect 2370 < T, F/o, BEMREMESFEL TH, SNP OMESEH OB Z1T 5 2 &8
TE 5, 2O0MAERHZT TR, 3OULEOHMAEEH LR AIGETH D, £7-. SNP FHAIEH LIS
OMEERBHE~OFIH L EETH 5, N7 787 b ZNRFEAR,

2 | GWAS fi#NT /XA 7T 4 > RINBR | GWAS O— DR 21T 5 Y — )b
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(3)

ZOMORRY ((1), (2) &ALV b0)

t T ARN)m— g T —
B _R— 2

(http://gwas. lifesciencedb. jp/gwasdb/db_policy. html)

i B
% 4 iy i
1 | AT —=FN=AT a7 b | A KT =B R—=ZA~OFT —Z R e F— 2 F AT L CHLERGIHRE S SRR x 2 E L D50

AMAEREE R

(1) BT —, W% A -~ LBl

18 HRE L .. W (h5eE (8, A
& AR (1 24) FAR | BERE Ao bR 50 | DA RS S)
1 | Genome wide association study | /NHFRF- 2008/06/13 | &)1l Affymetrix 77/ LU A KB | Affymetrix £, SN
datbase DBLIK & 75H AT (GWAS) U — 2 3 w7 | 200 4 FLE
2 | RN O ERIGHZ FEH TS DB | /R . P | 2009/06/12 | BACH) A DB 7Ymyes hv VR
BRI -7 AUA N — & | Je, 7 B, it DAV
~N— 2 DIEGE AR, TEKBL
3| BT O ERIGH A FEB TS DB | EHEM T, SBH | 2009/06/12 | Bk A DB FrY=s bR
B — Vv —0 AT —HF_— | T %REIA, TEKE DA
A DREEE— +. EER
4 | BT —HR—ATa Yl MNIE | /NIRRT 2009/11/21 | HEAH] WAL T h~T 47 ANEE | ) AEEEOWEE
FBH ) BT A RSN — 2 RS D2l BB 100 £ FLEE
— A
5 | GWAS/CNV-DB & mutation DB OfAr | /INHLFRT- 2010/10/04 | HUKAS | Hi6 DB el = ZIMANE 30 A3 E
6 | ET—FXN—2T vy MNIE | /NHFEF 2010/10/05 | BERASHE WE DB uvxl FUR
b N AN =g T — DAV
5=
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(2) 2RO OFAEF

sclerosis.

A, Fukuda Y, Goto J, Tsuji S.

- s ke DL AR FFE
1 | ET—F_N—AT 0Ty MTBITLT 7 DU A | MR, TEER, 7 Bk | BARNEBIRSSH 53 | 2008/9/27-09/30
N BT T — Z N — R B, Bk, UKL EIPNS
2 | ET—FRX—RAT Tzl MIBITHT ) 2UA | /N, BHER, H Bk | ARG TAEWTES 2008/12/09-12/12
N BN T — Z X — R B, R, UKL
3 | MET —HFR—ARTuvl NIBITDLT ) L TA | N T HARNBBIR 725 54 | 2009/09/23-26
N BT « 2 B — R T — & N — X I EIPNS
4 | Variation databases for neurodegenerative | Yoshida M, Takahashi Y, Koike | Human Genome Variation | 2010/11/01
disorders A, Goto J, Tsuji S. Society
5 | A new method for detecting epistatic interactions | Yoshida, M Koike, A, Am. Soc. Hum. Genet. 2010/11/05
in genome—wide association studies
(5) “AHTHERESE ~Dam L FH e
g v FH4 BESOLT | 8IS, B, <o | g
1 Evaluating the performance of Affymetrix SNP Array | Nishida N, Koike A, Tajima A, | BMC Genomics. 9:431, 2008.
6.0 platform with 400 Japanese individuals. Ogasawara Y, Ishibashi Y,
Nishida N, Koike A, Tajima A, Ogasawara Y, | UeharaY, Inoue I, Tokunaga K.
Ishibashi Y, Uehara Y, Inoue I, Tokunaga K.
2 | 7 ) LT A REHERNT T — 2 ~_— X DB AR, U R (ROKRE L | B VB R 53, 7: 882-885, 2008
3 Genome—wide association database developed in the | Koike A, Nishida N, Inoue I, | J Hum Genet. 54, 9:543-6, 2009
Japanese Integrated Database Project. Tsuji S, Tokunaga K.
Koike A, Nishida N, Inoue I, Tsuji S, Tokunaga K.
J Hum Genet. 2009 Sep;54(9) :543-6
4 | 7 2T A REEMENT T — 2 OB &L ANHIRR -, PE AR, fEOKPE L | SEBREE ST B 27,12:185-187, 2009
5 | A mutation database for amyotrophic lateral | Yoshida M, Takahashi Y, Koike | Hum Mutat. 31(9) :1003-10, 2010
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AI#EA
F—RR—Z2ND ;YT B GWAS database
1B #ESNP database WA

R#ECNV database

HET—HR—2
:— KRNI S SR NE S AT SDAMS

= PP S Ty —— e

Mutation database | -

1, E#pBO#HEE

HH: REEHE. @EXdBRET—2ZBEL-DBOEE

I*He*

- f@EES004 L EMD30-1005SNPORIEFRIHE, 7L IV
B. \—T4—04N\— E &R E(E. Call rateZF

- GESHATEE (D, r). NTORATHE
- SNPOT7/T7—3> (HeE. EALMAE. FE/ERES)
?—aw.ﬁzﬁ"é‘ﬂ:
- BAEDAC(REBEE, ATOESE), YU TILEBROQAC(HUT
JWEE, BENBEAEDREE), SNPOQC(RIEER)

BT —43:
- DBICIEAffy500K #35004%{k. Affy6.0 $92004R{F & &
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C 2

SNP search

SNP ID: NRS6663840

dESNF ID(rs) fARRRA
. HHEWP 1D(ss): SNPO)&/AJ:G){E‘I'_?\ SNPG)E%(IE‘I
SNP@&* (77‘&‘3?3?%%\ %E{*J:a) SHPID: %/;Hﬁl%tg)
fIiE. HEE. B LOBEYLE TRETRE) || o=
- Chromosome: 1
Fo s % kM ? ‘-. : __‘.ﬁ_; Yariation -Class SHP
m....£ Rt i /v Wt :t:p Genotype $ERE. PLJLEEEE. /\
-“E:\:I:.;;:m : . Amine acid change: ju 94jﬁ§‘ HWEﬁii-E‘
'-,:';‘,.-,.u:—: o ”;:\ 4 . -_.T_.:...xl.-;” i Alfymetriz: Ca lr a tefd: 8
e — e -7 : - -
H AAAAAA ind Ethni = G ko) jcatl :’_A\ E}%%W:’T{T
N = Juming Tepan oo - 5L 03 gy O
Pt e - = HAPMAP | Jopanes 0 ﬁmﬁ’w’wwﬁ’i

1111111
???????????
NRSL1T404435-

Genome BrowserZF#| AL T.
HOF—EAR—Ra TV ERIBIZRT

Gene Name: KIAA0562 \

EntrezGene 1D 8731 sel f—
; BIEZFO
Gene Symbol : RIAAGE2
— o N
(M-I MM 014704 ? / —_— ﬁﬁ
Retsed B ) P 055519 T ~3~
Gene ontology (process): 3

1_3 Case—control DBDEEE

Bay:
DEEBER -BITBRODBIEIZES FAEMERMMT —2EE
2)GWASEN DR FICHIFBZRB T HLIZED

REMEORE GIHERLAEFROAH2H)
MAREMDIERDIFICLDEEHAFIRDRE

AT
30-100 5 SNPOIEIEFRISERE. FLIVEEE. N\N—T 14— 7420 /\— FHEREE.
Call rate%

P-value (2DF, 1DF), Additive risk model, recessive model, dominant model MP-
value, OR, 95% Cl, AICt: & D &E{nHkEt{E

NFTAA4THELLIESNPOFA S H B2 T S %k BB EEDOFEEHE
SNPO7 /7—3ay (Hke, A ELAE. F&H/ERZELLE)
BB T—4:
18% 8 (25 studies) Z#NEBADBIZ& L THY. TD5359% & (10 studies)Z
2B, 17288 (17 studies)Z SR EADBI- &3
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.4 Case—control DB® (& {5l

e pF et

ot ot owt wt ama prT———
Select Paalug dlelic model w0

Lm i3n G 0 in W e i

Thet iponames wabe s s Qs STWAS DB} 4 gt
s et o skt wbarreg of g e susos)
—_— -

B dem dln e e e

a0 widtre ez

owas
Thus ek s Bown acppsesd by bintry of Education, Cultre: Sl

@ o Conrsd GIWAS search

O Dissae Mame it

O Dhase Raelutedd Gone List

ALL/ABCDEFG
dissase E .
Bronchial asthma [ MAF (case) o 1 1 . [} i
Cerebral angurysm [Z] M ooty
Diabetes mallitus. [] HWE Powahue casch
Gastric cancer L
Hypertension
Mulziple system atrophy
Norcolepsy _
Panic disorcer
[yl [nnml-. | tuty s Timphe  [Cae [Conmw  [Emi
[ e T ] = e
=] bl i ot sy Bl M8 = s

narco : narcolepsy [

@ Quality: ] = chromasoma[® =] posivon [F0000001  [3z000000 ﬂjj[mm by
el W

HWE Povaie TR0 ana anove
B T anc snone

Collats f5 andswove  (l1Rasasras

SHPID

% |F°rz|6ﬁn ]mrrm=|am||.m [ ]uﬂ:mm[ﬁum,ﬁ:nmqnmms ﬁE?wai

§ 0143436 ISHP PPPIRT1 §
(@ SN Type: NREA2EIIN & 30140528 ISP RHF1D
‘#||MRs25z3000 8 0185208 ISP TRIMZ
NRS§2C1471 O 30213328 ISHP TRIM4D
L||NRs28ET435 8 0214003 ISP TRIM4D
NREZ85T430 & 0P427TE IENE TRINAD
NRSS261405 & 0ZIETI0 ISP TRIM4D
£ 0217381 ISHE TRINAO

ORAecessive model
ORAddmye model

.
=
™ ORDuminan medel
r
=]

Pathway Study 1D value

e
s
st
s
s
sien

] I”ﬂ i I |“l | l

Glypican 1 network 4.2251e-07
Glypican pathway 6.84988e-07
TRAIL signaling pathway 4 5801e-08

“Cell Cycle, Mitatic™ 7.1857e-08 Pathwayﬁﬂﬁwﬁ;iﬁt

Metabolism of carbohydrates  4.43064e-05

IFN-gamma pathway 4.98883e-05 _
E Glucese metabolism 7.16107e-05 (_,-\;,:;:) ey
— = ol S N
- B Glucose uptake 0.000125719
e —— Class | PI3K signaling events  0.000162725 - .
C b ot — h =, sy
opy number variation B Regulation of cytoplasmicand  0.000242294) 10y e ) (Y

TGF-beta receptor signaling 0.000242294]

Regulation of nuclear SMAD2/3 0.000242294) S __4 “—a\k—m
TMF receptor signaling pathway 0 000390605 - (_:ﬂ‘) ool 4 'f

Linkage disequilibrium

Signalingin Immune system 0.000451453
Glucose is carried across the  0.000491088) (:.o“\ (:,m
o 1

: ‘ iy w0
IL1-mediated signaling events  0.006147643 —
Class A1 (Rhodopsin-like rece 0.008425562 | ~

e
M Phase 0008759591 G.m_/

Signalling by NGF 0.0098397
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104
T

20H 30N 404 SOH GuH TOH
T T T T T T

i
T

S0H  100M 110H 120M I30M I40H ISOM 1G0H A7UH 15O0H 190H 2004 210H 200M 230H 240M
T T T T T T T T T T T T T T T T

EMNHERETERO
HIhTI) - HRTH

Sl S i3

12004B535SNP  transadtivator HSIL1 0.259  D.2170  0.2478 04458 04975
12005072gSNF  transactivalor HSIE-1 D256 01600 02190 04373 05084
RS4TSATIS 12005558G50P  transactvaior HSMA1 0134 04110 0.0875 001752 02843
RS2 11 HID48T 03700 003453 DERIE 02308
PIRS11022123 11 WOMTOSHNP ransachalor HSM1 0238 DS960 07738 05178 03657
NRS1OTESIIR 11 9 HSM-10.180 04100 05058 08087 orTeT
RgzaTTas 1 12020875G30NP  ramsachvator HSIL1 0134 04110 0.8235 01857 o
RE11022131 11 1 7 SW-10425 03220 0733 01163 02248
RSI2ITS L wWSMAGAAS ARG A AFAE e Anirga
bpsednsaia ol - :
L_CC
E———
= =
iy = RMBEYIhTII—1
FH
(]

~wdla A AT [ .

A

Phera T

Fheras Tyger:

L

5‘51  BMBESTATIV—2
i mp { o bea J],, W TP DTN . T

BHHBEHTHFIU—3

PRI W ) L "

Int Kind |Gene AISNP-A |Chr |Pos

|Gene BISNP-B ‘Chr ‘Pos

Weight

00

@ 1001_reg NRE7787119 7 43687934
logi_reg A2274915 @ 14250138
logi_reg NRS546935 6 44757114

@ Iogi_reg NRS7739861 6 567716
logi_reg NRS17824132 @ 73317985
Iogi_reg NRS17824132 & 73317985
logi_reg NRS17376438 10 77725266
logi_reg NRST787118 7 43687034

@ Iogi_reg NRS7787119 7 43687934
logi_reg NRS1945652 11 B090S085
logi_reg NRS17824132 & 73317085
logi_reg 42274915 @ 14250138
logi_reg NRS7787118 7 43687934

[@ 10gi_reg NRS1945652 11 80905065
logi_reg NRS1945652 11 80905085
logi_reg NRS17824132 @ 73317985
I0gi_reg NRS4682115 3 113923788
logi_reg NRS17376438 10 77725266
logi_reg NRS17824132 & 73317085
logi_reg NRS7787119 7 43687934
logi_rcg NRS47002811 & 172088007

MNRS17376438 10
NRS17376438 10
MNRS17376438 10
NRS7787119 7
MNRS16957808 13
MNRS3902307 12
MNRS6035066 20
MNRS6008536 22
MNRS6085297 20
NRS18957808 13
MNRS17102227 14
NRS2915748 17
MNRS9915748 17
MNRS11090824 22

T7725266 2.387e-14]
77725266 1.565e-13
TT725266 3.374e-13
43687934 0.474e-13
100303160 1.546e-12
100045651 3.694e-12
18454588 3.85%e-12
46842252 4.035e-12
5791479 5.276e-12
100303160 9.108e-12
64391947 09.725e-12
51518242 1.035e-11
51518243 1.167e-11
47038271 1.305e-11

L ogistic regressionZ (& C&ELT-
EpistasisD & &k, &=

MNRS17102227

MNRS16956024
MNRS17824132
NRS1873863
MNRS9915748
MNRS16956024
MRE17824122

T MRS17I6438

7 s
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1s cnvDBoO#E

BHig: &

fE55:
=CNV control DB: ##&%3&MDCNV DB

KR!
- LEEDEZE. T—TILETSTTERTR

yoyLeTvY—o
BT —4:

LR LN DAL BT R EFIFIATEZSHCNV DBOEE

*CNV case control DB: CNV®case control 247

-FAiE. RIEEAHIICRESONVE S<EHEN L=, BECNVEIS R4S
L. CNVD/RE—0—REZROILEF T av L AR

*CNV control DBIZ[Zf@EED1608Z DT—2% &% A6
-CNV case control DBIZI[Z. FIERFADBI-5b & B &7

19 onve

T—RIR—XADTXRH

0

Select Var Type: CNY' | Select Study; ALL hd
CNV
sition 10N 20M  GOM 40N SOM  GOM  FOM  SOM  90M  L0OM L1L0M 120M  1GOM  140M 1SeH 160M 170N LSOM 190M_ 200M 2LOM 220N 230M 2400 ZS0H
.....................................................................................................................
:rﬂT’—v—-:.:r_:-:-:-—_[rl :II:I:I:.-_".:-:-:-?:- Y j‘
IR | 1 [ | [N 7'}‘/7 étpﬁu@.
2
[ R I I PR Y [l RN " b ol oo
3 Chromosol Regio |2D5|JDDm | - [23000001 | [<<)(<][- ] show 2.5Mbp ¥ ][+][>][>2] [Tco )
I I\ | | | m o I' | ] | 1 Iq | | 11—
i
var-s200. 1.2 IHEHE
\* 4250, 1.3 —
™ = \ N P HE
__ﬁ=— == rjét)/ i ES
:aL—BﬁEi | e . EH
S =
[ R I A | S B [ n - . . @,@;}Eé?ﬁ\CNVﬁ B . .
7 i H ili g 5 3
T ER z = - g H
T | !\I’rllcihn| |_ T
3 Ve b enanibar R Typa Frequancy GV D ageon | Gaet Nanws.
ariasa 1 cn |eJ|44 sns—:mam [
L} mypon Y Jeart2ss 11 [ ]
9
5
ey im ERE: 2
10 var i 354 N6 NA4B05T4R3TRI Y TR LA 1§
| roh I I 3 i
J ~ Z 2 R
11 CT:-?-:-:I var 1 344 s W e %/ \9 /o)genotypés—‘f—z =
tm 1 i £ i
12
| . ear 1 oW s —
13 I — I
1h
fvar 1 chy ol
14 (:><F__-]]
P
—
har1250 122 OB NANBISTMSINI O 1Nl DGVO) 7 9
10
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Ehoose Graph

cnv control

Details (&) Simple

O without clustering

® with clustering

[] exoniintron

affy6_norm_CGHseg1

—
var E000000,T

BT
nnnnlr——/"""""
soomib————————— ]

Chromosome Region [1 - 2000000 | [-] showzmbp  +[4]
affub_norm_CGHsegl
vora000thed]
var 300000k .
var.So0000%= 1 75Z9 IJ >7 L/-C
war & 00—

var suuunn:a.:}F' ﬁ{uo)oNv%v_:)

« sub number{n)
sul number(n.n)

sub numberin.n.n)

[ UV control
& CNV frequencies
) Detaits & Sampie
B Without chestering
) With clusering
0 eN manvidual
euomimiron
Gane

EE0

Chromosome 1 =

Reglan 1

q

T | S——

var B0z, 2=
warghoanz, 3=

19 NV contral

@ CuY frequencies
@ Details ) Simple

 Chosse Graph " R 7729')/7“7:&, s SNPRIEFE TRRL-FHME

Chromosome 1 =

uar.sﬂﬂﬂﬂﬂS.lD

varB0a0004, 1

Region 1 - 2000000

l‘_‘JLJLJ Show 2t~ [¢][z]

e
=

=
(=
bim
b

1

PEFION g4 a0 30M  40M SUM GON TOM  SOM G0M  100M 110N 120H A30M 140M  1SOM  160M LU mnn 2nnn 21un 230N Z30H_ 240M_ I50M
L R LS RIS L RS RIS LS SIS SIS RS SIS RIS R LS LIRSS RS RASLE R T RS RARSS RALRY]
1 { I I [ | 3
T T 7T T 1T I TIm T LI T T T TTIITT
2 c mT T T T T T J
I | ITT [IALLULL B LN [ T T 1T
3 I I I
T T T 11 T T T [ mT T T Ll L
4 I 3
L T 1T T l T TIT T7T I l
5 ¢ I
|IAL T 11 TTT I T LI
5 .
I LA LIAAAL T I reglon
{
ITT T I T T T T T T
EHH'Ii T T T I T 11 T T
9 { = I
W T I [T I
§ TTTm L LIRL T T TT
§ & § & 5 2 8 & 8 & P l
& £ L] k] L3 £ £ £ = -
TT l mrnr T T I [ values
]cw_m]cw_m CNV_dup_case| ﬂ!\Lﬂ-l).‘.ml[‘
[NCH_1109527 & 6a0647E3-60954613 106 72
N_1109830 4 B2070721-88970748 108 2
14 CIr 1_1109531 4 BEOT0TII-ERGT074R 106 172 .
[NCH_1100532 4 EROT0725-50070750 106 172
15 T Jncn 10953 4 S89TTIN2-509TT40T “ » i
MCH_1109548 & B904307 159043098 273 548 273 849
16 NCH_1108546 4 GR049725-60040750 272 649 i (1]
MCH_1109547 4 GO054585-60054511 261 545 261 545 N
17 MCH_1108857 2 BROTI0455307R070 266 faa el Lo D(" V
NCH_1102558 4 GR0TRO49-50070074 206 a4 266 S84
MCH_1109550 4 83092007-53092032 265 =84 259 504 T
15 { rCH_1100881 2 BAN9ZAII-SO0TEAL 200 sa7 280 802 182382013
MCH_11 4 6R096ILEL0096380 280 857 %0 652 116258617
MCH_t100585 4 EOD0S4I2-50096457 270 aar a7 532 £.05237e-10
MEH_ 1100548 4 89002425-50095451 210 ar an ;m 5.08237e-10
NCH_1108853 4 BI094573. 50006548 270 533 g a8 15714010
NCH_1109354 4 83095525-50090551 279 ] 278 a2 1071419
HCH 1109567 4 GR102605-50102631 204 40 264 S48 G723%0e-22
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1_ 12 GWAS®DAS (distributed annotation system)

GBrowse TD &R Ensemble L TF/)LaL T —IEUH L=

AP REF cB_OD % 2PARab4 320241 (1)

Srvieesl chr 6
I 27500 277D @27 Ms 281 Mo 2e3Mn
Lergth F— Forward strand 100,00 Kb

] I (1] i
E Corservation e =

0
HLA-DOAZ-001 >

L DNA(cartis) ALBE2TES 47557 > >
| Human tiepath chnes |
] il u O
L n N . <HLA-DQB1-203 < MICO3P1-001 < HLA-DQB3.001 <HLA-DQB2.001
B
< HLA-DGB2.002
ll Li | E Erszmbltrars. i |
(I | oloa.. bl Loy < HLA-DQB2.003
| <HLA-DQB2201
EST frars.

~ENSEST 000 ]
Satires 1 11 |

'&:: )

- verview of Chré
' M
. m.m ”f; .- ;; 6.4 3.
o Clustering
iﬁ‘-llﬂla-g-l
R ¥ .110000%.4,1
o]
WIDMM.L‘
L] L] L] - 1 1w :\l‘.lm\ﬂ-é-‘
var 110919710
lu-—.uw\n!.t.\

Entry point https.//gwas.lifesciencedb.jp/cgi-bin/das/dsn
13

o METAN—RTODzO+ ENT/LEGRT-ARFAH T4
ABERAZERITRE,

« TARFERERZTEEL, BULMKREBEDFHREE{ToMLLT,
MREILLDT—EDKROMIETIEEDIC, TE2DFABRFE
DERMZEITOILLAZERIAE,
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SNPEERT—4
(EfFFEREBZT7YTO—F) AEBATF—4~<—R

FTEER

\—»

YN

IEAHSNPBGAA S 2T L RWWEN] ﬁgq:w

Genotype data archives

BT #5208 _ =
Raw data archives F| PR ER )
REBRF—5~—2
TSR l I R 1) F—BR—RTEIZ, 7o R AERERETHE.
o 2) X accept# T, HLLI31 EMIZ
| F— SR ABT, 5 L —T A COBKIETHE

o

5

15

Fh#E & B OMutation DBEBY:
1) Bz FERLEEFRIEHROM S % MHE
2) LB DOHFDEME
3) FFEMICIFERRIRIGZ THI<ILDDBIC

ABLTWSE&E:

e ALS (Amyotrophic lateral sclerosis) database

FEREERIRELE

e PD (Parkinson disease)

ORI
0

e ALD (Adrenoleukodystrophy disease)
BIEBRECANAD,—

BREREEBEBRREE]

e HSP (Hereditary spastic paraplegia)
Y 3edidiFofIc
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asss
= i ii i A RN
1 | B i el Sl R i
SONTUGCTSAGPRFRPLSRKHGFRDEERRVILGHVTATKDGTALYS L
Pl
§
1

2) ERLFEHRIER -

3) @ THEEDEFI KU, orthologousE2FI D | I —
Multiple alignments 1 |2 o s B B

4) BERILAEELN A7 =M

ALS contents
- 107 XM 5638 r)—ZH#hH (178 unique variants)

- familial ALS / sporadic ALS: 70% entries are related to familial
ALS

- FiIcERMICRRL-ZEREERIFR
- I3yl a L THoERERRTER
PD contents
- 222 X@kMi51508TF)—%HhH (472 unique variants)
- HICEBMICHRL-ZERHEEKRIFHR
HSP contents
- 103 XEkM 5988 T F)—Z 4t (347 unique variants)
ALD contents
- 49 XXM 5274 M)—ZHH (157 unique variants)
- YISy a L THo - ERHERKRIEEHR
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Genomic position of variations

mRNA/amino acid sequence accession including the variation

position
Homo/Hetero

Num of patients with/without mutations
Num of controls with/without mutations

Rate of patients and controls
Odds ratio, Cl, chi-square P-value

Clinical characteristics

Sex

Age on set
Duration
Disease type
Onset site

Years until initiation of respirat

FRRECIXHGVS nomenclature
[CPE-T-RELRB/XTORE

Clinical information terms
are different in among diseases

a.a.:P3iger

X z

1 HPVISRPEPURCHTLERTAVLLALAAYCAMKVYPLVROCLAPARCLOAPA

51 CEFTOEASCVALAKACHNRVFLORLIVLIRLIFPRVICRETCLLALHSAL

RfFlL & kY 5 IH

101 IVSRTFLEVYVARLDGRLARCTVEKDPRAFCUOLIOVILIALPATFVRSA

Ed L PLF - X ¥ ¥ H ¥

151 IRYLEGOLALSFRERLVANAYRLYFSOQTYYRYSHHDGRLRNPDOSLTED
ES T s LA

201 VVAFAASVAHLYCNLTEPLLDVAVTSYTLLRAARCRGAGTAVPSATIAGLY

L ¥ E__ L £ T TE

251 YFLTAHYL I I LAFYGGHE
x r X rs
301 YELALLORSYODLASOINLILLERLWYYHLEQF LMKY YWSASGLLUVAYE
s
81 DITATGYSESOAEAVEKALLEKEERELYSERTRAFT TARNLLTAAADATE

z
401 RINSSYREVTELAGYTARVEEHEUVFEDVORCHERRPRELEDAIACSGT T
X Ls b b i

1 GOACGCOOCTCCTCCCCOCCOCACOOCCoOCACCOOCCoACCACTACCAC
51 GaGh

GOCCCCTCTGCLUGAGACCTCTCAMGED

ACAGGAGARDCAMETTOCTE

201 CCACCAGOOGCOOCAGCACCACCONGOOOGCCTARACCOACACTCTCAGS
281 COOCATOOCAACOTTTCCACTTOOCTACACAACACGGCCCAGGOTCACAGT
301 AACAATCCTTCCAGCCACCTGOCTCAACTOCTEOOCCABGCACCAGICCT
51 dGTUCCTJ\OiCGGCMSCCJ\GCCCJ\GG?GJ\CATGCCGGIGCTC?CC‘MQGCC

401 COGGCCCTOGCGOEG0AM MG TCAAGCGCACGHICGTRCTCCTRECCC
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6 EHIEHR

Black arrows R B EAEMDLGNER )
Red arrows: & B EL E EREEZENBEILLTULLME

31953805 > 31963114 >

SOD1 g ’
HP_000445 I I_' H H H ” HM_000454
PO0441 I '_' H H H ” *02317

J-rmwor w ey v * v v vMLviﬁ &v"wmev

St

Active sites

Motif/domains

REBEELENBEILL TS
TARDBP ﬁ ¥y v v l_T' Hv vH{ v |_v| Y YYYRWYTY WYY |v'|'

REBIZEELTWVEWERLREE T 541
tv v w ¥ vw v v ¥ - -
|

ALS2 )

—

& EBEEEENF LA
B S 11 I o B I B O BN

ical inf

Mutation & Clinical information
b DCTNT dynactin 1 p150, glued homolog, Drosophila)
Switch : Mutation Data only/ Simple mode f Detail mode / Experimental Data onl
[ Puip: 15326253 Point mutatiorss of the p150 subunit of dynactin (DCTNT) r:’r;'il';f
chr2 gene in ALS
hh_D0402 P P 12481 NP_O04073 2481 SALS Neuroio;
i}
B pwiD : 18240548 - Heterozygous RT101K mutstion of the DCTH1 gene in & E:;“f:eﬁ
NM_004082 £h R1101K NP_00407 1100 s teinly vty LS el FTD, Ann b
= GT44430724 = et
B raanas
microartay-hased s
chr2 its application to Nishizas
MM _004082 .. RIATV NP_0D407 e
i}
of dynactin (DCTNT) ;":”;';hsf
chr2
NM_004082 EvagiesiT R7GSW NP_00407 Neuralo;
i}
of dynactin (DCTNI Y y:”:;';f
chr2
NM_004082 s MsTIT p_pdn7 Neurolo;
|
i X jsease Bicus K,
NM_004082 s O 6595 Link NP_O0407 Net Gen
Chiz
NM_004082 T NP_00407 3851
Chrz
NM_004082 e NP_004073#21
Close
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=Mutation Search Result

HTY—EFIDHI, ERAHINE
ol e, HHBEIZIE, BEICRESNT
b LanENERT

61 12
query GCCCTGTCCOOAGLLCCCOCCCTCCATUAATCAGCTCATCCCGCGLACCCACTLOLTTGL

1
query TTTTCAGTCTCATGTGAAAATCCTCCTTCGTTTACCTTCOCT mmm———

33 92
NH_020918 GCCCTETCCCGAGGCCCCOCCCTCCATGAATCAGCTCATCCCGCOCACCCACTGGRTTGL

121 180
query CAAGCTCGCGCCGOATGCGOAGCGCGGTECTOCCGGTOOAGCTCCAGGTCTTGATAGACT

93 152
NH_020918 CAAGCTCLCCCCGGATGLUCAGLCCLOTLCTCOCGGTCCALCTUCACGTCTTGATAGACT
T

Hew

181 240
query TTCTGTAMGAAGGAATGATTTGGTGATGGAGTGTTCCCACTGACCGATGCACTCAAAGA

153 212
NH_020918 TTCTGTAAACAAGGAATCATTTGCTCATCLACTGTTCCCACTGACCUATGUACTCAMAGA

T—3ZPRERLTHHTHhHSHTE

o KM EEBENHE
— Ex1. ALSTIFRREDEBNRATOLREEFZHFLTLA.
AL2IZEALTOHRREDERIZHE STV,

— ExX2. ZADZEEIF—ERELTETHAHAMN. ALSTIE., 2ThHrame-
shift deletionsT#H 5,

- ZEFENLGERKRES NEoNnd
— ALS2gene ETHOEFINEVEHHAIZREL. £EFHRNERL,
— SOD1 p.Cys6Gly, p.Aspl01His. P.AladVa [ IEE (25 LV EF AR A
5&LV.(<3 months).
- FIZARICAENEERTH->TH, BHAEEITLIT7I/BICL>THE
FHIRARL S, (SOD1 pAsplOlHisiE L VETEEAR, Aspl01Asn: &
FHIRIEEIEAEL,
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