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High-throughput sequencing has greatly contributed to precision medicine.

However, challenges remain in reporting secondary findings (SFs) of germline pathogenic variants and
managing the affected patients. The aim of this study was to examine the incidence of SFs in
Japanese cancer patients using whole exome sequencing (WES) and to understand patient preferences
regarding SF disclosure. WES was conducted for 2480 cancer patients. Genomic data were screened and
classified for variants of 59 genes listed by the American College of Medical Genetics and Genomics
SF v2.0 and for an additional 13 hereditary cancer-related genes. Majority of the participants (68.9
%; 1709/2480) opted for disclosure of their SFs.This was a first attempt at a large-scale systematic

exome analysis in Japan; nevertheless, many cancer patients opted for disclosure of SFs and
accepted or considered clinical management.
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Table 1. Demographics of cancer patients

Demographics

Figure 1 summary of this study
Age, years old

328187 variants in 59 AGMG v2.0 genes
s

mean + SD 65.7+12.7 was eniied Bom 3480 poripans
- MAF < 0.005
range 1 1 98 1 patient was excluded as a non- Categorized as DM in HGMD, P/LP in ClinVar
SF because already diagnosed as
Sex, n MENI by clinical symptom
male : female 1407 : 1073
Cancer type, n (%)
4 patients were under
and
Colorectal cancer 704 (284) 1 patient was difficult :rc,comm
due to transfer to the other hospital
lung cancer 475 (19.2)
gastric cancer 300 (12.1)
liver cancer 243 (9.8)
head & neck cancer 190 (7.7)
breast cancer 171 (6.9)
. 16 patients continuing to follow-up by
pancreatic cancer 68 (2.7) nical experts
others 329 (13.3)
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The report of the 2017 PSGCA meeting and the importance of collaborations of genetic counselors in Asian-Pacific area
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http://www. igakuken.or.jp/schizo-dep/geneticcounseling/index.html
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