©
2020 2022

Development of a new genetic testing by clinical natural language processing and
comprehensive gene analysis
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This study aimed to implement a medical algorithm that can automatically
diagnose with high accuracy using Clinical Natural Language Processing (CNLP) and Next Generation
Sequencing (NGS). We created a simulated patient record for Dentatorubral-Pallido-Luysian Atrophy, a

neurological disease, and attempted to examine CNLP extraction using the Human Phenotype Ontology
(HPO). We also examined the diagnostic structure of the microarray chromosome examination, which was
covered by national medical insurance in 2021. Furthermore, as a reference for CNLP, we conducted
an analysis of information related to tweets over the course of 2022 concerning Fragile X Syndrome
(FXS) and Down Syndrome (DS), both representative developmental disorders. Unfortunately, due to the
COVID-19 pandemic, we were unable to obtain sufficient research results.
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