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e-Phenotyping from clinical text for hereditary disorders and feasibility
evaluation for clinical applications

Kawazoe, Yoshimasa
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We collected case report texts for 362 cases of 151 designated intractable
diseases and developed criteria for annotating phenotypes using 70 type of named entity tag and 35
type of relationship tags. We annotated 57,520 phenotypes and mapped these phenotypes to term codes
in the disease name glossaries (UMLS, HPO, MEDIS standard disease name master). As a result, a
corpus of 179 cases, for which permission for redistribution was obtained, was published on the
researchers® website. A machine learning model was also developed to reproduce the annotations, and
its accuracy was evaluated. Although the accuracy of unique expression extraction and relationship
extraction was relatively high, the accuracy of mapping phenotype strings to HPO codes was
insufficient and remains as future work.
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