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[Purpose]

Cancer genome profiling test is now a common method to obtain the druggable gene alteration for
cancer patients, however, it is unclear that the identified gene alteration is truly responsible for
each case in view of cell signaling pathway. We here try to establish the original biomedical
informatics pipeline collaborating with molecular and pathological methods, and finally develop the
integrated cancer genomic diagnostic system.

[Method]

We herein developed a rapid cancer clinical sequencing system by amplicon sequence targeting
160 cancer genes; PleSSision (Pathologists edited, Mitsubishi Space Software supervised clinical
sequence system for personalized medicine)-Rapid. We have obtained more than 1600 cases'
cancer gene profile and perform molecular pathological analysis beside the biomedical informatics
analysis using our original scoring system to evaluate the biological and clinical value of each gene
alteration.

[Result]

We have analyzed 1239 cases based on the global cancer database. In addition, we have
analyzed the correlation between pathological parameters such as histological grade,
differentiation, invasion, clinical outcome, and so on. In results, we have identified actionable gene
alteration in 76.9% in total; SNVs in 60.4%, CNVs in 35.8%, TMB-High in 17.4% and HRD in
11.1%.

In breast cancer, the mutation pattern of PIK3CA, GATA3 and TP53 might predict the future
invasive progression from DCIS to IDC as a diagnostic biomarker. In ovarian cancer, high CNV
score was associated with poor patient's prognosis as a prognostic biomarker. Now multiple
analysis for variable organ types of cancer is ongoing.
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[Purpose]

Cancer genome profiling test is now a common method to obtain the druggable gene alteration for cancer patients, however, it is
unclear that the identified gene alteration is truly responsible for each case in view of cell signaling pathway. We here try to establish
the original biomedical informatics pipeline collaborating with molecular and pathological methods, and finally develop the integrated
cancer genomic diagnostic system.

[Method]

We herein developed a rapid cancer clinical sequencing system by amplicon sequence targeting 160 cancer genes; PleSSision
(Pathologists edited, Mitsubishi Space Software supervised clinical sequence system for personalized medicine)-Rapid. We have
obtained more than 1600 cases’ cancer gene profile and perform molecular pathological analysis beside the biomedical informatics
analysis using our original scoring system to evaluate the biological and clinical value of each gene alteration.

[Result]

We have analyzed 1239 cases based on the global cancer database. In addition, we have analyzed the correlation between
pathological parameters such as histological grade, differentiation, invasion, clinical outcome, and so on. In results, we have identified
actionable gene alteration in 76.9% in total; SNVs in 60.4%, CNVs in 35.8%, TMB-High in 17.4% and HRD in 11.1%.

In breast cancer, the mutation pattern of PIK3CA, GATA3 and TP53 might predict the future invasive progression from DCIS to IDC
as a diagnostic biomarker. In ovarian cancer, high CNV score was associated with poor patient’ s prognosis as a prognostic biomarker.
Now multiple analysis for variable organ types of cancer is ongoing.
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