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Supplementary Figure S2

MMR gene mutations calling
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MMR gene list:
MLH1,MSH2,MSH6,PMS2,

MSH3,MLH3,PMS1, and EPCAM (deletion)

 SNV & INDEL

ACMG-AMP based
classifiction

Classified by
OncoKB-CnaAnnotator

VUS Pathogenic/
Likely pathogenic

Benign/
Likely benign

Mutation functional prediction

Pathogenic / Likely pathogenic MMR gene alteration

pMMR/MSI-H
(n=35)

RNA-seq for tumor

2. Mutational signature analysis

3. MMR gene mutations profiling

4. MMR gene transcription

5. Tracking of non-MMR genes factors

 WES for Paired Normal-Tumor

1. Gene mutations profiling 

Copy number variations


