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Initiative on Rare and Undiagnosed Diseases (IRUD)
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An example of completely new disease (OMIM#616737)
Large platelets Curved fingers Swollen legs
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Patient 1
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Patient 2 __
50 000/u| g

Takenouchi and Kosaki AJMG 2016

Both patients had Three more patients
mutation in a gene called » have been identified
CDC42. subsequently. 6
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https://www.orpha.net/

A IRUD Beyond

| Beyond diagnosis
&\é\“}olli*g Nation-wide Dx coverage—bridging from TR to Tx
3 E
t;k /\) \§ Supporting Pre-orphan drug development and drug repositioning
/q Qgso\@ 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,
iPS research: UK(MRC/NIHR) AMED provides bilateral budgets for fostering

Spain
Interstellar Initiatives with NYAS (Basic Sciences FY2016")
9

young investigators
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7/ LZRIFEHROEEHHES & EF % [X] 5 Global Alliance for Genomics and Health
(GAAGH)D K A4 ~x—7AY 7 MZIERIFIR (2019528)

Genome Medicine Alliance Japan, GEM-J

NY,
Japanese (homogeneous genome and healthcare) and the Global ‘\»"4 d /N
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Sharing of Data, ldeas, Experiences and Technologies

Clinical practice

Japanese disease variants
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