S
gaf“.-ma\\

3 R - e
"i"‘-‘-;é ? §ibx?«ﬁ)b~%ﬁ'/(>7ﬁ!ﬁ§ lwate /‘\ «/.

TOHOKU TOHOKU UNIVERSITY = TOHOKUMEDICAL MEGABANK ORGANIZATION

vvvvvvvvvv

Press Release

HOEAERE AL

Medical University AMED

20174 7 H 18 H

ENZRFHENRAERFHACA T 1 v« AT S 7 Bk
FRAENAFERRFZDNDTHRALA T 1 TV« AT 7 1A
[ESLAFIEBASE IR H AR ST I BE JE AR A

HAA 3,504 ADDEHE /) L) 77 LUVRNRILEER
 BAANERRET DY) LEBIZKE C H -

[REFEORA V]

o FALKZHRILAT 4 v« AH N7 (ToMMo) LA FERKF WD
THALAT 1 v« AT N 78 (IMM) 1%, 3,554 ADES ) AU 77
Ly AR (8.5KIPN) ZAER L. # 8,710 HED—HIZAE R (SNVs)
LANET HZ LI LE LT, [Al SNVs @ 7T2%LL EIZH 7254 2,690
JHED, RS HD SNVs 288k D EFST —# RX— X IIFE L EH A,
M (REEMZRE) PMEET 5 SNVs D%  1THEM Z L IR 72 = &2
HMHNTWD Z D, 3.5KIPN 121E H A NZFH# 72 SNVs 23 24500
ENTWVWDLZERHALNICRY E LT, 5%, 3.5KIJPN [FHARANZXISR L
T57 7 AERIZKRESAKRT 2 Z LRI ET,

* 3.5KJPN DOF) 32%ILE IR & A F RN OB DR SN TOWET, 5
AZIRETT 2 & BARYIEN OISR OB ZEWITHEZR SN D O D,
DT CTHERDT 7 AMEHRE L, REL DOUREICRZR D HAYE N
FELTOELFVPRHESINELLL, ZNHDOZ &6 ZHvE T ToMMo
DB LTEY 77 Lo Z223%/L (1KJPN, 2KJPN) 728 A AN O %
Mg KRS DL DTHDZ ENFEFFESNE LIz, AT, 3.5KIJPN X
H AR 42 [ o #k 4R [ O Fe802 FAZFEMNIC KB L TV D Z & b 6T Y
* L7,

¢ 35KJPN X, HAADED 0.03%LL =D SNVs 2 _X—FT 56D EFE2 5
ILE T, ToMMo & IMM A/ SR E F 5T T D SNVs OO B
T UVBEE 2 A O VABIERAZERFICAB LET, 2o OfF#
2 &0 BUE B ARERFTEB % (AMED) M3k o, RZWikB A =
7 F7 (IRUD) FHEIZBIT HEBEMEBELETORKVIARMEREOZ 5725
M ENFGAENE T, o, BKEA~ORBY AJHEREOHWTHH I
HvA 7 aT VAT oY ) METTEREE R ESE S Z & L ARRIC R

wE
www.tohoku.ac.jp



DET, ZDLHIZ35KIPN &% ) L 77 Ly AXKIVIEIARFICBIT 5
7 NEFROFFEREME L LT RWICIERH SN b LIS E T,
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ToMMo & IMM (%, WAL AT  HL « A G 7 N ERIE L aF KT
Fhi 5 2k — MHE*3~OW 13 3,344 N, B L ONESLIFHEPEEME R E R 2
VR BT DWHIFE 181 N, NTE OR TR R — M A~ D ) 29
AN (BRN—ERAF 3,654 N53) ORY ) NEIEEH| A AT L, FEEERGE
%@bézkf\E$A®£#/A)77V/xnzw(wm&m)%Wmf

TP LE LT,

3%4A > DNA {F# 2 Kt — 7 = o —THAELD | @&%Swﬂﬁ
WESOEmMERET ) AR ESIE R AL, A—/"—ara—2"
Kié%ﬁ%ﬁ&ﬁk@@iﬁ_ié%ﬁﬁ%_iéﬁﬁk%ﬁﬁébﬁé_
& T RARAITAE L DR 8,710 G & AT SNVs Z [l S L E L
7z A SNVs D 72%Lk ElZd 7= 559 2,690 J7 & pTid i 54 Hiod> SNVs 2 Bk
HERST — 2 X— 2 HE STV AW O SNVs TL72, 3.56KJPN I3,
HARANDFFD 0.08%LL =D SNVs W X—F 2D B b ET,

] (RIEEM7: E) DRAET 5 SNVs D% VTEEM T & ITRE 72 2 & 23
HHNTNDZ b, 8.5KJPN 13 HARANIZHFH#EI 72 SNVs MBZHUNE S
TWLZERHLMIRY £ LT, A%, 35KIPN ZHARANZHRET LT
J LDEFRARKRELSERT 22 RIS ET,

3.5KJPN D) 32%IT eI &5 F RS OBE DI S TR Y | FEMl
(CHRETT 2 & B ARSI BN OISR H OB 22 E W ITHR SN D b O D, o7
T NOEHD T ) MFHRE T, KEL DOMIZE RS ARSI S &
LTOFELFEDVRBHSNELLL, ZOH6DZ b, Tk T ToMMo 736
FLTEY 77 L2 A% (1IKJPN, 2KJPN) 23 H AR N OFHB A SO L
TWHZ EHEH BN £ Lz, AT, 3.56KJPN |T HARRE D Hk L
DR BRI < KB L TVnE 9,

ARRRIZOWT, PR 2THEE LY | AFHEOMFIEEHER Tdh 5 AMED 0
T2 =T YT EHOS LI, MEHEICI T D MRS R IR R
AI2=T4IHAFTHEELTEY, KUY 77 L ARV E D SNVs
DOALETEHR. 7 VIVBEEEHRE O LVEEHRIZ, ToMMo OEH Y = 71
r 1JGVD ( integrative Japanese Genome Variation Database;
http://ijgvd.megabank.tohoku.ac.jp) TR H < AN FET,

WAL A T b« AT 7 FHEEL, T AR K OF K % CRERER & %
1TV, P HL D R AE DO i & AR BN - BRETZEN A2 5 g L 7o IR AU =
W THOfELZBIE L DT, FEOFERIZ, ToMMo & IMM & 73
LTIToTCWVET,
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ToMMo & IMM &, 2013 42> 6 =R - A FROHURER 15 7 A D
aR— A EM L TWET, ToMMo 1%, 2idh— FAEICSINES - EiK
BERD 1,070 Ny DORT 7 MEGENE T L7 Z &2 2013411 AICHER L E
L7=, 2014 4E 8 HIZi. 1,070 Ay DL ) AEFIFRICESLS 27 ) A
77 Ly A%V (1KJPN) O7 L USERE 5%L/LJ:0) SNP B HEZ 7 =
T A N ETRBETAHEE B, B4E 12 AIZiE. ABA#iIFI A2 4 o SNVs 4
JE e MEFRICIERA LE Lz, &5, 2016 $ 6 AIZ1% 2,049 A% @3:_/7/
LEFIEHRICHES L 25 7 2 757 Lo A% 0] (2KJPN) A 4T

WA LE LT,
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Al WS — 7 = P —IC KD ERGER T ) MMEATIZE D . — B D
HAN 8,554 N3 be b4 ) 5 77 Lo A% (3.5KJPN) ZHESE L
L7,

3.5KJPN (X, 7 L/VHEE ORD TRV SNVs (0.1%LLF) 736, &V SNVs

(5%LAE) OJRFIFHIZ 7= 5% 3,710 Jif&iTdD SNVs 254 (K1) . D9
B 72%LL B SNVs (2 1) TL7= (9 B4 1,830 F &P IX 2KJPN ¥
RIFFICHE S, #9860 HEMIAARIFH L2 D) (S 1 .

HARANERD 1,000 ACLENS R ARSI TWDL S 7 AEHIZ, 2016
.6 H1Z ToMMo BNARZ B Z 72~ 7= 2KJPN LIAMZIEH D FH A,

Fo, &7 ARABAIE L, EHEE 1,000 A7 AEHE (1KGP) Tl
— NY72 0 4~6 [A5 DEFETH S DK L, 3.5KIPN (X, — 4720 Hﬂ&
25 [AI53 UL EofRFiE L e o TWET, FOfEE. 1KGP 137 wv;EEE{ 1% E
DRE &7z SNVs ORIENFEZRBEEE 78> TWE L7223, 3.5KJPN Tid,
B HARNOERICESZH T, 3,654 NEW ) KFHE/RRBARANDES ) A
TG AR5 2 L1207 LVBEFE D RO TRV SNVs DRIE & ik
hLFE L7,

3.5KJPN |, MIADB BAREEZ I X—F D L) IR SN TWET, D
D, WAEAT 4 v e AHNRUTFHEINRELZ LG E L TEEY - ATl
WD DB AIFNZHOWTIE, REZEOHE RN ORI O M (H5 2) 2
MDA DS 2941 NEEDTWET (2KIPN Tid 326 ATLEA, SHIZ
WHAR (Z0Dfh) 83 4, ik 242 44, 15 H AR 290 4 DR Z BN L TWET)
Flo, RIGERE X —ICBIT5W03EF 181 A&, Zen3idE 0 IR FBi=adk—h
FEOWI1FE 29 NEEDET 1,151 AOEN « A TR O HEFH O H
BEHbHZ LIZE Y, 3.5KJPN O 32%I%, EIR L AT RN OREI D
BRI TWET (K25H) , Zi1vE TToMMo NWER L CX7=2%7 /) A



77 LU AL (1IKJPN & 2KJPN) L0 b, BEARADOERZELREL
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3.5KJPN 125 £ DN OB 2 M HRETT 5 & BRIcHE ST
HER0 e, HAAR, L, PHHEARDOHE I X D78 040 OO DS HERS
NELEZ (K428 , L, 3.5KIJPN #[EHEE 1,000 A7/ LFH CHAS
SNT=T T OEM (FE3HIl, XK FA) gLz Z A, AARSIEH
HHEOEMIIRE L, DORFMICERD 1 DOV FAXEZFEMRLELE (K3
ZH)

ZALET ToMMo AR L TX7=U 77 L 2.3% /L (1IKJPN, 2KJPN)
%, 8.5KJPN L HETH 7 T AXEZM L TWDHZ &n, 1IKJPN, 2KJPN
WZOWTH ARANDFEAEAS KT 2D THL Z ENEIESNE LT,
B oE T, 3.5KJPN & H AA[E O Ul 5 [ O Rt & BICFEMIZ S LT\ b Z
EHLHLMITRD L,
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KUY T 7 L ANRFUE, BRANERGRE LT ) AMIBEET S ESE 7
BRI Z E RIS E T,
(1 1) A DEBOIFRKZERE S HOHEE
(5] 2) Bf=TOBEREICE D A AN ZEDIFRIA & 72 5 22 HOBEER
(51 3) BARNEEE DY ) DTFASL Y A7 ZWr - EW - BIFRO 7= O FA G
#
(B 4) BEANERAB LT T 2l & LToMER & ORI 2158
2k A HE T & OREBOREEBRE L OB DOBER

VAR, #DEER, R EORREGED -, BESADT ) MERE KR
Ry —7 = =TT 2RV MAD I E > TWET, ZOENTT
X, —EMDY 77 LU ANRIUNR BEIADT ) AMTEENLFEE LB
DO O N REERERNT D T EERERE R LET, BRI,
BIE AMED 2BEfih o, AARZEOZK R ONTITHMA THDLEE S A R
W) 1Tk L TR FHIBITRE R 2 B O TR a2 EZ1T o . K2
Wk A =3 7F 7 (IRUD) HFHEIZBW T, KEFEMELFDOEIHR5/KD
ABDBEFREINET,

Flo, FEA~OBEVAZHEEREOHBTHHINS~A 7 a7 LA fi#fT
TOLEY ) AETHEAm LSS EICRVET, Z0XHIZ
3.5KJPN 2% ) L1 7 7 L2 ARXFIVIIARIRIZEB T 57 7 LEROHFFEILME
ELTRWTIEHSINA DD EHIFFSILET,
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9 NEE S DI T 2T TR <L WAEAT 4 v« AT N 7 FHEO =R
— MNAEDO—>THL MR aF— FOFRERREBIEH L. L0 EBE
DHAENDET ) DY 77 L ANFVOIER Z D T & £§, £z, HE
AT LTIV AT R 7GR D MHUER S O 2k — F2INE % & 612
DAIND Z 0, HAROMMIED 27— N &L bilErzED D Z & T,
FUHAARANE L TOMEEZEO TV TETT,

SIHIT, EREVEHLCEZEREE N7 ASBESTT Tid/a<, 2017
6 H 6 HIZT ToMMo 23U U — R &AT > 72 Eofi D A AR NFEHES 7 HELSI*8
Japanese Reference Genome version 2 (JRGv2) R EEZIEHLTEY / AV
T7 VU ANRKNVEREST HZ LT, —HEERB I OEES M ORERE %
M ESHTCWEET, REOMIEEDT ) LM ENETH L EHIZ, b7
DEAEEALS K0 @ E R T 2 D T E £,

5 1: RO SNVs #5879 5 EE SNP 7 —# ~X—2X version 138
(dbSNP138) #H#EL LTV 5,

5 2 : WILRAT 4 )b« AT FHROBINE L, 28— MHEORARE
DEEEE OB O EAMEZ THEH] & LT\,



[5ER%]
2KJIPN & 3.5KIPN®DSNVSsDFEEIDLLE

40,000
=
30,000
H
N
) 20,000
8
S
> 10,000
s
m -
0
2KJPN 3.5KJPN
25 ) LUT7 LRIV
m BE50 m AR
K1 2KJPN& 3. 5KJPNDSNVs D #a5 8%
2KJPN 3.5KJPN
TR 2,049 A 3,654 A
BIE R #5192 JkigH #9329 JkiEH
T RE 32.3 x 31.9 x
. 91,833 A& #9 2,690 F{&E
(18,326,183 {&) (26,900,894 {@&)
SNVs BE&n #9967 B & 91,017 A{@E
78 P (9,671,410 &) (10,166,821 &)
. 9 2,800 H1{& #9 3,707 B &
=" (27,997,593 &) (37,067,715 {&)

FR1 2PN &£ 3 BKIPNDL— T RT—HRE XU SNVs DD LEER
K2 ZCTOREF S IXERR SNP 57— # ~X— X version 138 (dbSNP138) 2%
N TWA SNVs & &4,



3.5KIPNOfitisDILFEAER (H1E)
4,000

3,500

3,000

2,500

2,000

1,500 . ]
1,000

25 ) AUIT 7L > R)HRIVIIRE

500
0
2KJPN 3.5KIPN 1BhIAER

HEREAX (. &F) 1,151 1,509 358
REZX (Fofth) 253 336 83
W chip 41 283 242
iz = B 32 532 500
Toft (REIERLE) 572 894 322

2 3.5KJPN I2& 1T S thtthiz GREAR (B4, aF U5 . BAR. HEh)
DIRAEDILFEDORR (BEE)



3.5KIPNDR7 7 TOEEGHNHERDDT

0.1
0.05
O 0
a
-0.05
0.1
-0.02 0 0.02 0.04 0.06 0.08
PC1
3.5KIJPN hE (CDX)

o FE (CHB) » FE (CHS)
o NhF LA (KHV)

3 35KIPN IZEFNZRADT CT7IZH T B EEHESDNHE (ERD DT
DEERIZL D)

3.5KJPN : 35KJPN " p/uizdEhn s o7 v
HIE (CDX) - EEL 1000 A7/ AiZaEnD

t[E (Chinese Dai in Xishuangbanna) > 7 /L
H[E (CHB) : HEE 1000 A7/ KMZEEND

[E (Han Chinese in Bejing) $ > 7 /v
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MEARKL, BRI, BB, TR, BT, M2)11R)

D (LALIR, KRB, BRI, B AR R R IR, 2R,
5z B %)

PHA (ZER, EEE, 5O, KRBT, SRR R fdili, S
Voo BARB RILR, KSR, R R FNR, ZRE, mER. SRk, 8
B, PR, R IR, BRI ROy IR, iR lR, EVLS IR TR

MEFHCRBWTHALAT 4 L« AH R 7 EHEOBIMNEIL, RO A #Z
i e U CORIR L, BIREREE 2 —0iE, 22X E 0k TPiakr— &
EORIKRIT, HREARZ#IEE LT,
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3,654 N3O HARNDRT 7 LY 77 L AL (3.5KJPN)
URL: http:/Ajgvd.megabank.tohoku.ac.jp/
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k1 —HEHEZASH (Single Nucleotide Variations; SNVs): 7 /A% i3 5L 14
R RE S S 72> OB FTN OB ENH DM, ZO X7 T —1&
BB IND, 72, —ELL OB TR, AL Trbd (BiaT
%) —HIAE RO La | Bl —H 327 (Single Nucleotide Polymorphism; SNP)
LRSI A DD,

%92 T ULIVHEE - b AEMICEIT A & ORI IEBST OIELE DO FARHISEE O =
Lo DOHEMOHPTRHEDSNVNHFET HEIGEZRT I ELH D, Sl
SN HAANS,BEAANT N D7, 108 KD F YLt Rf TOEIG L 70 5,

£3 2k MA b DFFED A2 ORI E ERIRIC D > TERF L, 4TS
B & BRBEEIN & P95 O BIR & RIS 5 720 DT,

k4 IRNTFEOR TRIaR— b U RN R R R R T L = —h
A, RiET AR ZIC1T AR T200740 61D 5 TND,

5 A—R—arVa—F JWILAT 4 TV« AT 7 BEREITHE G S A A
I LTT =N T BIOITOMEL IR - TR0, ZoMiEx



T, TA TP AT A TIIAARKBOA—/"—a L a—Z AT
LEEHALTWD, NAF A7 Bl AR ZIE - RE L. BHERIH O
7o DI AT OB, AL AT 4 IV« AT AN T FHBONSA F 30 70,
aR— MHEDSIE DB « K72 EDOAEKREEI LD 5,

URL: http://sc.megabank.tohoku.ac.jp/

%6 CKENEBELEFESHEBM (American Journal of Human Genetics) 2008
8% (47) p.445-456ITHB#i S N 7-migt, EHHER X, LD dmEh#EH (BifE
ToMMoFT &) .

7 HEEE N ABES  FHEEM R 2 Genome Reference
Consortium 2SRRI KET 21T > T\ D e N7 LD LYK O IR,
FIELANX RISk OB E DO N7 AEGite 2 & THEEIN TS, FHEE,
E NS LADT T 77 FARZ X — ROBEERSE LTatttfoe M7 L0
FRICFHHENTWD, 201THETAHRE, AOERE b7 A2 RES
GRCh38T®H %,

%8 HARNKEMES  AFS : KV BARANDY /7 MMfFEAE KW LTS BBl |
AT 4 T1v o AT N T HEREIZIB T, 20164RIC B AR NS 7 AJRGV

(Japanese Reference Genome version 1) Z/2ABA3 5 & & HIZ, 2017466
HIZJRGv2 (Japanese Reference Genome version 2) ZZ\BH L7,

2% 7V AV Y =R THRANDOEEES ) AEFITRG) ZIRE - BHbtA L
BRMAC Y — 7 2o —F W THARAD DY ) MMEEZEY] - |
URL: http://www.megabank.tohoku.ac.jp/news/15143

BE VAU U= THRNEYES  28H, KR ) B U 72 Hh(JRGv2)
AN — o FREM Y — 7 2 o — 2 W EBA ORIRE ST ) MG E
TCIZ HARNIZHRHEA 227 7 DA 10 51957

URL: http://www.megabank.tohoku.ac.jp/news/21425
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