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A preliminary report toward a literature-based case discovery and case matching system
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There are ~7,000 rare genetic diseases, and it is estimated that ~4% of newborns are affected by them. Unfortunately, less

than half of them receive relevant diagnosis because the pathogenic genes of about half of rare genetic diseases are unknown.

Recently, whole exome sequencing (WES) is played an important role in identifying pathogenic variants. The discovery of

pathogenic variants by using WES typically requires confirmation of the common variant in multiple cases with the same rare

genetic disease. However, the difficulty of finding relevant cases now remains as a major obstacle. Although some repositories

such as PhenomeCentral have been developed to search for cases, they are facing a scalability issue because their population

rely on submissions from clinicians and researchers. To address the scalability issue, we report a preliminary study toward

utilizing more than one million records to be automatically extracted from case reports in MEDLINE.
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W5, BUE, K9 11,000 ROBE&SZE 2, TR TOMERIT is-a D
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