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Technical survey and standardization of pathogenic variants for
developing a database of disease genes.
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Investigations of application of phenotype data of model animals to
researches of disease.
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Investigation of trends in intractable disease-related databases,
promotion of mutations data collection and development of
bioinformatics tools for database construction
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Training as curator with background of genetic counselling
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Training and implementation of curation/annotation skills

for the students in genetic counseling programs and for certified
genetic counselors.
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Standardization and technical survey on integration of phenotypic
and disease variant data regarding development and expansion of
database of disease gene variations
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1. Pathogenic Variant Database

We have functionally improved the pathogenic variant database, DPV that was originally
developed as a prototype.

Existing pathogenic variant databases and related biomedical databases were evaluated.
Standardized phenotypic data format based on human phenotype ontology and long-read
sequencers were taken into consideration. Additional functions included convertor from
HGVS to genomic coordinate, automated annotations of variants, registration of curated

variants.

2. Curation of Pathogenic Variants
We have registered 2500 pathogenic variants which are ready to be made publically available.
There pathogenic variants were obtained with in-house data and publications that were

obtained with appropriate informed consent.

3. Development of Software Applications

We have developed a tool to choose single line from a multi-line VCF file so as to protect
confidentiality. The tool had graphic user interface and can run as Java application on
multiple computer system. We closely communicated with Kyoto University group so that
our operation will be integrated. The basic format for pathogenic variant database will

follow that of minimal data set of the ClinVar database.

4. Human Resource Development
We have started to offer on-the-job training in interpretation and curation of raw variant
data to medical geneticists and genetic counselors. We have designed e-learning course in

variant interpretation and curation.
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