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Complete Loss of EPCAM Immunoexpression Identifies EPCAM Deletion Carriers
in MSH2-Negative Colorectal Neoplasia

Table S1. Clinicopathological features and molecular alterations of all cases.

Aget MSH?2 EPCAM EPCAM Mutated Chromosomical

Case Patient Family  Gender (years) Lesion Histology Location Expression Expression Evaluation Gene Alteration Significant
la 1 1 M 31 MA Mucinous Right colon - + EPCAM Deletion of exons 8-9 Pathogenic
2 1 34 CP HP Right colon + +
3a 2 1 M 62 MA Mucinous Right colon - - I EPCAM Deletion of exons 8-9 Pathogenic
4 2 63 CP HP Right colon + +
5 2 63 CP SSA Right colon - +
6 2 64 CP SSA Rectum - -* I
7 2 65 cp TSA Rectum - -* I
8 2 66 CcP SSA Rectum - +
9 2 67 cp SSA Rectum - * I
10a 3 1 M 43 MA Medullary Right colon - + EPCAM Deletion of exons 8-9 Pathogenic
11la 3 43 MA Mucinous Left colon - +
12 3 43 cp SSA Left colon - - I
13 3 43 CcpP TVA Left colon - +
l4a 4 1 F 43 MA ADC NOS Right colon - - I EPCAM Deletion of exons 8-9 Pathogenic
15 4 43 CcP TSA Right colon - +
16 4 45 CcP SSA Right colon - +
17a 5 1 M 45 MA ADC NOS Right colon - + EPCAM Deletion of exons 8-9 Pathogenic
18« 5 45 MA Mucinous Right colon - +
19a 5 45 MA Mucinous Left colon - - I
20 5 45 cp TA Right colon - +
21 5 45 cp TA Right colon - +
22 5 54 CP TA Rectum - -* I
23a 6 1 M 44 MA Mucinous Right colon - - I EPCAM Deletion of exons 8-9 Pathogenic
24a 6 44 MA Mucinous Right colon - - I
25a 6 44 MA Mucinous Left colon -
26 6 45 cp SSA Right colon - +
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179 68 52 cp TVA Right colon - +

180 68 53 MA ADC NOS Colon - +

181 68 54 cr TA Colon - +

182 68 54 cr SSA Colon - +

183 68 58 MA ADC NOS Colon - +

184 68 61 cr TA Colon - +

185 68 62 MA Medullary Right colon - +

186 69 F 54 cr SSA Right colon + + MSH?2 NES

187 69 55 CcpP SSA Left colon + +

188 69 57 CP TA Right colon - +

189 70 F 47 MA Endometrioid C Endometrium - + Unknown No mutation found
190 71 F 33 MA Mucinous Left colon - + Unknown No mutation found

Abbreviations: a, cases included in previous series (refs.12,13); #, age at diagnosis; F, female; M, male; B, benign; P, precursor; CP, colorectal polyp; MA, malignant;
ADC NOS, adenocarcinoma not otherwise specified; ADC PD, adenocarcinoma poorly differentiated; C, carcinoma; CH, complex hyperplasia; SH, simplex
hyperplasia; HP, hyperplastic polyp; TA, tubular adenoma; SSL: sessile serrated lesion; TSA, traditional serrated adenoma; +, positive; -, negative; -*, focal negative; C,
cytoplasmic; I, informative; NI, noninformative; NFS, not further specified; VUS, variant of unknown significance; NA, not available.

Table S2. Clinicopathological features and molecular alterations of colorectal polyps.

. . . . . . MSH2 EPCAM Mutated
Case  Patient Family Gender Age  Histology Location Size (mm) Dysplasia Expression Expression Gene

1 1 Family 1 M 34 HP Right colon 1 WD + + EPCAM
2 2 Family 1 M 63 HP Right colon 5 WD + + EPCAM
3 2 Family 1 63 SSL Right colon 4 HGD - +
4 2 Family 1 64 SSL Rectum 5 HGD - *
5 2 Family 1 65 TSA Rectum 8 HGD - -+
6 2 Family 1 66 SSL Rectum 14 HGD - +
7 2 Family 1 67 SSL Rectum 10 HGD - -+
8 8 Family 1 M 43 SSL Left colon 7 HGD - - EPCAM
9 3 Family 1 43 TVA Left colon 6 HGD - +
10 4 Family 1 F 43 TSA Right colon 8 HGD - + EPCAM
11 4 Family 1 45 SSL Right colon 10 HGD - +
12 5 Family 1 M 45 TA Right colon 4 HGD - + EPCAM
13 5 Family 1 45 TA Right colon 4 HGD - +
14 5 Family 1 54 TA Rectum 5 HGD - -*
15 6 Family 1 M 45 SSL Right colon 2 LGD - + EPCAM
16 14 Family 6 F 40 TA Right colon 15 HGD - - EPCAM-MSH2
17 14 Family 6 42 TA Right colon 12 LGD = +
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57 55 48 TA Right colon 15 LGD - +
58 55 48 TA Right colon 10 LGD - +
59 64 M 57 TA Right colon 1 LGD + + MSH2
60 64 57 TA Right colon 9 LGD - +
61 64 57 TA Right colon 9 LGD + +
62 65 M 53] TA Rectum 2 LGD + + MSH2
63 68 F 43 SSL Colon 8 LGD - + MSH2
64 68 45 SSL Colon 12 LGD - +
65 68 52 TVA Right colon 15 HGD - +
66 68 54 TA Colon 8 LGD - +
67 68 54 SSL Colon 7 LGD - +
68 68 61 TA Colon 5 LGD - +
69 69 F 54 SSL Right colon 2 WD + + MSH2
70 69 55 SSL Left colon 3 WD + +
71 69 57 TA Right colon 6 LGD - +

Abbreviations: F, female; M, male; TA, tubular adenoma; TVA, tubulovillous adenoma; HP, hyperplastic polyp; SSL, sessile serrated lesion; TSA, traditional
serrated adenoma; WD, without dysplasia; LGD, low grade dysplasia; HGD, high grade dysplasia; +, positive; -, negative; -*, focal negative.
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