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The review of outcome definition (phenotyping) to detect diseases
Rieko Izukura®™, Yamashita Yamashita™!, Chinatsu Nojiri*?, Atsushi Takada"!, Yasunobu Nohara*!, Naoki Nakashima"!

*1 Kyushu University Hospital Medical Information Center, *2 Care four,Inc.

Nowadays, “phenotyping”, the procedure for patient identification with specific diseases or pathological status
by using EHR, administrative and claims data and information from physical examination, has been in widespread
use. In US, various phenotyping algorithms are sorted out in “Human Phenotype Ontology” or ‘“Phenotype
Knowledge base”. In Japan, AMED, MIHARI Project and MID-NET Project have created the various outcome
definitions throughout phenotyping. As the use of MID-NET system in public starts in FY 2018, it is extremely
important to immediately sort out these outcome definitions. Therefore, we collected and reviewed the outcome
definitions studied in these Project and the literatures of JAMI. Twenty-seven outcome definitions were found in
this study. The largest number of disease or syndrome was those of “metabolism or endocrine system”. It was
likely that the disease with the complicated pathological status or specific features reduces PPV unlike the disease
named as an abnormal laboratory result. We need the further collection and fixing of the outcome definitions. Also
we are going to improve these definitions by applying machine learning methods. Our efforts must be helpful for

new MID-NET users and the other DB projects.
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