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#1795, 7/ 2 DNA FEoffitt 3 X OMIRaR zI, JRHIE L CERReE oMt
IZBWTITH, Mt L7247 & DNA %X IRUD 2—F 4 X—7 4 VTR H—
BRI o % —2kf L, B L7zfilagkix IRUD =2 —7 4 x—7 4 7k
VB IR T D, 4 IRUD #USIRBE « B 1 )i Be o5 2 5= A3 A BE & il L 7c
Srerix. 4 IRUD #LAUmBT - @EEw /1IRPeic sV Ts /& DNA Eoft 217 5
it b %, IRUD #LRIRFE « @ W /1IRPEl2 3T DNA i 217 > 72356
(I RIS E A LR 5 2 4750 L CLODNA S5 R IR I 3t & o & — 2464 5,
AR RIIRAT AL & SNTIERNC W TIE, IRUD f#thrkt v % —S1c kT
EARFHIRNT 2 a3 5, MBS U T, BB RFFEEN RGO b, BB SRR
ZRENT S RERAIC R RE T D, fRT & 5269 5 IRUD fi#tr & o ¥ — &3 EA LS
A7z DNA AR DO—ERN A S5, BARTFHIMNTIZ H 7= - Tid, BEAER A2 #
DR, FHRRE - OREZ B L, EEEMT, =7 Y — L, 27 L
FIENT 72 & % BIRE & 2 fRHT FNAEICHE - T, SEBIEIC LB BT 2 fdt L7z 5
ZTITH, oMz, RHEDCX X7 8, BEENTS D IRUD 2—7 (13—
T4 7 #—= IRUD #LRJRPE « @ BT & DD 5 2 TIT5. £D
%, fRHTHRERIZ IRUD 2 —7 3 —T 1 7k % — ROV % i L 72 IRUD
RN > 2 —FIRE A, 4 TRUD #LESURRE « & /19t IRUD #5512
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Em b L <X IRUD Exchange #i U CHE S5, o612, TR SRIEL IRUD
Exchange |28 $k S 115,

5.7 IRUD ZWZ BRI L 572k

IRUD 2WrZ B 213, IRUD fifth & o & — 6 OiE 2% 1 T st = %
BIfE L. AR M1 5, BIo FERNEEIE LIZHE0. iR A
JRRBIRFERN DG E %, EZHNICEDL R > 728561213, IRUD
Exchange 4B U727 — 43 =7 U 7 %179, 2 ZRU ETRH—OEEFE
B OFEATER D HERR SN D5 E%E, FORB L LTRES NS \IREERH 5,

BWIRERICOWT, R £ 7 IIREEE D DRADOMEDR & > 12551213,
IRUD #Lrwhe « 0 D Rbell 36T 2 E D b EHEE RIS TR+ 25, &6
2, BB 7 IREHEE DD ORMLEN H o 723560, HYES NI LR L7285
B3, ARBRA DY) v r%e s ARNEBRFRPFEREET S REEER

BH T T —] OFEREICLDEEN Vv ) v T %2179,

5.8 HEOREIZDONT

BREGEHT, JRAlE LTIRUD =2 —7F ¢ 32 —7 1 » 7k % — IRUD fi#trt
VHE—IZBWTRET S, IRUD 2—7 4 2 —T 1 7 Z—L4 @ IRUD #iL
SRBE « BEHIIRBRICB VDT HLIRE T 258035 5,

INA F N7 RET HRESIG S NS, MABRFETERNE D
IHEZ1T>72 LT IRUD a—F 4 X—=T 4 TR Z =D A F R 7 I HE
9%, £72. AMED TEERD 7 /7 LERHEEIZ T 7227 ) Lt BB+
DTG ) HEBE TR T 5 TEER A AN 7 ) ~RfE L 27 7 AFLSIfR
oG onics ) AMEREEIRTERE 857 ) LT — 2 X— 2 TIRET 5,
¥, THERY ) AT — 2 _X—R | TIEY 7 LEHR & BIRE RIS 5
P R—ZRET D, BT, AMED MEET DML A0 71 RIIC
ANDHREMER & D

59 T—X4 =T VT
KizWEEBBELZZH T2 LT, MMEEMTCOBET—FDFET 52 &R
MO THETH D, Z< ORBHIEBBFOT — 2N - higshbZ LT, 2
WHZ == % rIReMEN S 5, IRUD Tid, #BRE O ESE 4 AL LT, UTFITR
FTERERE T2 ITEOER L FEMIER LR L T —F RX—=R R T D, BED

BRiE, EAEEAT O,
BB, AFROFTATHE TH D THIK A EASF BE 5 o 2 E R T A SE F1IL
o XU L ERENRNT ) O IRUD BFZEEE) . TE IS 1T 2 R WrE i
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oW n 77 LAORFRICET S5 (B IRUD BFFEBE) TSR L7230kt -
HHRIZONT S, BT —F =BT D,

TR S
FERE(L, « a— MMz HILT W= 1) — SOl gLk
B
PRI LB (HPO) SRR
BE{n 1

s A S T
;1;:: % ;ﬁﬁff %2 SRR O

o e YT AT

FOME B K OGEME#IZ. AT 3 FEOT — 4 X—2X &L LTHEE

179,

(DIRUD Exchange : IRUD Exchange |ZIZZEAE#HE K OGEMITE®R (BET —
2Ete) WEERE 5, IRUD Exchange Tid, #BRE 12T — & ORI Al REH
FH % B g N E TE 5, IRUD M2 7 V—T A U R—NTT — X HFRY v —
ZEDTH 2T, ME ez RO THAET D (Iha IRUD 7—% % v U
—7 L9 5), £7-. AMED O#atEREEFZERLEFE, EAE T EE OHENE
WHBTLIRIFTE R, BIOZENO O®RMKFEOHITRILE LI T 5,

QI NY T v N T —=F =2 FEEZW O DOWTIEFNZ DWW TR, BRI HE

FEER 7 ) DG HM AT — % X— A (Amed Genome group sharing Database

(AGD). Medical Genomics Japan Variant Database (MGeND)) %EDJpEf#) 3
U7V hTF—H_R— R BT 5,

Q@UFESN DAY - RZWIEFIRZS T A7 4 International Rare Diseases
Research Consortium (IRDiRC) ¥ L' Global Alliance for Genomics and
Health (GA4GH) @ 201743 A 31 AR COT—H =T Vv /AR Y v—3t
a4 77y b7+ —L&2 [T, BRI ORLES 2O LEbE o R
VAT KB WTEMIERA LA L, BRI — ZIIERIRAR S, =
MU K> T, W - KW EEE BT 25 IC 'S 5,

S BT, WIERRRICOWTHEFER, fmXFTbAaRT D,

6. B ABHBREFDOEH
fﬁmUD%ﬁfF-ﬁW%ﬁfﬁ’ﬁwf EDOWERE . WH R X O oo figE
DEFRTEHR TH D0 NE BB TE DK 9 IENHFRPEA LS, EALE D
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5 ESND, *IERITHEHREL 72 IRUD LSwEE « @R 1Bt O E S - E A
WEHE N, ARFHEE T11. 30k - FHROMEEHEO HIER OBIRERO RGO
B, BEICRET 2, £, ThZhoREHZ W TH EALE T % VT
DS, 4% IRUD HLsUFERT - s Db, (8 AGRAIE M2 00 0 B U 7-508 - BRRTS
Wa ., REOEEEE 2T L-BESHE2 M LT, IRUD it & —I2%M7 5,
IRUD gl > & — 0SB & e U 7o 355 B 1B AR FE O RAT 2 AT 52 FER IS R8T 5,
AR R, IRUD 2—F 4 3 —7 4 V7% —%i U C, IRUD fil 5wk -
BEWSRBEIC AT SIS, %2 L IRUD MLEJREE - & B A9k bebist o IRUD = —
T4 F—T 4 Tk — « IRUD fifthit o & — « it 2Ess-oml it 2 O Rt T
TEAL SRR - BRIRTE RO E TV,

AWFFED T TIEHRILA S B2 Jii 7% ] D BEAL AL S 20T B IR 1E 7 M ONB A - RO FRAT G
FEOREROERME - DUEICIT, ZEVHER SNTEERSIT SCEER Y 70 RiP—E
2T D, ZOVAT LOREMNT, ARENOT —F X— 2 THEI L, FEE -
KEMNREGDEDEET DNNVATTIT A4 7Y A T2 A58 OB & w73 2
LIZED, RSN TWD,

THeEBWT D OWTHEFNZ SV TIE, BADFFE TE RV K D ITHEZITV., FRAICH
HT HRONTEERIER & BRIEREER YT ) DMERFKET —F _X— R8T D, N
A TR 7GRS D RIE NI SIS AT, BADRRE TERWE D ITHE AT
W NSNS FR TR D PR E 21T,

7. BIBROBERICETE T
WEER R B 5 B R M RE B DV T R E 7 GEE 0 D BB
WOBIRMEN D12 HEITIE, LT OOQOITH LT D fFMIC OV TIE, BIRHED
PEIZHEW S 7 b EAE R TR 5, OIZOWTEBIR Ly,
O YRE L OBENHENL L TW DB FREAHF R THH LZ5E BERR
)
© YHRBLBEENH D L HYEIC LY HW S DB Is T AL BR R THI L
Sty CHTHRIR)
@ OFEZIZODEAL TP IR R THI L7258 T, YR A L BER
&% LRI L0 Il S D BISF LS FERAVICHIA L7256
@ NSO BFESRE & OBFE S ARIMETS & N EIC L DMl S DB Is T4
Pl F 7 IIRFEE DFEIRICH T DR 2 A& T 2B EEHRH - 256, HYED
SEEERIC T, FIRISHT 2HEROBIRZIT 9, ¥, /NEROHBEAR 53 72k AN #
BB L TREEEDRIE LIEHGAIZRB N TYH, ATRERIR Y THBRE RN b FHIEIC
X9 DR E KRR o BRERHZ MR T 5,
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8. BIoA U k) T DLEMKRE DB

BARTFRIRNT IR DV T ORI RIS LW 2 3T 5720, g - Fik
DROIZIE T IRUD #LRIRE « @ EE i R ic s W TR A v ok Y o 72 Rl 5,
LITD D~3)FORRMICHEE L, BIERRIICET 2 L9 RFREVWI T2 71K
il & fat 4 %o

1) JRRES T O FEE K O EZ W ARE D72

2) Wi R TIRE SN RWEBA R EmMIND

3) IRTERDND TR WA OBEFRETH D L HAT S

FRlZ, DA, HEOHFEANEBRE O MRS ICETIEN D Z &b, EORHREME
(ZOWTHERE M O ZFIB IS TON D BENH Y | FIEEOBRFREAT
BB ENW LN TEHEITHIRE MO THEO LN ABZERTE D L5 el
Uk TR O M 21T 5. 4 IRUD #LUEURRT « & 1 I mBe o8 s v v
U 7 HEEMAIGT D, 2t Web R £ ITEFRE I AT L2 FM LT, =
B vt ) 7L LTEREDREDO S &L TEET 25HE1H 5,

9. RBREMRBBIB IR MY —HIH
TR S it 3 R A A R%~2024 4£ 3 H 31 A
= hU—HIH - PR K R% ~2024 £ 3 H 31 A

1 0. BEEFIES KL URERL
HASEFIS - 12000 41
FRERRAL : AR 2000 FIOBEED RIAFE N TWDH 28, 6 FERICEIT 5 BAEERIE %
12000 #l & L7z,

11. B BHROLEEFEHOFEROCBBEROLZEEEDHIE

# TRUD fLE0RRE « &AW OB O A E R HELE OFIEO b &, TRy

AT,

D MR LT IHE  F SR O PHE &5 U 5 720 OMBRAH &2 5+
%o MENERO RGP E % 2 BES O & S/t > =B E1T 5,
BN S22 28 B O ST, LI L RO EETT 5, T E 18R ~ DR
2175,

@ AW RAE PR  HTTEE 5% O IR L O E O 2 4515 2 FRBR 28K - i)
FRFFLO ORERE 21T 5 o BIEES T 2 5E - IO ER 21T 5 . BRI,
AR 31T B it R F—ZHE EE ST 5,

@ WA EE  GREER) SO EN, BSOS IE, H - EESOnE
MR AT 5, BARBCIL, BB MR O W FLR 22 2 e PR 4 0857 5, ARFZED
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12.

13.

eI, b Sz —EZHEH L, B#ET 2EHDOALDOSH AN 25735, BRIRT
WEOARPFFRIZE D B IERIL, fife S -MoPIcfE L, BERICEHRT S,
Bl e 2 PR B AIEA~D T 7 & 21281 Dk & RAAIT 9, HASEH
DT 7 & A EIT 5 o FNERA~DT 7 & AR OEREIT 5, HAEFHR~DT
7 AT O . MAEHREZRO PO FERS AT HLIZONWTOARIEY 7 FY =
TRWEEAIT O, WANEFROBLE - WIEROMREZIT O, MAERZRY % HHR
2T LOMERERBRF ORI R 21T 9, BAEHREZIY 5 FHH# 27 LOERZAT
9o FEAHNZAE A HIE Stand alone ® PC THHLL, 77 ¥ R ZBIT 5k & 3R
AE. 77 BRI, T v AR EIT O, A v F =Ry MREICER S 2 PC T
X, 22— MEIN - BRERZBRO WS,

FRIEND U RZ - FIREOY R 7 ZE/AMET 535K

Fs

TeEBBR OV AL, BRI RN ST 2 2 LIk 0 EH ORI
WTOFEREE LN D ARENEDR B D, £z, KA - FHKFAFRE SN HAIE.
IRUD LIS OHFFEHES: & Ol 238 U C, KR A B = X A O, FRi0iamiko
MBI\ T DR B AR & 5,

THIEND U R

FARER I > TA L 9 2 — ki 7 fal & itk 5 KRR H 243, = 2 CHEHE
FTHERIMIL, BFITAE LTHFEOIITON TS FHTH- T, — B E2
FAT I BT D HE L RS OREL b o TITH, BRIk R BB 7k
BOFREZ N2 0 | B REE CERIBSHILOREE) 79 72, TS
DU ATIT/NE 0N,

U 27 & f/MbT D %R

UK T DA%, RMSBEEFIAL, % ICx U, BRI REEEZHM T
LEMMZEON D Y T %AT O, FRICEET 5812V Tk, #ERE . s
LIS L O Ot o i SRR A Z T 22V THIST 5,

HREDOEMAH (BLUBMEFDI)

ORI 5 ERE oo 0BMREZ &) OB AH TR

FOAMLR D, Fo, KRBT, =R OZ2% O IRUD HLAIERT - & EE )
TABEOE Y ROIZEES X AMED WFES & 0 #EE IS DN 2560 5, Tek.,
O SFHNIITDORUY,

AT BT 2 B IR M BB F AT 00 D8 HIE, T1 9. IO E&IRK
OMIFFERERE - W98 OFIGRARIZ BT 2 R0 ICREE STV AR Ic L W AT 5,
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14. RBEHREOMHHE
ARFFC 3T DB, 8% OREBHE OBt A L LTHEMICIThRT
WATFEHE O, fHEIZR .,

15. HBEEHBIO~MI U FEESE~DOXE
AIFFEIL, NZ 55 LT 2 EmBY - RS BIT 2 MEEE L OB D ~/L
VUXESEESTLTCEMmT D,

16. RAB-BFROREFEBICEEOFILES

16.1 FEF H MO LRATHE R OV O L E
AREHTIFR E LCTIRUD 2—F 4 3 —7 4 v 7 Z— L O IRUD il v
B —IRET 5, IRUD 2—F 4 X —7 4 7k 2 =L o IRUD #LEEE -
BRI B DT HIRET 25HANH 5, BKRERIZ IRUD 2—F 4 x—7
#4 v TR Z—& G4 IRUD #LRJRRE - @ EE W ibe. IRUD fighrt o % —3
J O IRUD Exchange IZPRE S35, IRAEHIBIIHIZER THE B 225 5 FE 7213
RAEOFFAERBEH DD 3 D, WTILNEWS &350, T OmfEIcs
CEMOTEZIT O AN 57D, 3Ok - HRIRIEE (B . #RE mislds
FOEOMOMBE) EIXGEEORBNELNTZGAICIE, & TH LR
BE - WA@Y 72 A TR T 5.

16.2 N4 - raffs T OBEL - RO TR
FFTERE T 12 Bk - AR5 2 L ICB U CRll) - TH iRt (B, o
B miglds L OV oo fifgE) F723GEE ORMENE D GEITIE, @72
FETERT 5, WFIEHE T 5 4R CTRUBL - (E R b ) IRk S 750k & T
DHIH, K THBRET HZ LI L TRENSG LTV RWEUE L X
JRRIBETE S 5, RIEEUSHE b a0k - 1 MRt E 721 3REEE & ORIERE 2 &
AURE BB & A FEET 5,

16.3 Bl THMOPEFE ST 1E K N OBROEA LD Tk
AREHZ DWW TR, EALE S 2 GT0RIAE 578 E A2 B RITHIBR L, [EADFRE T
ERVWEDITHEEIT o729 A THERET L, HRICOWTIZ, JET — & I L OV
MNHEUTHET —% (T — X 02T EEFRRHFEARN L ERIEET 5, 72
B, BEEOBCIIFEENT T LIZEOEA - LdS 2 e d,

16.4 #UBL- MR OSBRI ~ DRI IE D — & Rt 2556 DEA(L 7 1%
% IRUD Laifmbe « mEEw mbic VT, HAERBEAL S, BALE
FOMT - END, Win#EIFEZ2 Lz IRUD #LSERE « SR RO E Shi-
EHENBEICRET 5, REHZOWTHEALESEZHO TRV, Z2 L
IRUD #LS9FE - @B /wibe sk o IRUD a2 —F 4 r—F 4 v 7B & — -
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16.5

17.
17.1

17.2

18.

19.

IRUD fi#tr & > % — - IRUD 7 — & & o # — T3, EAL S I8 NG # D 2 % B
WD, ZRESeI L OSLEMATHE RS ~FURHE I D B8 b | EA LR T2 V5,
WEAF R E A T 258 ORIEO A - WA -« f5b~Ow & 1%

WHFERE T 1% L RUBL- ISz R L. WFZERERE - OH5Ed R OY EN O 270 b9985
(LR A < REEZEA~O A, B4Rt 2 rie s 72 Z LI LT, 7o,
AN T, OB - fEideftE (BB, Ml KO oo migs) H2o0»
FRGEE DD XFEICLDFREZSG L, 7o, FERAICMONIIE T 2 BRIE,
ToIR P IER B E AR L, FAlIC MBI AR BRI LFA - AR e 0720 2
THMT 2. 72k, REMZEIC X DERMONIZERISE 2 & EH BRI TONSEICfHE
M 25613, ERSEORRIZE S DHEICR> THEAT 2,

MFFRETE OB ERE X O FEFEROAR
IR 3 o 4 g
ARG ATFIE TIZ RN T2, BRRBF R EIA B 7 — & R — 2 ~ DR e
DG - FHEIIAT DRV, AFEEAOR—Z LA b E23RE L, IS
SWTIHFRABZT .,
WFFERE DA FR
BAZREETERNE ST L LTy MRERHFZE0 SRR A AT S5 ATREMER &
%, £7-. IRUD (25T B MRS B3 L OBRRIG#IL, AR ETERANL S IC
B AT o7 LT RIANY 70 b F— 2 _R— R B L AT 5, £72. 2D
DOIFFEREIFAC OV TIE, HHFE, RXETHLAERT S,

WA G L R T O BERE D> b OMRF~DRIE

UTDOR—=ZNYA MEREL, ¥4 b EIZ IRUD #LSHERE - IRUD & E /)
JRPED =TSR MNE DR EEZTEHT 5, £/o. K< HHERMFEITHONTIL,
FAQ Z#g#i 7 %,
AR—% %A k.  http!//irud.umin.jp/index.php

MAEDOR IR K% OHFFEHRER - HFFEE OFITAERIZE ¥ 2R3

IS - S AN

OESIHFTERIFETE N B AREFRITEBIFEMENE BEIATEA B LT JE 2
(BFFEREAE « [ESCRE - AR IEE v & —  JKIESE)

OIESLHFIERIFE 1A N B AR TEPAFEEME BRIR 7 DE WIS T — 2 _X— A
Bligze (WFERESR  TORRFPRPHREFRZER O & FR)

OIESLHFIERIFE 1A N B AR TEPAFEEME BRIR 7 DE WIS T — 2 X— A
Bk (WHEREH  BIERDREEZHFRR s 2 —  /NEERER)
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LV AT S,
ABFFENZ AR D WIFTERERE M OMITZEE B N ORI B3 A Cauy,

20. WMEBEOE~DODRENBRVOFHE
WFZeatli O EMRAZF AT SN H LD 14ED LIS RO LISV THREEIT 9,

2 1. ZFEBENAERUOEFEEOEELIE

%7 7 2 DNA fH $6 K ORI L 2 i 455 10 &5E 9 5. IRUD figtr e o & — M
VB LT U 72 S AR P BIMAT & AT S RE RIS ZFET £, £ 72, IRUD Exchange
X3 AT ABHHITHEEE - BE A LGET 5. BRUIIREBIRFIEN, ZitEBONERE
OFR4AE, EAEROREFICE L TR RO T EB TSR EME L TITH, Eitic
D IRUD =2—F 4 % —F 4 > 7% — IRUD fif#f > % — IRUD 5 — & & Z —,
WO IRUD #ULJRBE - s Bt /mbeid, ZRese kv s HAa < L, Zeedkiox LT
BB AT 9,

2 2. IRUD @]
IRUD ZEffii] (X1 Z/)
IRUD S fiia% 36 L O s i se =5 8% (B 1)
® IRUD a—F /4 X—T 47k Z—
IRUD figfirtz o 2 — L 0 & & kRS
IRUD 7 —# & % —
IRUD #ilsifpbe & 0 & & iR
IRUD ERKRHFM RS L 0 F & DR
IRUD figtrt& o % —
IRUD #Laiimke « IRUD & EE W Fimbe— &
WREMAAE . B, 2% s
IRUD % /17bz
IRUD 2ZkiZE =
IRUD KM 3 Fb
Rt (&S

21



[E4 1] IRUD &l

d; IRUD{AHI X IRUDES I i 4

g EE AR RA

IRUD (tz\b\'»)':l-r&Eﬁ ) IRUD
UYL — RS - HlE —
ERADT e RS2 — L G sﬁéﬁ anme
-RITATRES/ RITERT2ME EMBRE
-IRUDEEFRMPIS H LMK -ZHEED-ODIERIRH

-BEHEEOH DOIRRRE

IR E

IRUDZE

WIS (F R - B W)
HRRORBEHHORE
RS <L (RUDD A H] . FLRSF) EE g

/J 4 713F2 R CIRB. IRUD
BeyondZ M EH#, LRY
kY. EIREE

IRUD

AR — T L IRUDT—3R YT —2

IRUD
IRUDRR#f 22 5 — < > T8 3=
. BRURAT LOME- BE
e e =
-. = i .y i
MEFEEDOBRERITRE R E R EE

[ 2] IRUD 22t

IRUDEZ BT 2 &
IRUDHL &5 55

335k B AR RS

iU DITE
-EfnRSE

IRUDZ I ER &

-IELL E2ERO E. B0
bS— ET R

AT RS 2 EEEE
IRUDZHEELERE
CEERT UL L% EE

IRUDEE ERE M 5 &l&
- SEREIMO EFIRICL T B

- F PR E 1% STEATL . IRUD
EHIZEESICEESEITD

22



