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Development of ontological representation for disease and cohort information
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An ontology was developed to provide explicit definitions of biomedical
concepts obtained in the research on the personalized genome medicine. The concepts of processes and
causal relationships are mostly investigated in this study. An ontology based on the axiom theory

was Firstly constructed in an application of Basic Formal Ontology. Another ontology based on the
rule-concept theory was developed in order to specify the roles of individual concepts in their
causal relationships to the disease onset and progression. The role-concept theory has an advantage
in ggmputation of causal mechanisms among biomedical concepts observed in genome based cohort
studies.
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