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The construction of the platform is essential
for the aggregation and integration of
iInformation to facilitate its secondary use



Platform for rare/intractable diseases ¢

In February 2017, AMED started research on the
construction of information infrastructure (Platform for
rare/infractable Diseases) for “Practical Research
Project for Rare/Intractable Diseases” supervised by
AMED and the “Policy Research Project on intractable
diseases” supervised by MHLW (referred to as the
“Rare/Intractable disease group”).

“Platform for rare/intractable diseases” is expected to
be ready for full-scale operation in 2018. Its objective is
to facilitate the maximum effective utilization of
iInformation on rare diseases/intractable diseases that
“Rare/Intractable disease group” has obtained.
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AMED

(1) Aggregation of information held by “Rare/Intractable disease group”
and release of data item (referred to as the “catalog”) out of them

(2) Support for registry construction

(3) Aggregation and integration of information held by the “Rare/Intractable
disease group” and promotion of its secondary utilization inside and outside
of Japan

(4) Development of artificial intelligence (AI)

Outcomes and Impacts

Promotion of research Improvement and
and development standardization of registry

International
collaboration
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Research group of Practical Research Project Research group of Policy Research Project on
for Rare/Intractable Diseases intractable diseases

Support of r_egistry}

construction i
Data sharing and [ Data sharing and

provision provision

Collaboration

Center for an Integrated Center for an Integrated
Database of Genomic “ Database of Clinical

Information Information

Approval for provision of information by “Platform for rare/intractable diseases”
and by the research information resource

Cooperation with other AMED
Provision of data programs by way of data
sharing and provision

Program for an Integrated Database of the Clinical
Third-party institution and Genomic Information Project for Promoting a
Clinical Innovation Network

Request for
secondary use
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The Rare/Intractable disease group of “Practical Research Project for Rare/Intractable Diseases”

and “Policy Research Project on Intractable diseases” supervised by the MHLW has released the
catalog information of about 90 registries.
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Outline

“Platform for rare/intractable diseases” will
appropriately provide support for construction
of the patient registry to assure the quality of
the data (accuracy, reliability, consistency,
usability, etc.) through standardization.



Support of registry information

Registry research
for Rare/Intractable
Disease A

Registry research
for Rare/Intractable
Disease B

Registry research
for Rare/Intractable
Disease C

Operational
support for . .
ey Support of registry construction

Provision of standard operation documents
such as standard protocol and standard
document for informed consent necessary

for each research project

Standardized case data collection system
is established to support data collection
for each research project

Data provision
from registry
research

Standard operation documents prepared by “Platform for rare/intractable
disease” (e.g., standard protocol and standard document for informed
consent) will be customized for each “Rare/Intractable disease group” and
used for the research.
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(3) Platform for rare/intractable diseases
Center for an Integrated Database of Genomic Information

Platform for rare/intractable diseases

Database of Genomic
Information

ECenter for an Integrated

|

|

Database of Clinical

Center for an Integrated
Information

Integrate and manage genomic information shared and
provided by each “Rare/Intractable disease group”

¢o

AMED

Promote collaborative study and secondary utilization through
release of profiles of usable information

Provide incentive to information source

(e.g. support of genomic analysis and use of search tool for

causal genes)

Creation of added value by integrating clinical information and

omics information
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Center for an Integrated Database of Clinical Information

Platform for rare/intractable diseases

Database of Genomic Database of Clinical

Center for an Integrated Center for an Integrated
Information Information

Integrate and manage registry information shared and provided
by each “Rare/Intractable disease group”

Promote collaborative study and secondary utilization through
release of profiles of usable information

Provide incentive to information source
(e.g. proposal for the research based on the analysis of
integrated data)

Creation of added value by integrating omics information and
other registry information



Lastly, ¢

The mission of “Rare/Intractable disease
platform” is to support the development of
research for rare and intractable diseases
through facilitating the maximum effective
utilization of information obtained by
“Rare/intractable diseases group”.

We ask for your understanding and cooperation
for this platform.
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