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Diagnosis of colorectal cancer using cfDNA by specific methylation marker
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We established the CAncer Cell-of-Origin (CACO) methylation panel using the
methylation data of the 28 types of cancer in The Cancer Genome Atlas (7950 patients and 707 normal
controls) as well as healthy whole blood samples (95 subjects). We showed that the CACO methylation
panel had high diagnostic potential with high sensitivity and specificity in the discovery (maximum
AUC = 0.998) and validation (maximum AUC = 1.000) cohorts. Moreover, we confirmed that the CACO

methylation panel could identify the cancer cell type of origin using the methylation profile from
liquid as well as tissue biopsy, including primary, metastatic, and multiregional cancer samples and
cancer of unknown primary, independent of the methylation analysis platform and specimen
preparation method. Together, the CACO methylation panel can be a powerful tool for the
classification and diagnosis of cancer.
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