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Balkanized NGS and Local Cohort Studies

How to aggregate information of preclinical dementia ?

Data sharing policy® & # A'Balkanizatio
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It was not so long long times ago in the galaxy......
Global data sharing program in AMED

1. SCRUM Japan

2. Glopid-R (AMR)

3. Initiative on Rare and Undiagnosed Diseases
(IRUD)

4. MGenD (AMED clinical variant DB)
Data sharing: Why ?



No diagnosis, no treatment:
An example of completely new disease (OMIM#616737)

Large platelets Curved fingers Swollen legs
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Takenouchi and Kosaki AJMG 2016

Both patients had Three more patients
mutation in a gene called » have been identified
CDC42. subsequently.




>600 rare disease registries

Hospital Network includes
483 hospitals in Japan

ToMMO (Tohoku Univ)
provides rare variants of 3
>4000 healthy Japanese to =
speed up for precise diagnosis

Y B
Outcome of IRUD

Registered families 3356;

New 18 diseases including 2 case matches
with foreign countries

N-of-1 380 families: Successful Dx 36.9%

(<5 candidate variants)

IRUD-P

IRUD Dx Committee: Central IRB

1020 undiagnosed Pts
were diagnosed
within 6 months




IRUD exchange facilitates nation-wide case matching
Losr,  among 438 hospitals
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share 1 central IRB
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http://www.gacd.org/
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Alliance in MATCH MAKER EXCHANGE
AMED joins WORLD CUP to share variants for diagnostic
competition and cooperation from FY2019
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IRUD Beyond

Beyond diagnosis

&\i\“‘)ﬁti@oy Nation-wide Dx coverage—bridging from TR to Tx

2 E

%{’,\'}7 \§ Supporting Pre-orphan drug development and drug repositioning

51 Q;So\@ Basic sciences of gene editing Utilization of iPS cells for screening drugs
IRUD Beyond genotyping

What is missing in genotyping ? How can we
iIimprove deep-phenotyping ?
What is missing in WGS ? Enrichment of phenotyping technologies

Beyond borders

Global data sharing and fostering young
investigators through bilateral funding

Global data sharing: UDN-International/NIH, Australia, Hong-Kong, Singapore, Lithuania,
Spain iPS research: UK(MRC/NIHR) AMED provides bilateral budgets for fostering
young investigators Interstellar Initiatives with NYAS (Basic Sciences FY2016™)
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WE NEED TO SHARE FOR PATIENTS
v/ Data sharing requires trust
v Share the data, or cut the budget

No man is an island, entire of itself.
Every man is a piece of continent,

a part of the main.

Any man’s death diminishes me,
because | am involved in mankind, and
therefore, never send to know

for whom the bell tolls; it tolls for thee.

John Dunn, England 13



(ZZER)
IREAMEDD LEEDEERNZZ LIS > TSMb 5 WISz FE
L TWBEBRNEFSHCRR. BLUHIZ—/N—}

@ HFSP: Data sustainability Conference

(October 22-23; Tokyo: HIROs, HFSP = NIH+Wellcome Trust+ AMED)
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