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IRUD-Beyond (beyond analysis)

Japanese — Rare Diseases Models and Mechanisms (J-RDMM) Network
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https://www.matchmakerexchange.org/

\Viatchmaker Exchange ¥on

Genomic discovery through the exchange of phenotypic & genotypic profiles

Al #R7-1

SN0

“... The 'Matchmaker Exchange'
project was launched in October
2013 to address this challenge and
find genetic causes for patients
with rare disease. This involves a
large and growing number of
teams and projects working
towards a federated platform
(Exchange) to facilitate the
matching of cases with similar
phenotypic and genotypic profiles
(matchmaking) through
standardized application
programming interfaces (APls) and
procedural conventions.”

(Z&Z&3R: Matchmaker Exchange (MME)
&, ZLHEEEEZEDE0, (REEGF
DEIFEED) FEEZERL ., ZEDE
EEHERFHEBEL T 5E0'570
STOR (R UFDT=0 D EELGIER
HETSIRT+—L4) T, 201310812
Bithan sz, iZE{ SN -APIETOR
J—)LIZEY, U DKREE EfnFE
FEIBEEFERLTDTYFoTHEDSB
L, BLDF—LPTO ORI H %
SmLEEL TS, )

AME

«’g Copyright 2020 Japan Agency for Medical Research and Development. All Rights Reserved.
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/\X/ Genomics
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Undiagnosed Ll
Diseases Network OO e
Sia q3so™
Established 2015
pedigree data
Applications Received [ ETZ0NNNN

Established 2014
proband data
.
554 . Applications Under Review NA
- Participants Accepted _
- Participants Evaluated _
374 l Participants Diagnosed -
43.8%

S+ INy
Z

A3
<

Diagnosis rate
As of 30 Sep 2019
24 (27, 35)

28.9%
As of 27 Nov 2019
33 New Diseases
$170 wmillion ¥33.9{8 M ($33.9 million)
2014 - 2019 Total Budget 2015 - 2019
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? IRDIRC  EfRAHDERERARIY—T L R

AMED

International Rare Diseases Research Consortium

MEEBENEETDLO Y- 7 LTIEEL, 5ERBTIOMSLL L H
9 Hfunding agencyEFEMNEFY, FDOEREBEAREEI VL ELG IR,
BRUOBERFOEIERRBIZ OV THERSTIT S

D& BB T10MS /55 LU _E 37 9 % funding agency - REET-S-HHORARFHE

FOEBOS TR - BRI
FmOREBRETIOMS/SF L EZHT HEE

JEERER> BB~ DIEELHARHE

BLEWEDERBEEZRRONDBEFK HRE/BSIcET3FEHEET0ERL

2017411810, 118, Consortium Assembly (JNERH#4REHAL) DERE
FMES B C hjZI)J J_j:é PMDAZE&EHED L EZIKODHR%EJ%%%:.MO

() |

A !*
ﬁﬁ J'L . N e I:t’;,:;wt i y EIethon EUROPEAN « .
EEEEEEEEEEE coMMmission AMED
217E m» -3 mm ) & [ o D
54 0| 1$ I\ H(H\J’\}L NHGRI NICHD// ’-‘5‘35“?__%{1;5;‘ Im SANOFI y) (2017410 AFF )
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International Rare Diseases Research Consortium

F/DEEIZxL . IRDIRCIZELYT10 N4 HAZ (IRDIRC Goals 2017-2027) MKESN , T
ESRUVARTIA—RETINLDRIFZXHIET FEHNEREHICHESNLTILNS,

« Goal 1: All patients coming to medical attention with a suspected rare disease
will be diagnosed within one year if their disorder is known in the medical
literature; all currently undiagnosable individuals will enter a globally coordinated
diagnostic and research pipeline (ZZ&5R: BIXIDF L& E THBDEH. ERER
(1TEEFETDETDEED. 1ELINIZHEEZEESNDLIIZT D, BitE. Wz
DNISCENTELNWETDEED, EEELEZTLLZ M-I EFH SN TES
£2IZT D)

» Goal 2: 1000 new therapies for rare diseases will be approved, the majority of
which will focus on diseases without approved options (&3 FEERIZHT
3 1,000 DFHLEBEENZFRZZZ(1H. EDKXBHIL, KIZBEZEDGUEE
EXRELIZEDTHEINETHD, )

» Goal 3: Methodologies will be developed to assess the impact of diagnoses and
therapies on rare disease patients (ZZ&Z: FLEEEE DZHT - EBEZED1>
INOREFHE T 875 57FHET Do )
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IRDIRCOIRET LR B - M DR R EERIEMREZTETHDEHR <o RII#R10-1

AMED

IRDIRC-TFORREHER . FUEEDXRBROMEMNFEIRIL A A% (HPO(Human Phenotype Ontology) M. Matchmaker Exchange @) %
IRUDIZ;EM L. WESTHIERLEVLWKREZHITEEBDENE OQZSBLEBIE TS, FVEEBIIH T HAEEDEKAFRAE (Small
Population Clinical Trials @. Orphan drug development guidebook ®) 1% 9 % TFIZIX PMDAMYS IS, (BHRD B ABEMEE~DH
EEZX>TW%, SMERKICEAIAERMETOTSLDEYELEHFTL, BIEZZERD=ODFELTWSIERDHEICES ML TLNS®,
EE DRI TNESELD T, T FERINELBEBHIZITUV, ETILEDRVYET—2 BIEFAK.GDPRBEIZDONTHE
ELRRE/HICENTETTHY BAEXITTFALTETLS @,

; . IRDIRC-TF: Small population
IRDIRC-TF: International consortium of ? IRDIRC IRDIRC-TF : Database for clinical trials @ - racics ]
human phenotype terminologies 1 B Sy —"— funders ® IRDIRC-TF: Orphan drug 5
) - development guidebook
IRDIRC-TF: Matchmaker Exchange (@ MBRAENSDIFEBAF D W o
nlafil
IRDIRC-TF: Solving the unsolved 3 m) AFMTELETHON | ? Welethan (SR A
cuRE )\ 7N
?S'foﬁii%)\\ Canadi [FDA v@ zonmw 15452 B
. (ki AN BEHRSE \_ BHRSE \_ / ~
Translational Research\ T/ LmEFERTR ] -- \
] BUMEE =T F) v
LK% g (IRUD) IRUD Beybdod 14 ,:!,;
- ','U \
ERELIZBR ETNEMIVNT—Y | %= ﬁé
é\;}* - Reve i rch H #r &
v 3 e # EinF -1 t E™ B
- : - k E
B HE _AEME O “REFL.
EBRELEME ( ] 4 ? ) < E3
- Blputi iR e/ 44 D A & 2
sa-me L MBINGRERTR Lg(gg 5 %%
THIETY |r 56 é = % % B =
ARBIHHRZ F2yH R @AM 9 ] ZES 5
57 \ wmE#
oo F8 I
A AN i
TRERSEHEREENR |
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AMED

e IRDIRC Consortium Assembly (Elfr#f D& BHARIY—L 7 LAMBEHKEIRS) FRERS

AMEDIZ. IRDIRCO & E BIRE#RE TH HConsortium Assembly (INBHEBEIIRR) DREFZFRICT7 O 7 THHTHIIL.
FR29F11A108 (&) MB(L)DOWAB ., RR-KRFATOARSMICMBHERRSEBSRBERELEL,

-
— — - e

BHASMELRYNBARDHERARADREETH=IC RINHIEEEAAMEDD EHERE
ENBATITHNAIRDIRCONMBHBEIRETIE. F#OKENHFTEEOLAMME - REAXIET IMERFEORREEET
BEELIC. REBITRERARICOVWTIRLEREROLET . R AR IO VM HE T HAMEDE, FR27ETEDMEB
LI, S5 R29F8 A AR INI-IRDIRCOF 10H F H1Z (IRDIRC Goals 2017-2027) [ZHRETERFEM SRS T B4 L,
IRDIRCHEE&E LD HARVIBERINENISFEL TREBHITTFRALTLET,

SEOEEMBMEREIE. EERI100NEBEZDERICHITTARIBHICERTIROIEELI(IVYI TL-, REEETE
1~2BILARAINEREAD. INBLIEDAMEDD EMRHON., PO T THIOH TERDAMEDAZ A FREMIEIINEERE
':&fb\")gsl/f:o

B ELBE/M29F118108 (£) F&I121E. AMEDA L ER->THARIZHEEL =t v 3> [ Strengths and Challenges in
Rare Diseases Research in Japan (ARIZH (T5F DEEMENDRALREBE) IZEEL. BATOFDEE., HFICH#KICEAT S
MEFRBREZSMERMTEAELELZ, BV arTRRKEBAT FEEFTBRERFE DHEHEREEDEZ. AMEDD N ELES
BE. M ITBEAEEMEEEFLEHE (PMDA) . SHOCAEBETHEELREZEITTCULOSIMRENBEL ., BUR- K.
EERG, EERS. T A7) O ERELGESICEAT ARREERTIICEAEL,

EEM - EEESOBABTEHRIEKREELIZZBERUTEINET , HBEMICATEH, 7TUOTITHET DB RIXKRELEF
FEBOTWWAEEADTLEY TDHAFICTFABICIE. IEMRBRREERICEAENRDSZITTHEL, IH5LFaVy—37 A
HEDEREETHEREZXAL. ILELREEO . AWML DENYEZHBREIEIENMBO TEETYT , EREENNE
DHFE N EFTORBERYIYIZ, AMEDIZC A DB MDE - B HELZ R >TLNEFET,
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AMED Gene & Cell Therapy Symposium G&fzF-$IHaR7 RS L) @d:ﬂ”%ﬁm

AMED

B FRREMIaRET —ICLEERNGL RO LZhHE o = BEE

BT AE (invivoBIE AR CHEAERET—<IZ.KEH., DUAR—ILHIS KOLFHIBEL.
NSRRI LEEELT (20205 2822R) , & (£1004 .,

EREEIICENVTERL TS NERMERERTOS 5L (SICORP) 1D U R—IL A*STARE
DERBLE FREAELT) OMBIFERIREED X VIATII—T10 7L BRMRRICKD T#AE
EEERALLAEEE OEBRESEZFER-LDT. KOLMSIFEHAMIVRA ESRATIZESL L EL
OAVRETEE,. BEELGBESFTH/LHEN TS,

£
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Gene & Cell Therapy
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: 2 :? [SAT] 13:00-18:10
RHIM8 1230 / LA Tals 18309930
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GA4GH (JJZVALEROILHOEFTES) LDEKECLS Rll#K12
GEM-Japan (GEnome Medical Alliance Japan) ;&)

I I

X - ’/ GEnome Medical alliance Japan : B

> U LNEIREEERIBIROEFRIRECE DG -4 2 (o
I, )|, T HES GEMjapan e RO v il e o SN v
/I} IJ /0 %é. l//\} LT}E:& sharing = common diseases and rare diseases

> E $A$ . @r,u\ﬁjh’l‘aﬁzﬁﬁﬁ . B;'R*:t’%t“ ;tl\:ﬁ L/ S Jap?rzssial:;:ants X Japasir:cilsep;sa:tlgﬁants
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’;’/ ICD-11 %J

For Global Patients!

Better Diagnoses & Treatments

Q)
O
QD
:
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“JAM e/

A\ &

)’ (17 P
S . e
ra ANV Hilllll Use

Ontology

Cross European & African data access control |

Search Population Researcher Identification -
XTogoVar(AARANT / LAZHMEMET —FIR—X) USTINAFH A TR T—AR—X 12— (NBDC) LROISTA TH A TV A E T —FIN—RAZL 4 — (DBCLs)acD#HE)Tn'CFaﬁ%L,
TWB, 7/ LBRIIDENZEDENNY TR BEZRE - BEL-T—4X—XTY,
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EREY /LT —3X—RAGReAT : BREENFICE TE5T—42L 7)) i
(Genome Research for Asian Tuberculosis, GReAT) «’.

AMED

S HITHERBZITHL TR RO ENEE, 7O7HECERO SHMERLE S DY/ LT —
BA—ZEHELT-, FRERITE Y —H—DRROL /L TR SRE B ARG TR
EETL, EFIT RO REDHEORR CREFRORBEBEREITORTF TN RXHKEE
BLCIERT—2% AT 5. TR

/’ \
N A
EDFRETEER (2B S, Bt RZMHARERSE) EILE
T/ LT—ER—=2
GReAT
4,500k DEERELY . £
(DL TlE MICO#ER D3N D1E451,270
MIC 5 M B DN T T — 2B
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. Concentration \ /

(BAFBELRE) GReAT: #I[R 274 (202043 A B &)
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i
=

DA ,ﬁg ] ' FIREFT YA — DR
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Sequencer) [2& 224/ LIEROINE | | RRABEEED TN (TnSeq)
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, Rl 4815
GloPID - R 4 @
(Global Research Collaboration for Infectious Disease Preparedness) po ..

AMEDIZ2015F ZGloPID—RIZINIBEL., FITHEIZEITEAT I3V T O EEZEANDELZ D, HBE
[ZHBIFBET—R 7Y TIZET A ARAR U NEDERZEEZ{THOTULNS,
1. GloPID-RICDWT

20134817, TIRTEREDZEFEITATICEEL TR BEE 2N HIROSICEIE NI THESN AT SHEMRIDEED . TN SI5R

HERED, BEREO T NI LA IFREN S48 LIAICI R BRI IEZITOCE 2 BN E T BT SBR[ LB EPREE A =
7747

2. BMAYIN—-

TIWESFI AR BFH AF2 ECy RAY, TR TFDIb, ARAY A=RRSU7 . BBEL JIVI14 ., B87IVUA. 591 KE.

7Nz (FIVNRIETNTI-) OBAT (R) MAFSIBME. REITE. EIL&XUSAY -5/ YEAEL DAL MSARNAEE
AZN\N= (OO0, £27HBENNNERLTVS.

20158H. HANSAMEDINEE.

3. GloPID-RICBVWTETHDEREER
OF—H217. QIRT, Sh. FIT V. FiRZANRERRERE 7D NI LA ONOIRTTLRFE L. @Preparedness (BERAEDIE
TATHACBII2 v/ 71 L) | @REAREER, ORI FEDEE,
WHOEDIE(CED” Global research and innovation forum: towards a research roadmap for the 2019 novel

Coronavirus”h'FfESN (20202811, 12H) | FEIIOFIAIIARERAE (COVID-19)RATICIL T BMATTMFEO— R
NyIEFEDE (RRIBERMHSH) .

* QT —ARB(CEHEL T, IF2IVCHIFZTHEGEIT (20164)  ITREHMECHIFZIASHIMERIT (20184F) |
FAIOF 1)V AT (20204E) (CERULT. Wellcome Trust 8L ¢ HROIATT LB EMTHE AR OEHEL T,
AMED(ZT =493 17U EBADE L 2Tl

4. AMEDEUTODIEED

MERSESE, ZIKV (ZHhUAIVR) BIEDAMEDIAFTZIRICRE I 21FkIZMt (2015678, 20165F1H)  FRiE= (2016
fF£3H. 2017434, 20185%F2H) NOHE. 20185F7HSNewsletterfFEADT . &

20195 GloPID-R#=DAMEDRA ML & BFfE, T—921 7)) T —X(CHARARY MEDE TENE, (2019F5H13H.
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