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TNE Y- b7 T =3 EINZAREAS, SRR - B o HERR (1980) [E5=3k] HAKGE RS
WBED T A » BF—24 (2013) ZEHDVE D) TWITFBIHEE . TSRS T A VSRR 70 7T 4 148
AL RS X TR RS TANSHIN @ 741 > ] 2013 ANSHIN CONCEPT BOOK, pp.24-31.
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o ( wmEmx )

I e 2

) WIRBEDSFEBUZ M -
ﬁJ ‘%Bﬁ%ﬂ VR

missing piece

| ALK A T« DL - X TN U1 ERIGR ICTEPT 7/ LAERBRE DT B2/
INAFINDDEEE AT —AN—AE =R

3'7&!% EIJ_ Soichi Ogishima

ENT/ LDPEFRENTH S, RIEAR—7 T2 XK (Next Generation Sequencing: NGS) DEZICKY)
T LBEFEOIANMET L. BLAADT /) LABERICEDVEERE.

WHbW2T ) AEEODMEREISERN TRRIERL TWS, [[7/ AERE] &I,

BAD [T/ LER] ZIdCHELEEREAI VI AREBRBREEHEICLT.

FDANDHEERFRINICE L [EE] 217028 ] ThHY . EREEPREZRICELS.

WhWBERMLER - FHThD. A TlE. 7/ LAEBROMEREDOIIRICDOWTHIEH L.
ZOMERFEIZE TS missing piecelZ DWW TR S,

7

F—— K
5 LER DAY LER NMANVY F—aHE D2K HRIEHIG

Wao 77 nEF] Lid, A7 A'l‘%iﬁj %

H 1.7/ LERMAREDER FLoE LAgHF 3y 7 2MEERE b &2
ZONDRERHIRIE L7z [ERR] 2479 = tJ T
v b7 A DS20034F 1 fEFE S LT A B 15D Y. BAMIE, THEEEEEOHERI NS/ A
WL, kY — 27 1 v 2 $i 4T (Next Generation ARG I LD & L2 oEFERERT AT

Sequencing : NGS) D B2 X Y &/ L\ﬁ?%’%@ﬂx b Wrz T\, OB ZGHE,. FHROEEFI] 217
PMET L. e Aor 2EH Cﬁfjb‘f:l:fg IZLTHAH, BEERCEREZERICLLZMAZT L

W57 AEROZERFEA EINS T EEIZ R L T DENEEZRE L7ZEHE Whw S EILER - FBT
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%Z)O

B H, PSATIET TIINGS 12 & A3l - G
HEOPREDNIEE > TB Y, LRTEEEIERS
WHERE L TWh,

1.1 BPREBDT /) LERMFFHFRE

AR EBEIZOWTIE, NGSIZ X B RZ kB RE
DOFBWOWZERS L LT, KE® UDN (Undiagnosed

Diseases Network). #[E® Genomics England. 77 F
% ® FORGE (Finding of Rare Disease Genes) 72 &%
H5bo DYETIE, RZWHEE A = 7 F 7 (Initiative
on Rare and Undiagnosed Diseases : IRUD) ®» 710 Y =
7 NOEFTL TV B,

IRUD T, KZWrEEEZED D) DT EREIZ )
nh L, ) OFERTIR, O220EolEEICE
720 —TIICHATE 2 Wit 2 G35 2
&L FE. OMSDOBIRTREVPEDNLIFHIKT
BB LRI, 6 AL T o TR L (FL
HRIERE ). EEICEEOD ZHERTH D . B
DNT W WIRFED BH 12D T, IRUDD L 795 b
AT %o IRUD L R B Cldk, IRUDZ W Z &1
BWTEZEDORIRIZOWTEMMW 2GS 21T - 7214,
AR RIRALSE OB IR R 2 & O TR O E &
Higd, M5 MRA L IRUD BTt >~ ¥ — CHEi
L. S NRRIZ oW 7 v — AT O #fE
FIMEEIT> T\ b, F72, HIRFEHNHREDAIL O
FERBIZFEROBERIENT SHE L T2,

T LRk 7/ LB E . ETEMRERSIEK DNA F
ICTFET RN AR ZHER -  RRBREZET. RRMICE
U377/ LZEK (DAMREICE C/EIRER). 7/ LMERR.
BRICHEEZE5ARHMEDH BERRELRE) DT/ LI
®o26.

1.2 BAYT ) LEERMRFEFERE

HANZDOWTIE, NGSIZ & B /8 VA 123D <
P AFI DR BEH G DEEDMHEE > T b T30
HE3HIHICHFEIE SN2, EIH AR FEHEESE
AREHHENZ BT, FEHERICB T 2 P AEEREDOT
EDRDT, AT ) AERPE—IFETONL %
WA AEBOEBIZIMT 2D A E LT,
O AT 7 AEBERBEH O i (AT LEFETR
B smbe 0% . @7 7 A5 % 84 - FIG
M3 ARG O#0, @FFAGELRBEH OBEN, @
MAT I BEIRIZLE R N OB RO, OO
e, @FE - BER2EO:7 ) ARBEOBREIE
BB DR OMEI ATV D,

AT NEREPEL SRR ClE, BJn PR
MEEEG)ICBWT, Y= TV AERFERL, L
A= MEEEZER, EMEXIFICBNT LR MEE
L. BEIHHDOI 2. BHREEXTDLHLVIDPAT ) AE
BEOEEIOREEIEA T VDS, ¥ — 7 TV AZDONWT
X, —EIEHOBIEFEREMET S, BT/ 00
VAL E e 5 CTWwh e, T E Tld. EGFR #fx -t
2 ALK BiA BIETHRER EDOH L0 EDDEETD
EROHB% LT, IHBAKOEGZIET D, T 8
ZF VBN ERTH o 7258, BIET R VR
ATOBLIRILTH D, TNDDBIETRADREFIZ,
BV AYL Y F —ICHESNDAT ) AERE R
V=N END, SHICEY . BEDLZOHAT
BHEEDS IS RO N B MR FARIZIT T, WEIIR

FIVIRER T LER. TR TUT M= LB,
TOT7F—L1ER. X Z2R0O—LIEREOHERENL DT ER
]9, T hIVARIUTh=L/TOTF—L/ X
KAA—LBREE. HARRTICEVTHIRICTFEY 5%
BEY/ 42NV E / KEEDORBNLEAFHERTHB.
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o ( mEmx )

AR (KB GBI BB B % W2 O8H
ﬁ@ﬂ&wﬁﬁﬁk @ 721238 HL S NS D
BIRFERIZOWT, BHINLE KT A5 %E
ﬁﬁ'ﬂ%?%ptfmﬁ&m%%%MLf@<b
rHIEL TS,

1.3 BRFERDT / LEEMFTRHEIEE
INAF N DFER

ZHTEHRBIZOW TR, TENA TNy 7 2R &
7 har—FERFER LY A7 FEISEOWZER %S
HER L T\ b,

BHRNA AN 7 ELTE, N ANV - Dy
XN R FNEH LRSS SR L T\Wwb, /N1 F
NV - TN E, 20034 E A — S — A A FE
HEOEB T 7T A28 0, T AEHRIZED E
AL TR - BEIEOWIFERFE I D A, 25 1S X O
2 A U CATHER, 20 ADBEBEOWM I %15 T
DNA - MEDNA AN 72 2B L TE72e ThE

TIZKHEE R 57 4 FEEMENT (GWAS) Z 174,

BBIRZ R ORI, S, SHOWFEREDS
BERINTVDL, E3IWPTIR, F1IWBLUOE2HO
104EM CREA LI CEMRBRRE LT SO ICHESE
572912, 20134F 2 H5AEM O FHE T, #Hr/z 12387
HOREBOEZE10TI A2 5 DNA - EHFEEOHHR -
HNTIERRERZNET L EEFELTBY., 29
L CHRE L7281 o3 27 20 & E N O 5e 4% B~
B TEIR O E T FREYIHED TV b,

1.4 FIAT 1 B - XHNDVEHE

—J. Bil &S ) nak— b E LTI, R
T AT AN ZEIEDER L Twb, ARETH
X20124E 508 F o 720 B - S TWEOMERISH
N HIZL7zar— ML, k= FPRAICED
PRl S 72 MRS O AR R TE MO E /N AN
THRENPLBEREIN TN D, HENA TNy 7 HEL
k. ERREERET N TN T I S S —

PR L. ARREOr 2 A - 3y 7 AT EAT
VR e SRR R N A AN I L. 2
DOWFFEREBINC e L C & 70, AR 2 i fit5 5 & 4k
BLTLE )N, TERE R 52 LT, Z0F
BEFSZLDPTE, T2, BVRmEEFHOL L To
B R TR R H 272 2 e TE S, 20
I, WAL A T 1 A - X F N 7 FHTIEEE O
INA TN 7 HVERES BRI, ARG O 2R AR I
TIHEWIZTTE R, 7/ AERS A I v 7 A1F
ﬁ%%ﬂ?é%%ﬁ%éo%wt VNS EEE
CHERBWEORZR E T 572012, A SNEHEIN
12T = R=ADWHEIPIATRER D

ZFIT, WAL AT 4 v - AAN Y ZEHE T, R
M EIIEE L7z 3R — FREOSINE ORFEHFHA S X
OHARBHE O IER O $ T, §2b b KB 2
BRSSP R, AR
FIEHR. ZHFER. MRIBGEROAZ ST, 7/
LA Iy AEREERELTERET -7 X=X
dbTMM (database of Tohoku Medical Megabank) %
BELTVh, WELAETRTOBFRPVEDDT —
FR=—ZAHEEINTNEIET, HoWEHT/ A1E
R R AE R IR AT T 123D R B
BIETI R — N EAFHEICEIMLT A LN TE S, T
bbb, BHEERZT TR KB (XA Iy
7 AMEH) . I GRRA TG, AR TE A
BREN GAEEEH) 2 E 2 A L 722 E R
ETHIENTED, THUIILD, BEOEVWT /) A
EFREHD 72D DFMTEZ LR, ET 5 &
T%%OEE%&%ﬁﬁ@%’W%LT%WTé%I
T HREOIFR OB EOW LR 2 LR B 720
ﬁnﬁﬁﬁxﬁﬁﬁﬁﬂfﬁn/ﬁﬁ%ﬁﬂ'Mﬁ®
22T 5121 REEONA F N 728D L
LR WSS L REL, B FEEERET,
HET—FRX=AdDTMM 67— > 7)) 7
BT BHIENTE S,
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1.5 BIMIHBIT BN AN I DR

2 LN AFN Y 7 OREIT R 2B X &7 5
TWwb, KETIZI00ATdh—FD All of Us 7’1
VI MW ED . N F N 7 DR A T
%o —Hv BRINTIE, EET5075 A @ UKBiobank 7°
TER S AL, INA F N 21U S Rk & KHLEE
R MRS B, BEEREE T, S
FRWREMENEREIN T D, LTI 71 T
K. AT 2—=FT U EPNAF Ny rExRHIEL, B
RAERRHIED S & EFREDOHED 720, EIFK M

ELT, 7/ AEHROWFERIEIEMEE LTINS AN
7 OEDHED 5TV 5B, PUE S 7z ka2
LIENGSHHr A ¥ Ka—Af@iic Ly # A - F
I 7 AEROSEA S, Fo. EHEEMS S IEHE
THERPBED S, NA AN ZICEB LTV D, NS
FNCTOREOL L, T A F Iy 7 AR
ELTIAT7aA—=ATh b BIERPEN LN A
TN T E N, LT ARBEOWFERZED
AL E LT b,

HE1 A ) A /—CEI%EE#“/A'T%%E%ﬁé?—&/\“—%%ﬁﬁ%%) ~

RET —8N—

REBHEL 7

®D - BOAMKRR
FRIEBARZTIE

RAVEREE - ZDOftheRi
IR R

(A#IDB)

TeERIRIER

AGD:AMED »E% %2 DB [#IBR$#H 7= I3 HIRAR]
A# : BAM. VCF %. 7/ Lf##idD Raw Data + [RESHh

FIEALNIL GERIRETRE) :
FIBRHER : HEMEEB THE
FIBRAR : T— &2 7 7 L ARFEE ARSI NHEEDH A6

ERERT/ s

#ADB
J

#&DB: KT/ L& DB

[FERIFRAR]
AA | RESNZERRIER + 2% +
ERIER

FOERALNN  F=TF7 7€

R ESLARFERI 3 A A B AR R R R RS (httos://www.amed.
go.jp/program/list/04/01/006.html) & e
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o ( mEmx )

1.6 BBERT / LEHRT — X N—ADIBE T, EWNII S THIAB X OBEREHRZIEEL, 7
FiVIRBRLDRAIIZBWT, A4 AND7 ) LIEHRIC VAN =0 T2 AENDPEA TS, AT ED

RO T AEROWERBE N EL 2, T07 ) BERAZ ) AEHRT— % A P L— (DS) 28 L. I
LAFCH 2 WIS B0, ZD0OH T — % L EINTHBET T — 7 RERIEHRD DS O P HE

N=APEEI I >TETWDL, COHFT— 7 R— ATBN, fIREEEVIFLVEZ DL ETO
AERESE L, 7 AEBROWIEHIS ZHEHES 2720 F=F T ) DT o T D (MFEL BIE)
AMED ([ 7158 B 38 &AEﬁE%ﬁn%“&%> WEIR A ) DB T — & N — A2 1 L HFge

BRIR T/ DB A T — & N — ZFEME R 2 HED TV &, FEBFICOBRKR YT/ AERT—F A ML=
5o ZOHEEIT, OFKEEFMTOMRKT /7 H1HEH DEAFIZRI S BWFZEIC BV THGEE S 1L, BRR BSR4

T=F AL =YD T AR E . EEEE A TR ENTEBITEDEIRT ) AMEHRT— 712D
2 T-QIRT ) WEHRA A T — & N — AEE i 1B T, ZO—HOEHREHE LAWT LIRS/ L14
BLWFZEIZ T 2, WEET = R—A%EMHTLLDTH 5, EIT
FREFIRCORIKRT ) AEMT -5 A ML= (&, >KE NIH 283 % § % ClinVar % 25 ) . b

OEAFICET AW5EIE, (A - B MERE] [HA Er ) AEREOREMEE L CHRANDRET 7 L1EHR
[&YeE | [FRAER L OV ZF oMb ] o BHEEICOW» HET—FIR—A%BEL LI VI LDTH D, B

Hz%2 Explanation of How We Work Real-World Driver Projects
Discovery Vv ‘ Vv ‘ v ‘ Vv ‘ ‘
Large-Scale Genomics ‘ v ‘ Vv ‘ Vv ‘ Vv ‘
Technical Data Use & Researcher IDs v ‘ v ‘ v Vv ‘ v
Work - PYEREEre
Streams Cloud v Vv Vv
‘ ‘ ‘ ‘ Partner
‘ Engagement
Genomic Knowledge Standards ‘ Vv ‘ ‘ ‘ v ooV Vv ‘
Clinical & Phenotypic Data Capture Vv ‘ Vv Vv Vv Vv

Foundational
Work
Streams Data Security

HIFT GA4 GHA—LANX—2 KU ERL (https://www.ga4 gh.org/how-we-work/)
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SR RFOWIE 7V — T I A4 - WG B
DIFINY) 7 v s DT — % X—Z DPV (Database of
Pathogenic Variant)” % %647 L THESE L, WH R LA
L T\Wae 72, BHASRFEOMIE TV — 7id, B
W AL RGE, FRAVES O 2R BB
AL AL - T MR CORIRT— ¥ L s T
BRTFT— 5 L AR 77— % X — X MGeND”
AL, CHELLAMMGE o T b, 201843 1
16 H O AR, Sl AMBE A DOBETFERT— %
396815 x4 - BEFEATH D, 20184FEEKE TIC
1550014 2021 4F K £ TIZ580001F d 7 — ¥ B &%
ZHAATVS,

H 0. D040EIC BT ) LERERA

IO X Hz, BHRAT, T AEBOIERSES R
HIZHERL T2, S5IMELTWw L LERDH
%o HE R LA AN A, B AL PR - TR R
FETOHERTIC X 2 & EilnE O AN1X2040412 3868
TANTE=2 %z 5, NORIMEREE Lotk
B AT ANRBLTOL M T, BREFOMEY
WA DI, AR, PA, BAEZIILDETES
RTHEICBWT, 7/ AEBRIC X 2T % 9%
HY 20 F-o7% LORRTH D,

‘ 3.7/ LEEMEREEDI DN
“‘missing piece”

3.1 ¥—4%#% (Data Sharing)

ZTNTIE, 7/ AEROWZERMFEZME ST 2 ) 2T
@ “missing piece” (I TH A ) » ?

F—% 44 (Data Sharing). D2K (Data to Knowledge)
FHIEHHUS: (Phenotypic Data Capturing) %% “miss-
ing piece” TH 5,

T AEHREWIERRET 59 A CROEEL 5T
WERDORT—YIETH L, 7/ AERE, BT

L=y ICEO &, BEENEREIMLT 52ERETDH
BTN A XS B MEDD B AV
BT 2 b BEEDD %KY 2 TN A XN E
DBABWTH, HEDAL HEORVEETE
LUIOWTIERMTH D, LRFEETIE, KERL
SHREEM COr 7 A7 4 FEEMBENT (GWAS) 12 & %
HREKZUHBEETOHERE ) A7 FHlDHEA TV
AL REVERLET Y TV A X2 BEE S5, Lz
HoT, 7= =27 )y 7% LT, +9%br 7N
YA XEERTHIEIEETH L, 7/ LEHEDFE
Hololo, BBN 27— 27 v 7I2H) M
ATWDH DN, GA4GH (Global Alliance for Genomics
& Health) TH 5%,

GA4GH 1. 42 1 E D 4335FID 25 % E R F A
T, 7/ AEE - EEORER BRI o% L ko
TWb, VTIVT =) FIZBITAMZERE 7 T Y = 7
b % Driver Project & L C. Driver Project = 1 T
# 2 % Work Stream TSGR 72 F 8 H i O WF 52 B
AR L T D (XE2),

F=F T ) I BWTC, FICEHTREH)
%1%, “bring the algorithms to the data” & \» 9 Bj X
ThHb, CNEFTOF—=F 227 7k, HEH
MTT—5220 L) LuPnbEATE, £25
B, KREOBMLT T PEASINLLIITRD, <
F(FI)Ar—Vo7F—4L%b b, 135 HDD T
F=FERLNENTLHIELTET, A5 —F v b
TRDENTEHIEDBBENTIIZRZo>TW 5,

ZITOHLVwEIZE LT, T2 DT
BDTIE R, TIVT) XL (70 7T KR T
T—=27780=)%RN LN L) LVIEEND S,
=R TFT = I N I ANETT =7 70— &k,
T =N MITHTT — 27 7u—%FETL, Hoh
TR R L —HICRET 2L V) A F—ATH
o COAF—LOFEIE, T—=F%2R) )T L
B H, O MPKRIFICHIKTE 22 &,
T/ AT DT T AN —REORED Rk

e

n S

’

2

AN

A
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o ( mEmx )

TX5ZEIZHAH, GA4GH TlE.Cloud WS 2BV T,
Common Workflow Language %7 7 F#iliZ & d
THREM AT, TOAF— A TONFEREIERE
LTWw3,

COEIBRT—8 22T ) Y IPH#EATLDE, £
2L T— Y OFHIZH 72> TOEEDFH E DA
F—LBbEboTL BT LI b, ik, AEaE%
INA FNY 7 HHEET B BRIZ1E. Material Transfer
Agreement (MTA) Z#fiifE L. AREE O A HEDS/N
A TN B 2T IR S B T &
L b, TNEAKHBPERY THLINHLTH S,
T—=FIZDOWThH, TNETIEMTA ZfifE L, 7—
% % HDD IZHE#I L TIRIET 2 & v ) S e frb T
Elco EIAD, THIIAEEWTIER L, BEYT
HH. MTAIZE DVITHMHENE L OB RETIE% L,
Data Use Agreement (DUA) 2 X ) 57— % & Fl FH #e
BT LIEDPRETH D, T —FE WP
L. E0a—FIleZofifiE Tor— 5 of itz
HIE S 2 pAEEL 2o TL b,

3.2 D2K (Data to Knowledge)

WIZEEZ % > TL A0, D2K (Data to Know-
ledge) TH 5, HESNLT—5 2 FVTT /) LER
IR CHEA SN HMFEREZ VRICERL T HMT
Hbo 77 AERL ko), EEERCEREE
HICEBBAZT L DENEZEEBLERTH) ., BHE
BERICEDETLEETH L, 7/ AEHRITICHSE T
ESINTH#E T AERBETERTLICHZ) ., B
IZLoTid, Z0dkxEE LT 2 BRI L0
BHRHTL D, EDL) BBEEROT—IDEZD
RS FEE SN2 N TH D, Thbb, D2K DL
TLE ol T —F LEASNIHEROMIZIEY) ¥ —
DHEENZ T 5T D,

ZH TR Ty PIEINTL R L, (EkD
TENTIISE CIEAIRR R EEAETE L b Db LNt v,
Wb b Al OFNEHSLEATH Y, ToL &, EE

Lol T =y LEE SN HREOMIZIE) v —
ThEEND,

H DD FEE SNIZBIC, EHICT—FHAT
W ZELHN )b THLIEE, WATT—F»
CHOIDTT =Y DOHMREEAT 2 LEIH TS
ho TOEE, FEAETLE RS T—F LEASINIM
OB D) V=T R ELVEDNSD D, AT E
TYARERDLT=5ED) Y —VIEEbLDTEET
HH, INFTRMALEERLEVHIBTIO) Y Fr—TiF
HERENTELD, ThpbIET—F X=X & a#
N=ADB D) »ir— L LTHRESNTWYW  LES
5o

3.3 REEEFREE (Phenotypic Data Capturing)
WHBICEEIZ R > TL 500, FKIFIE RIS
(Phenotypic Data Capturing) T %o

TEx NDT 7 DZHEDSCH LVER, 7/ LERD
WFZERASS SRR T 2 2 20Ty 7/ MBI O W TUEAH
JEDE, FREOHEMAE SN L —F, BB O
HIZOVT D, WADOAE ST, EIRE EORREIZD
WCTOLYEWEREEL ZEPRLEL R >TETY
o LML, ZO70I121E, BIEHIER HRMIES O
— K% EliT 5 LERH ) . BHTE RV, BT
VTIPS B KBEERO AT > 7L — b2
BEL. T CUBFINVTIEHDREMESRL 258
5. EROHIE SR EFIZOVWTANT5Z LI
%5 BROZ LWL AR NLEHETH L,
ALk VT NT =)V RF =% ThbHEE
HE THRMAL T, REIZOWTO X ) EWIEHRE S
T 7/ AEBRWIERZEICH W X ) L v ) i EA
TWh, BHRIERICI DV HELPHT LI L2 T2/
% 4 ¥~ 7 (phenotyping) LR, 7=/ ¥4 T
. BRI X 22MZF0L0TIdR . 7/ LEHR
KOOI, BRIGEROZWIGL . AR LS
FEND, IDVRVHESEELRLLDTH 5,
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(1) eMERGE 7Oz 7 b~
T x5 AT ORI KREHETLT
W ho KETIE, 2007425, &ZKDIIDRER
I BE S5 i 7% A2 L 72 eMERGE  (Electronic Medical
Records and Genomics) Network 710 ¥ = 7 b H%f
Fole DARENIBITA 4 =¥ — A4 FEHREOFEH T
07 AL 7 AT A FEERT (GWAS)
%ﬁi%@f 72— AR, v bu— Vi
—WW7E L LTHET 5D TIE% <. EMR
(Electoromc Medical Records) % —kFIH L CH¥ET
570V 27 NThHbH, TbELBHIEHRE Z KA
HALTHELEREE T/ AW WDL 2 L8 T
ELDOMEN)EIHDPELDAY =T, 72 —R1
(2007 ~ 20114F) TIX [EHR &84 F LRI 1Y =8

H%E3 2BEERBIN—IWN—ADT /) E21EVT

1RUBRRIGE
g EMR
1
ARV
\ 4
QEUERIBE 1EURRRAS D
L x5
1 1
AV ARV
QEUERHED QEUERIHD
2% w5

In¥EfE- — [\ \Z
HbA1cHEE e

7 LD 0ER) V- AL LTHHATE S
). 72— X1 (2011 ~ 20154F) TIX [FEEMICA
ATHbEHBESNIN) T MEFSE L7 EHR
NOEREBTH T2 ) 54 7T IVT) X LOHKE
], 72— X1 (2015 ~ 20194F) Tl [N A
ANV—=T 9 N7 AERDIZHODOETHN T 74K
YT T NI X LDRSE EMGEE] OWFERFED % S
T&7,

eMERGE 71 ¥ = 7 b Tld, BEEOKFERH L
i CTH7 /)54 TOMRERETH D, S
BEIX, 4P EHRO Y AT L% EHLTHBY., §
Sl D EERER & 7 — & O BARMED AL B DY
TlE o7 29 L7z%d, eMERGE 70 Y = 7
FTlE, RO B2 ¥ —D EHR ¥ AT A

, 2ALIED
2BUERRD RS IEE’TFKJZZJ
Lliys) 28U NERR

1BUERR R D
FRIC2EINERR
ROLT

HIFT) eMERGE "PheKB" & W ERk
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o ( mEsx )

SEEEmAEMMB L, 7284 TR L, S
& T D GWAS % 17\, MFE L T & 720 eMERGE 7
0y bTIk. ZOWRREOBE L. PheKB &
LTABMLTWA, PheKBiZ, 7=/ %A T
VI AL ERBALTWDL 72/ 5 4 THIgEN—A
(Phenotype KnowledgeBase : PheKB) Téh 5, it F
TITNVT) ALDPRHENTWDE T/ 54 T1E2
RUBEIR G 722 A0 TEFHIC S RA TV S,

LB LD 72 54y 707 0— 13,
EHR 76 Z#IEHm Al L, b L. s &
BRI T — FELEH LT BB EITV,
T84 TTHEIDTHDL, 72/ 9LV T
OFFEIZIE, BV SNTEBETIIV— I R— A, FEW
FENRX-R, I TR EDbEINLTY) v FOK
B MARBCTIIHASHELEN—- 2D ESHW S
b

HYSNTERDOT 27 540 7T RO
BIEENIZDN, V=V R=2ADT /) ¥ LT T
Hbo T, BWrE#EL &PV, IF-THEN-ELSE
0¥y 7% AND/ORHEHFEZHVWT 7=/ 84 EY
TS A NETH B, V= R—ZADFELT, 22T
F2RERIRO TV TY) AL FRT, KES (HHE)IE
eMERGE @ PheKB (ZJU# & L7z, 2BIBEIRIF O —

HE4 BRIT7I /21T

—
18 258

NR—=ADT 2 ) IA Y TDOTNVITY ALThb,
4. HbAlc R MAEfE 7 & OMAE, 1 > A ¥
P52 CHMAE M T3S DT O SR IE#HZ FH\W T
Wb ZENDNS, HbAle DA L 18l B L 025!
BERIB OO G- DI85 — 2 DWT, V— )b
N—ATHEFTHFEZ L TBY ., EMOBHHHAIE1T
FERIFDOBEAMI ATV D 2 L b Db,

Q) #F=RTT/)RAEVTHE

AT, F7ZIHRRFE SN D L) 1220 TV LD,
BWMFBENR—ADT 2 )54 T THD, T
. BiH ). A LOBWEEICL) 7
IEAE TS BTEN DL V=V N=ADT x )
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X*E5 b MRRBEFOZEESE HPO (Human Phenotype Ontology)

Growth

abnormality

Abnormality of
the nervous system

Abnormality of

Abnormality of

the abdomen the muscles

: 1 1
Growth
delay Spasticity Chorea . .
Feedi
Seizures Apraxia difiii::lrt‘iis Hypotonia
Cognitive Wide-based Jerking
impairment gait movement
Autistic Stereotypic 11,000 ciasses Marfan Syndrome [MIM:154700]
features behavior .
116,000 annotations  Arachnodactyly [HP:0001166]
7,000 rare diseases Ectopia lentis [HP:0001083]

%6 HPODEHiEE

All
- Clinical modifier
Aggravated by
Ameliorated by
Onset

Pace of progression

NUMBER OF CLASSES: 16232 Pain characteristic
) Phenotypic variability
NUMBER OF INDIVIDUALS: 0 Position
NUMBER OF PROPERTIES: 0 Severity
N Temporal pattern
MAXIMUM DEPTH: 15 Triggered by
MAXIMUM NUMBER OF CHILDREN: 33 O Frequency
Excluded
AVERAGE NUMBER OF CHILDREN: 3 Frequent
CLASSES WITH A SINGLE CHILD: 1056 Obligate
Occasional
CLASSES WITH MORE THAN 25 CHILDREN: 22 Very frequent
CLASSES WITH NO DEFINITION: 6683 Very rare
(- Mode of inheritance
(— Autosomal dominant inheritance
Autosomal recessive inheritance
(®— Contiguous gene syndrome
Eﬁﬁﬂ"]ﬂ%ﬁﬁ Familial predisposition
@— Genetic anticipation
ﬁg ®— Gonosomal inheritance
. Heterogeneous
ﬁﬁﬁﬁ Mitochondrial inheritance
@®— Multifactorial inheritance
JET / hnEs (H— Somatic mutation
Sporadic
RABRE
DRAEDIEE

AT HPO (Human Phenotype Ontology) 4 & W 1Emk

(O Mortality/Aging

(O Age of death

Death in adolescence

Death in childhood

Death in early adulthood

Death in infancy

Neonatal death

Stillbirth

Sudden death

(O Phenotypic abnormality

Abnormal cellular phenotype

Abnormal test result

Abnormality of blood and blood-forming tissues
Abnormality of connective tissue
Abnormality of head or neck
Abnormality of limbs

Abnormality of metabolism/homeostasis
Abnormality of prenatal development or birth
Abnormality of the breast

Abnormality of the cardiovascular system
Abnormality of the digestive system
Abnormality of the ear

Abnormality of the endocrine system
Abnormality of the eye

Abnormality of the genitourinary system
Abnormality of the immune system
Abnormality of the integument
Abnormality of the musculature
Abnormality of the nervous system
Abnormality of the respiratory system
Abnormality of the skeletal system
Abnormality of the thoracic cavity
Abnormality of the voice

Constitutional symptom

Growth abnormality

Neoplasm

HAT HPO (Human Phenotype Ontology) 4 & W1
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FHFOTFA 26 BRSHELIEIZ L D ERIZED
53 % it L. Human Phenotype Ontology (HPO)
Y XIEN b b R BRSO 0 8 7 5 (layperson
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TR SNIERZILE T2 PR TH L,
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. RO R D D,
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L 05, BENTOEEFROMIERIES EA TV S,
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T T AL bHED ) L LTWE, FPREICBW
T, WO LEDXHITHIEL., F£2HEDIION, LD
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H4n%qu:

RS 2, 7 AEFEIFERSE M
L., 2040F F T2, BAVEZ I LD ETHERT
FENZOWTREBAL TR, fARE, ATV THE
BMLER 2 EH T 2 LER D 5o T IUIRIANI ST
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Soichi Ogishima

W Bll—

FbAS HALXT o B - XA/
g ERIBIRICTE 7/ AER
ERENE HiZ/ NA A\ B
BB IRET —EAN—AE ER
ERAFTFEZZ (20003 A8).
FRERERIAZAZRET (Bt
(EF)). AAFHF - B /T
IV KRS BEES AT LEWZEH
ZFF(BIOQUANT) BEMEE %
T, 2012F5 AKX EAAT 1 AL -
AHIN UG EAR. IR, 2018
FARD LB, FFE. MR
L—>3 - N FA > TARTA
TA VAT LEWR. ERERZ.

E D) 7/ AEBREBHEER RS E ) F Lo CPR27T4TH)
2) Database of Pathogenic Variant
http://dpv.cmg.med keio.ac.jp/
3) MGeND
https://mgend.med kyoto-u.ac.jp/

4) HPO (Human Phenotype Ontology)
https://hpo.jax.org/
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