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The objectives of this research project are to perform clinical sequencing in the field of rare and/or
intractable diseases utilizing next-generation sequencers, to establish molecular diagnosis for these
diseases, to collect clinical as well as genomic information, and to establish an integrated database
of clinical and genomic information in the Japanese population that can be utilized for clinical and
research purposes. Each participating research member has a specific expertized field and has been
providing advanced genomic analysis in the field of these diseases including perinatal and neonatal
diseases, cardiovascular diseases, respiratory diseases, retinal diseases, hematological diseases, and
neuromuscular diseases. Utilizing the network and facility of the members’ laboratories, we have
collected the clinical and genomic data to construct the integrated database of clinical and genomic
information.
We have achieved the followings:
1. We have discussed ethical, legal, and social implications (ELSI) associated with data sharing
and prepared informed consent documents designed for this project.
2. We have discussed the policy of data sharing for users.
3. We have completed the design of the data storage and started to collect pathogenic mutation
data. Short read data will be collected and analyzed through a common pipeline in order to

produce high-quality data that will be deposited in database.
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