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T LT T — 2 OGRS, T R—ADA =T = — ADYE R T o T,
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He FT-RGWAS DT v h 7 4 —LIZBWTCEHR SN SNP IZHOW T, MEERHICLE L
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Rk 19 FFREIL, R HARAK 700 fl7—% (XA B TICHWET T > b7+ — A%
Affymetrix 500K 7 L' 1 | Affymetrix 6.0 333 LU, Illumina 317K) ZH\, 7 —% O iE
EEOT D DIMELFRE LT2H, Rk 20 FEEIL, Friz B S L7 s B AN 460 Fliz>0
T. GoldenGate 7 v A THA ' 7 %4757 2,300SNP D F — & (2O T EFEEAHE EHE
ERtE L7, F7o, BHRKFPRERESRFERDEL LT — % 210, @ BARANOME
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Yok 21 AEEEIX, BB L 72 fs B AR N 228 4125\ T, TagMan® SNP = / % A ¥
YIT A T228NP DX A B T 2TV, T — X OSWEEBIZWNE L 72 5 FEEEORG %
1otz £, a—LE80%% Flald 10 FlEHIBR L (X 158), £7=. BEEEZILEE
Wi E 27 — 2 NICHET 2 7 4 BlEdIBR L7-, SNPIZHOW T, 19 A (1Z Tllumina
B1TK THA B 7 L7200 CRERFTEHEL TN HLODH), BLO20FEE(IC
GoldenGate 7 v A TH A B> 7 L7 460 BllZ O\ TH, TagMan® SNP = ) # A B> 7
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In first stage, In second stage,
HumanHap300 vs TagMan GoldenGate vs TagMan
Missing Missingrate
rate (%) (%)
SNP HH O TM Number — o op g G TM  Number o op )
compaired compaired
rs7550260 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
rs9864101 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
rs7702812 0.8 0.6 467 98.7 0.2 1.7 836 99.6
rs1565873 0 1.3 468 99.4 0 13 841 99
rs10872573 0 1.1 469 99.8 0 1.7 838 99.4
rs215939 0 1.3 468 99.1 0 15 839 99.3
rs6570836 0.8 1.9 461 99.6 0.3 14 837 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 35 819 97.3
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 13 840 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 13 840 99.9




rs945335 0 2.3 463 98.3 0.2 11 841 98.3
rs1150229 0 1.1 469 98.7 0.3 15 836 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 i ) i 99.4 i ) i 98.9
(xS.D) 0.5 1.1
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Rk 21 1L, o — P BEREA2H 51 Web TIT O BEREDBM (K 2-1), 1 AT — TV Dk
RLF 2 AT —URR L OMGRERTEREEOEMN (K2-2), 7—4% %7 a— RREOFEMERE
BereDiBN (M 2-3). snoRNA, miRNA pseudogene OFE RDIENM (X 2-4) <, BELLFD
p-value Z 52 SNPs ## AT H EIZZ < & Tr pathway DX Gk & FKHREDIBIN (K 2-5)7¢
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Uapanese

Integrated Database Project
Human Genome Variation Research Database (HGVRD) Sharing Policy

At present. the volume of information concerning human genes is increasing at an astounding rate in the discovery of disease-associated genes. and efficient use of
such a huge volume of data has become an urgent challenge. The Integrated Database Project, a research and development project commissioned by the Ministry of
Education, Culture. Sports, Science and Technology. is aiming at extensive sharing of these data. and implementing measures to enable various data to be shared. Thi
Policy defines the data-sharing policy of the "Integrated Database Project - Disease Analvsis DB Group" (Lead by K. Tokunaga, University of Tokyo) (hereafter, “Diseas

Analysis DB Group™) concerning the genome-wide SNP and association study (GWAS) data and the resequencing data for disease-associated genes. These data ar

classified into six categories according to the data contents and further into three levels for data access, and a separate sharing policy is established for each level. Th
Data Sharing Review Board of Disease Analysis DB Group ("DSREB”) is established within the Disease Analysis DB Group to review deposit of the data to database an
access to the data. Members of the Board include multiple members from outside the Disease Analvsis DB Group. who will examine each case from scientific. ethical an

other perspectives.

<QOutline of This Sharing Policy>
Data Category/Level and Procedures for Data Use
Level I 2 3
M GWAS data Category A (Frequency data and Category B (Individual- level copy Category C (GWAS genotype data)
‘i-‘pe statistical values) number variation [CNV] information) | Catzgory D (GWAS raw data)
:;m Resequencing data | Category E (Publicly available Category F (Resequencing data and (Mot applicable)

4-2 T —XZIGHFE (955E) @ snapshot

@GWAS DB OFEFHERF:TIER L O Y — VO BR%E (K55 ki)

GWAS I 1 AT —Y (BRR) XA T H2 A7 —Y (BBMHREARKE~ Yy ELY)
DHEA YL TEIRB08, Wk 19 4FE TlE, 3 FRABOBEMT IV D BT RO
AT o0z, ETWRE 20 EEICIR. T T 4 ANET Y U2 EOFEHNIC 2 — RREIOWAIER
&% TR P % IV, SNP IO BAER 2R3 2 FIEOBRREZ1To 7,

Rk 21 AEEEIL, Bl &kt X MR TIEOREEI T2, BAMICIE, FROFIEY 27
x5, B SNP O %5 2 RIRFIZFH 95 F15 & LT, Bayesian shrinkage (D7 /L
FYRLEY 7 =T L, YIal—a rERICEY, KRFEEOHEMEERIE LT,

V3ialb—va VERICHWEMET 2ty RO A XL 16 X 480 (£iZE 4 SNP,
NN DEITHEY) . SNP O 7 VLB IZT T 05 & L7-, £7-. 16SNP®» 5 5, SNP6 &
SNP14 BMFHEMEAZRL-SD, BIUFE L LTORIEY A7 ICHF5THLb0 L Lz,

B LY — %, ERtoTr—4ty MI#EHLZEZ A, 2T I, ETADBEL
SHEEINTEY, ZOMBEIATFEOENEE RETHHLDOTHD,

#¢ 2. Bayesian shrinkage 750 A &4 O FGE
FENT ORGSR, (RIETF— 4%y FERESET-EBONRT A—% (SNP 0GR E) #TE L HE
LTW5,
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2%log(L /Ly o2, o’ Marker(s) in the model

g

48.734204 95.841471 7.211297 614
39.924525 96.732207 7.120908 914
36.931467 97.111046 6.721468 8 14
33.115573 98.907721 4885727 14
32.216619 95.454627 8.571798 8 914
28.646645 95.853858 8.691143 51416
25.925930 98.742687 4.7158265 12 14
24.435480 98.817457 5.098832 6 9
23.193275 98.846928 5474342 10 14
23.184568 99.088710 4.429338 314
22.899752 99.174043 4373345 13 14
22.440157 99.208932 4333612 11 14
22.150224 99.246825 4.255357 414
20.509343 99.258172 4.846660 1415
19.354183 99.645031 3.964763 1416
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

72, stepwise BV AT ¢ v 7 [FER E | RIS WO TE b0 gL T, LV %
< ® SNP THESNT-EHERET VOGN FIEETH Y . KBETAROFRIERZ ZE
L7, KU RN FIRETH D,
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— ADHEHEEITo T,

Rk 21 L, PDOR—F 0 Y RN DWW TIE, FEBRT —Z OB (B K FE F 5 bt
EEBEFEN) & SCkT—# B (B CRUERTSENE) 21TV, DB % 3 HIZKB Lz, £z,
FIEMERNERTRE, RO, BIBAE YA hr 7 4 —IiZo0TiE, V¥ —27 =X DB O2ED
DB #EZ WAL, Blsl 2 IkiiE R, BEE 3RociiiE&or, BERSIFRR, vy a A
BogFeos, BERNSCHRIGH R 72 &) & FEBRECHIE H D DB (b % B K2 & 250 b e 5 e S0
UniProt @ 2 H#1&ET— % . Entrez Gene 76 D@4 15 #H. Interpro (21D N A A A
72 EANT — Z R—= 2 B AR DBICBERT N E RO IAS A X — MEF 2 F KT R FPE
EFRIPZERE N E S L7 (X501, 5-2, 5-8, 5-4) . £70, FEEMREMERHRE, KO, RIBHEY
Z b v 7 ¢ —EEE GO mutation (deletion, insertion % & Te) & | FEMEMRE M BRI . K2 OF,
RIERE YA ba 7 —J & ORRIEIZEE T 2 SCERA- R AR 100 ALL B2 6 mutation DAL {E
BEEE . FREWME LT, BEFR., O X0 RIERNEORIKERE L, 7 —F—21k
L 72, mutation DHEIZBI LT, v Xth, PR EOFEH#IT 21T o7-, EIT, 2 H DL
g, MOV v—7 = AFEERT — X O mutation [ZOW T, THEEYE T ) A~ v B
TIHZLICk0 T ) A EDOMEHDEEIT>72, (mutation X, &£ ® build version DZ:HR
T LEREZTLHN, EOT 7y a rFEEO mRNA #HEMEICT 55, b L <L coding
region ZILHEIZT 5D, UTR #50 TEZXDINE, GEERN D D= OEE 248100
ENAHETH Y . BHEZHERT 5 72 DI E OFFENLE) FRRVEFRME R, R OY,
BIEHEYA ha 7 o —IZBRTHESIZ OV T, BEROE BB SARREED 72V E D2 DN T
L. EAENIREE O 3 RS THIZITV . mutation (ENEAMBE LE ZI12H D0 HRA]
AL L7z, ¥72. domain, motif fZ{E72 & H[AE L, H#l mutation 352 bz &, DX
D IREAR SRR BN B D Mt rlie & Lz, BT, EREMFED orthologus sequence D
multiple alignment 5 D fEHT % 5566 L. mutation & #E(LDORIROMRETZA[REE L7z, (HZHY
(eSO

LR, U —2Z = A DB D snap shot TH 5,
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Hdinked ALD Databal

ALD mutation database

HSP mutation database

About mutation database

database

Causative genes

Hereditary spastic paraplegia (HSP) is a group of inherited degenerative disorders t

hat are characterized by progressive spasticity in the lower limbs. The mechanismst
0 cause HSP are not fully clarified. The aim of this database is to collect mutations r

elated to HEP and their clinical information exhaustively in order to deepen our under
standing of HSP. Both our ariginal data and extracted data from published papers ar
e accumulated in this database

ao
"

Causative genes

» NIPA1 non imprinted in Prader-WilliiAngelman syndrome 1
PG20 spastic paraplegia 20 (Troyer syndrome)

BSCL2 Bernardinelli-Seip congenital lipodystrophy 2 (seipin)

SPD1 heatshock 60kDa protein 1 (chaperanin)

IF5A kinesin family member 54

L1CAM L1 cell adhesion molecule

ALD, HSP V> —2Z = A DB kv 7l

#Sequence information

10101 O34 O 14 change |

Exon:inron 10011 ¢

§mpanded \mane

152643520 = 152663374 >
5 ¥
lmn% | 1| 1 T ] ] I ] BCOIEEAL
NP_ODDRZY | 1T y - ] ] I ] WM_800033
- ol ke yew oy vt wowt el ew ke
Onginal exp
a.a.:P33897
Adtive ses

i #
1 HPVLSRPRPWRGHTLERTAVILALAAYGAHKVYPLVRQCLAPARGLOAFPA
W *

Meniffdemaing

IPR083438 51 GEPTQEASGYAAAKAGHWRYFLORLLWLIRLLFPRVLCRETGLLALH
: R#I # P& I X S N
PRSI 101 LVSRTFLSVYVARLDGRLARCIVREDPRAFGWOLLOWLLIALPATFVNSA
IPRAN343Y # KL FY # #= 1 & ¥ H v
IPRONIAIS 151 IRYLEGOLALSFRSRLVAHAYRLYFSOQTYYRVSNMDGRLRNPDQSLTED
IPROSI53 3 PG #* *

02 | | 201 VVAFAASVAHLYSWLTKPLLDVAVTSYTLLRAARSRGAGTAVPSAIAGLY
IPRO10508 L E L T * E
lininid WSS | 251 VFLTANYLRAFSPKFGELVAEEARRKGELRYMHSRYVANSEEIAFYGGHE

: — b F X FS

moirk 301 VELATTORSYQDTASOTNLITLERTWYYHIEQF LHETVHSASGTTHVAYE

+F
351 IITATGYSESDAEAVEKAALEKKEEELVSERTEAFTIARNLLTAAADATE

* ¥
401 RIMSSYKEVTELAGYTARVHEMFOVFEDVORCHFKRPRELEDAQAGSGTI
¥ X ¥ i

mRHNA: BCO15541

—

GGACGCGCCTGETGOCCCGEGGAGGEGCGCCACCGEGEEAGGAGGAGGAG

51 GAGAAGGTGGAGAGGAAGAGACGCCCCCTCTGCCCGAGACCTCTCAAGGC
101 CCTGACCTCAGGGGCCAGGGCACTGACAG%?CAGGAGAGCCAAGTTCCTC
151 CACTTGGGUTGCCCGAAGAGGCOGUGACCCTEGAGEGCCOCTGAGCCCACC
201 GCACCAGGGGCCCCAGCACCACCCCGGGELGECTAAAGCGACAGTCTCAGG
251 GGLCATCGCAAGGTTTCCAGTTGCCTAGACAACAGGCCCAGGGTCAGAGC
301 AACAATCCTTCCAGCCACCTGCCTCAACTGCTGCOCCAGGTACCAGCCCC
351 AGTCCCTACECGGCAGCCAGCCCAGGTGACATGCCGGTGCTCTCCAGGCC

401 COLGCCCTEGOGHGEEAACACGCTGAAGCGCACGLCCGTGCTCCTGGICC

52 ALD U r— 27 = A DB W E&hE Sl m — By o
(RFENER . #0 2 DLL EOE R %2 B ofir)
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141_s85del F32387 5 M1_pasdel X ink 12 1212
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5 . -
=Structure information

1,23 456,789 10 1 745 Chain
1 a2 112 Transmembrane region
1 131 151 Trangmembrane region
1 238 258 Transmembhrane region
2 333 353 Trangmembrane region
5 473 4493 Transmembhrane regicn
1,2 3 94 386 Ciomain
5,6,7,8,910 474 700 Domain
[} 507 514 Mucleotide phosphate-hinding regicn
1 a7 186 Region of interest
1 214 214 Glycosylation site
1 13 13 Sequence variant
1 38 23 Sequence variant
1 90 90 Sequence variant
1 93 93 Sequence variant
1 99 99 Sequence variant
1 103 103 Sequence variant
1 104 104 Sequence variant
1 104 104 Sequence variant
1 108 108 Sequence variant
1 1058 105 Sequence variant
1 107 107 Sequence variant
1 108 108 Sequence variant
1 108 108 Sequence variant
1 113 113 Sequence variant
1 113 113 Sequence variant

X5-4 ALDVU v — 7 = > ADB #3515 9 3 % W i

14




(4) 7Tuvx=7 FOBRERHEL
FERE S — T ¢ 7% (RS EN 4R, ok b60) ZE ., SIEEEDO T, Liir'm
/:\:7 F%#&@Lﬁ—o

PR %%W5ww7m7mmmm (HfEE %ﬁfﬂ PEH, BRKRmPE b, B

KF /B BN /N, BB T OZTANFIEE, T—X AV T 4 —TF =TT
DUNTC,)

orasiE 0 2009/5/8, 716, 9/29, 10/8, (HiJFEF - HUK{E K., W, H Y2/, 8 : CNV DB, CNV

association DBOTF —H# RX—ZA A% —< b 4 U H—T = — 2|22 C)

2010/8/5 (i - MK, ek, @G, fam. BN/, FHE., %8 ALD, HSPU v —7/7 =
> ADBOFEBRT — Z BINFEIZSWT)

(5) DB 7 7 & ZfRIIZHNT

GWAS DB D #F¥T A A DB T 2008 4R (8 AHABD=® 12 AL TD 5 » A
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(1—1) T—R2DiELE

DEYE

Homo sapiens
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DIEE. K
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—DBREDELD TSy b7+ —LDFERFED)

JO—D T RT—43 ALS [CBEET %EEFD mutation 1HHRE
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SEIE
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GWAS 4Z#t DB: http://gwas. | ifesciencedb. jp/snpdb/snp_top. ph
p

CNV #Z#EDB: http://gwas. | ifesciencedb. jp/cgi-bin/cnvdb/cnv_
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