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Additional file: Table 1 Number of large deletions and duplications in the mismatch repair genes reported in

the InSiIGHT database and their clinical classification according to Mismatch Repair Gene Variant

Classification Criteria by the INSIGHT Variant Interpretation Committee.

Gene Total Number of | Clinical Total Number of | Clinical
number of | exon-level classification | number of exon-level classification
deletions | deletions duplications | duplications

MLH1 290 77 All 80 9 2 pathogenic,

pathogenic 7 VUS

MSH2 276 84 All 85 7 3 pathogenic,

pathogenic 4 VUS

MSH6 152 13 9 pathogenic, |77 1 VUS

4 VUS

PMS2 35 19 All 6 0

pathogenic

VUS, variant of uncertain significance




Additional file: Fig. 1 (Family B) Pedigree of the colorectal cancer family with MLH1 frameshift variant;

(Family C) Pedigree of the colorectal cancer family with MSH2 splice site variant.
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Additional file: Fig. 2 Microsatellite instability (MSI) analysis of tumor samples of two family members from
Family A and one tumor sample from Family C. For each family, individuals with tumor samples analyzed are

indicated by an arrow and the MSI plots are shown for the corresponding germline and tumor samples.
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