Original Research Article

Relationship between MLH1, PMS2, MSH2, and MSH6 gene specific alterations and tumor
mutational burden (TMB) in 1,057 microsatellite instability-high solid tumors

Mohamed E. Salem*1 MD, J. Nicholas Bodor*2 MD, PhD, Alberto Puccinizs MD, Joanne Xius PhD,
Richard M. Goldbergs MD, Axel Grotheyz, W. Michael Kornss MD, Anthony F. Shieldss MD, PhD,

William M Worrilow1 MD, Edward S. Kim: MD, Heinz-Josef Lenzz MD, John L. Marshallzo MD,
Michael J. Hall2MD, MS

List of materials included in this document

1) Supplementary Figure S1. Total number of MMR gene mutations identified per tumor

2) Supplementary Figure S2. MMR gene mutational patterns among 443 tumors with at least one

MMR mutation

3) Supplementary Figure S3. Rates of MMR protein loss and MMR mutation examined by gene in

tumors with complete MMR [HC and NGS testing (N=418)

4) Supplementary Table S1. Tumor mutational burden (TMB) stratified by the presence of an MSH6
mutation and by disease site



Supplementary Figure S1: Total number of MMR gene mutations identified per tumor
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Supplementary Figure S2: MMR gene mutational patterns among 443 tumors with at least one

MMR mutation
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Supplementary Figure S3: Rates of MMR protein loss and MMR mutation examined by gene in

tumors with complete MMR IHC and NGS testing (N=418)
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Abbreviations: IHC, immunohistochemistry; NGS, next generation sequencing;



Supplementary Table S1: Tumor mutational burden (TMB) stratified by the presence of an MSH6
mutation and by disease site
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