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Comprehensive genomic profiling (CGP) provides testing of hundreds of pan-cancer biomarkers with tumor markers specific for

~individual tumor types. This approach brought the possibility of single nucleotide variants (SNV), insertions and deletions (INDELS),
~ copy number variations (CNV), fusions and splice variants detection in DNA and RNA at one time, including biomarkers tumor
 mutational burden (TMB) and microsatellite instability (MSI) additionally. The aim of this study was to validate TruSight Oncology 500

(TSO500) NGS assay using different types of DNA input samples from solid tumor and different types of bioinformatician analysis.

.............................. READ CYCLES YIELD PROJECTED YIELD ALIGNED ERROR RATE NTENSITY CYGLE 1 %>Q30 onniinnini

101 1.32 Tbp 1.32 Tbp 1.35 0.09 1329.91 93.75

10 119.04 Gbp 119.04 Gbp 0.00 0.00 1493.18 92.93

10 119.04 Gbp 119.04 Gbp 0.00 0.00 1559.93 90.05

~Inthis study, we included in total of 513 samples obtained from colorectal cancer patients and commercial reference standard Mimix™  reacs 101 132 Thp 132 Thp 131 0.3 1103.50 o313
~ - 0ncoSpan Formalin-fixed paraffin-embedded (FFPE) cell line-derived Reference Standard containing over 380 variants across 152 key o
. . . . Mon-index Reads Total 202 2.65 Tbp 2.65 Thp 1.33 0.20 1216.75 93.44
- cancer genes. Part of the samples, 295, came from Masaryk Memorial Cancer Institute Brno, other 218 come from Olomouc University =~ o
~ Hospital, Pathology department. All participants consented to the processing of their data and samples, which was documented by ™= 22 0 EeSTR zestep W o0 pres oo =
Signing an informed Consent form. The inpUt amount Of DNA’ isolated from FFPE and RNA-Iater tissue SampleS’ WaS 40 ng. A” FFPE

- samples were mechanically fragmented to the 90-250 bp dsDNA fragments using Covaris focused ultrasonicator prior to library

- preparation. TruSight Oncology 500 High Throughput kit combined with IDT for Illumina — UMI DNA/RNA UD Indexes set A/B were
- used for library preparation. The quality control (QC) of all completed libraries was performed prior to sequencing using a Qubit® 2.0
- Fluorometer with Qubit dsDNA HS Assay Kit (Thermo Fisher Scientific) and 2100 Bioanalyzer using High Sensitivity DNA kit (Agilent
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|t may be concluded that targeted known cancer variants detection using NGS technology is a cost-effective solution for analysing low -

S oo frequency SNV's, CNVs, INDELS, gene fusions, splice variants, somatic variants, structural and transcript variants, TMB and MSl arealso -

S o included in this pan-cancer cancer enrichment paneL 523 cancer-related genes in TSO500 kit were chosen based on a|ignment to o
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s B s s s ... Connected Insights (ICl) bioinformatics data analysis solution complements the laboratory portion of the testing, providing a

.S o . comprehensive solution even for high-volume sites. Compared to Velsera CGW, Illumina provides a more automated analytical

o workilow, where raw data from the sequencer are sent directly to the Dragen (Dynamic Read Analysis for GENomics) for secondary

~ The results showed that the TSO500 HT kit provides high sensitivity and specificity in detecting tumor markers in patients with - the generation of errors in the analysis workflow. The high reproducibility and robustness of the TSO500 kit in clinical settings indicate

colorectal cancer. Sequencing quality parameters have shown satisfactory quality of sequencing data (Fig.2). The average total number ~ that this tool can be valuable for personalized treatment and monitoring of oncology patients. Furthermore, the results of this research

- can contribute to the further development of diagnostic methods for colorectal cancer and similar oncological diseases. ey
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	COLORECTAL CANCER PATIENTS COMPREHENSIVE GENOMIC PROFILING USING TRUSIGHT ONCOLOGY 500

