SUPPLEMENTARY TABLE S1

Ccase Gene Sex  Suspected Family History Family History Polyposis Type Polyps Polyps Polyposis 1st Cancer 2nd Cancer Extracolonic Manifestations Extracolonic Manifestations
CaselD _ Centers (1) Classification Affected Syndrome __Polyposis CRC or other cancer Classification Count Histology Age atdiagnosis __(Age at Diagnosis) (Age at Diagnosis) 1sttype (Age at diagnosis) 2nd type (Age at diagnosis)

002 HGBU Patient APC M FAP Yes No FAP Severe (>1000) FAP 49 No Duodenal Adenomas

004 HGBU Patient APC M FAP Yes Mother Uterus FAP Severe (>1000) Adenoma 33 CRC (33) Desmoid Tumor (33) Duodenal Adenoma (33)

005 HGBU Patient APC M FAP No No FAP Severe (>1000) FAP 24 CRC (24) No

010 HGBU Patient APC F FAP No No FAP Severe (>1000) FAP 29 CRC (29) No

o011 HGBU Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 17 No Desmoid Tumor OSTEOMA

012 HGBU Patient APC M FAP Yes Uncle CRC FAP Severe (>1000) FAP 15 No No

013 HGBU Patient APC M FAP Yes Father Sigmoid FAP Severe (>1000) FAP 3 No No

014 HGBU Patient APC M FAP No No FAP Severe (>1000) FAP 17 No No

016 HGBU Patient APC M FAP No No FAP Severe (>1000) FAP 30 CRC (30) Cancer Duodenum

020 HGBU Patient APC F FAP Yes Mother CRC FAP Severe (>1000) FAP 35 No Duodenal Adenomas

023 HGBU Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 35 No Gastric Polyps (35) Abdominal desmoid (36)

030 HGBU Patient APC F FAP Yes No FAP Severe (>1000) Adenomas 26 No Duodenal Polyps (29)

031 HGBU Patient APC F FAP No No FAP Severe (>1000) Adenomas 21 No No

032 HGBU Patient APC F FAP Yes Yes FAP Severe (>1000) FAP 48 No No

033 HGBU Patient APC F FAP Yes Father CRC FAP Severe (>1000) FAP 14 No No

034 HGBU Patient APC M FAP Yes Yes FAP Severe (>1000) FAP No No

035 HGBU Patient APC M FAP No No FAP Severe (>1000) FAP 27 No SoftTissue (3) Desmoid (29)

040 HGBU Patient APC M FAP No No FAP Severe (>1000) FAP 3 CRC (34) No

042 HGBU Patient APC F FAP No Father CNS Cancer AFAP 20 AFAP 56 No No

043 HGBU Patient APC F FAP No Aunt Uterus and CRC; Cousin: Thyroid FAP Severe (>1000) Adenomas 36 No No

045 HGBU Patient APC F FAP Yes Mother, Sister: Rectum cancer FAP Severe (>1000) Adenomas 17 No Gastric Polyps (17)

047 HGBU Patient APC M FAP No Father CRC Mixed Attenuated 20 Serrated Adenomas 60 CRC (60) No

050 HGBU Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 22 No LIPOMA (24) OSTEOMA (24)

052 HGBU Patient APC F FAP Yes Sister CRC FAP Severe (>1000) Adenomas 15 No No

053 HGBU Patient APC F FAP No Mother CRC FAP Severe (>1000) Adenomas 33 CRC (33) No

055 HGBU Patient APC M FAP Yes CRC FAP Severe (>1000) Adenomas 33 No LIPOMA

057 HGBU Patient APC F FAP Yes No AFAP / Mixed <100 Hiperplastic Adenomas 30 No No

058 HGBU Patient APC F FAP Yes Mother Rectum, Aunt Duodenum / Thiroid AP Severe (>1000) Adenomas 29 No Gastric Polyps (30)

060 HGBU Patient APC F FAP Yes CRC FAP Severe (>1000) Adenomas a5 CRC (47) Gastric Polyps (45)

069 HGBU Patient APC F FAP No No AFAP <100 Juvenile 22 No No

071 HGBU Patient APC F FAP Yes Yes AFAP Severe (>1000) Adenomas 2 No No

075 HGB! Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 18 CRC(21) No

077 HGBU Relative to case 033 APC F FAP Yes No FAP Severe (>1000) Adenomas No No

079 HIBA Patient APC M FAP Yes No FAP Severe (>1000) Adenomas Sarcoma (37) Thyroid Cancer (40)

080 HIBA Patient APC F FAP Yes No FAP Severe (>1000) Adenomas CRC (48) No

081 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 32 CRC (42) CRC (32) Desmoid Tumors (34, 36) Rectal and Anal Polyps (49)

082 HIBA Patient APC M FAP No No FAP Severe (>1000) Adenomas NA No

083 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 50 No No

084 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) ‘Adenoma High Dysplasia 35 CRC (61) No

085 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000)  Hyperplastic Polyps; Adenoma Low Grade Dysplasia 31 No Desmoid Tumor (35)

086 HIBA Patient APC F FAP No No FAP Severe (>1000) Adenomas Pancreatic (55) No

087 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 37 No No

088 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 24 No No

089 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 15 No No

090 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 36 No No

091 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 17 No Thyroid Cancer (35)

092 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 33 CRC (34) Rectum Adenocarcinoma No

093 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 20 No No

094 HIBA Patient APC M FAP Yes Yes AFAP Severe (>1000) Adenoma Low grade dysplasia 2 No No

095 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenoma high grade Dysplasia 50 No Gastric and Duodenal Polyps, low grade dysplasia (28) Adenoma of the ampulla of Vater (52)

096 HIBA Patient APC F FAP Yes Yes FAP Adenoma high grade Dysplasia 28 CRC (28) Stomach Polyps (28)

097 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenoma Low grade dysplasia 12 No No

098 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 52 No No

099 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 29 No No

100 HIBA Patient APC F FAP No No FAP Severe (>1000) Adenomas Breast Cancer (55) CRC (75) No

101 HIBA Patient APC M FAP No No FAP Severe (>1000) Adenomas CRC (38) No

102 HIBA Patient APC M FAP No No FAP Severe (>1000) Adenomas CRC (38) No

103 HIBA Patient APC F FAP No No FAP Severe (>1000) Adenomas No No

104 HIBA Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 30 No No

13 HIBA Relative to case 095 APC M FAP No No FAP Severe (>1000) Adenomas No No

115 HIBA Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 32 No No

170 HEC Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 18 No Duodenal Adenomas (18)

171 HEC Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 23 No Duodenal Adenomas (30)

173 HEC Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 15 No Duodenal Adenomas (26) Fundic Gland Polyps (26)

174 HEC Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 12 No Duodenal Adenomas (13) Fundic Gland Polyps (13)

179 HEC Patient APC F FAP Yes Yes FAP Severe (>1000) Adenomas 23 CRC(23) duodenal papilla adenocarcinoma (32) Fundic Gland Polyps (32)

183 HEC Patient APC M FAP Yes Yes FAP Severe (>1000) Adenomas 12 No No

185 HEC Relative to case 170 APC NA FAP Yes Yes FAP Severe (>1000) Adenomas No No

186 HEC Relative to case 170 APC NA FAP Yes Yes FAP Severe (>1000) Adenomas No No

187 HEC Relative to case 174 APC NA FAP Yes Yes FAP Severe (>1000) Adenomas No No

188 HEC Relative to case 174 APC NA FAP Yes Yes FAP Severe (>1000) Adenomas No No

019 HGBU Patient BMPRIA M FAP No No FAP Severe (>1000) FAP 25 CRC (39) No

109 HIBA Patient BMPRIA F FAP No No FAP Severe (>1000) Adenomas a8 CRC (48) No

001 HGBU Patient BRCAL M FAP No No FAP Severe (>1000) FAP 42 No No

049 HGBU Patient ERCC2 F FAP No Father Kidney AFAP Adenomas 52 No No

003 HGBU Patient FANCM M FAP No GrandFather CRC AFAP 20 Adenoma 58 CRC(58) No

029 HGBU Patient FLCN M FAP No AFAP <100 Adenomas 64 No No

110 HIBA Patient MSH3 F FAP Yes FAP Severe (>1000) Adenomas 42 No No

048 HGBU Patient MSHe M FAP No vary, Breast AFAP 20 Adenomas 57 CRC (57) No

017 HGBU Patient MUTYH F FAP No FAP >100 FAP 43 CRC (43) Thyroid Nodule (43)

024 HGBU Patient MUTYH F FAP No FAP >100 FAP 37 CRC (37) No

078 HIBA Patient MUTYH M FAP Yes FAP >100 Adenomas CRC(72) No

105 HIBA Patient MUTYH M FAP Yes FAP >100 Adenomas 50 No No

106 HIBA Patient MUTYH F FAP No FAP >100 Adenomas CRC (63) No

107 HIBA Patient MUTYH M FAP No FAP >100 Adenomas CRC (47) No

108 HIBA Patient UTYH M FAP Yes FAP >100 Adenomas 57 No No

11 HIBA Relative tocase 105 MUTYH F FAP No FAP >100 Adenomas No No

12 HIBA Relativetocase 106 MUTYH F FAP Yes FAP >100 Adenomas 38 No No

114 HIBA Patient MUTYH F FAP Yes FAP >100 Adenomas a5 No No

046 HGBU Patient NEILL M FAP No Yes (Father CRC) AFAP / Mixed >100 Serrated Adenomas 60 CRC (60) No

006 HGBU Patient SMAD4 F FAP No No AFAP 20 Mixed 60 No Gastric Polyps

027 HGBU Patient SMAD4 M FAP No Yes AFAP <100 Juvenile 18 No No

007 HGBU Patient M FAP Yes Father CRC FAP Severe (>1000) 2 No No
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Case Gene Germline Identified Variant Variant is NOVEL Clinvar
CaselD Classification  Affected  Transcript  Chr Position HGVSc. HGVSp. RefAllele  AltAllele Variant Type Coding Impact Zygosity (Not Reported in Clinvar) Variation ID Preferred Name Report Count Significance
005 Index Patient APC NM_000038.6 5 112839692 €.4098_4111del p.GIn1367Serfs*3 TCAGACACCCAAAA Deletion frameshift Het NOVEL (True)
010 Index Patient APC NM_000038.6 5 112819304 €1271dup p.Glu425Glyfs*a A Insertion frameshift Het NOVEL (True)
014 Index Patient APC NM_000038.6 5 112838043 «.2450del p.Gly817Alafs*3 G Deletion frameshift Het NOVEL (True)
033 Index Patient APC NM_000038.6 5 112839953 «.4359del p.Asn1455llefs*18 T Deletion frameshift Het NOVEL (True)
077 Relative to case 033 APC NM_000038.6 5 112839953 «.4359del p.Asn1455llefs*18 T Deletion frameshift Het NOVEL (True)
075 Index Patient APC NM_000038.6 5 112838546 €.2952dup Ser9gSllefs*4 A Insertion frameshift Het NOVEL (True)
088 Index Patient APC NM_000038.6 5 112838114 €.2520dup p.Asp842Argfs*2 c Insertion frameshift Het NOVEL (True)
023 Index Patient APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
170 Index Patient APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
174 Index Patient APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
185 Relative to case 170 APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
186 Relative to case 170 APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
187 Relative to case 174 APC NM_000038.6 5 112839778 ©.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
188 Relative to case 174 APC NM_000038.6 5 112839778 €.4183dup p.Ser1395Lysfs*3 A Insertion frameshift Het NOVEL (True)
019 Index Patient ERCC4 NM_005236.3 16 13935698 €.1766G>A p.Arg589GIn G A NV missense Het True
046 Index Patient NEILL NM_001256552.1 15 75349153 €.506G>A p.Gly169Asp G A NV sen: Het True
002 Index Patient APC NM_000038.6 5 112839397 €.3803dup p.lle1269Asnfs*7 c Insertion frameshift Het False 2682626 NM_000038.6(APC):c.3803dup (p.lle1269fs) 2 Pathogenic
011 Index Patient APC NM_000038.6 5 112839361 €.3768dup p.Glu1257Argfs*19 A Insertion frameshift Het False 2136315 NM_000038.6(APC):c.3768dup (p.Glu1257fs) 2 Pathogenic
013 Index Patient APC NM_000038.6 5 112837913 c.2319del p.Phe773Leufs*a T Deletion frameshift Het False 1073520 NM_000038.6(APC):c.2319del (p.Phe773fs) 2 Pathogenic
016 Index Patient APC NM_000038.6 5 112838399 €.2805C>A p-Tyr93s* c A SN ser Het False 810 NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) 20 Pathogenic
020 Index Patient APC NM_000038.6 5 112838394 €.2802 2805del p.Tyr935llefs*19 ACTT Deletion frameshift Het False 429056 NM_000038.6(APC):c.2802 2805del (p.Tyr935fs) 6 Pathogenic
030 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAGA Deletion frameshift Het False NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 Pathogenic
031 Index Patient APC NM_000038.6 5 1128376 €.2016_2017del p.His672GInfs*7 AT Deletion frameshift Het False 1458213 NM_000038.6(APC):c.2016_2017del (p.His672fs) 4 Pathogenic
032 Index Patient APC NM_000038.6 5 112801312 c.763dup p.His255Profs*2 c Insertion frameshift Het False 3231388 NM_000038.6(APC):c.763dup (p.His255fs) 1 Pathogenic
034 Index Patient APC NM_000038.6 5 112840205 €.4612 4613del p.Glu1538llefs*s AG Deletion frameshift Het False 823 NM_000038.6(APC):c.4612 4613del (p.Glu1538fs) 10 Pathogenic
035 Index Patient APC NM_000038.6 5 112775711 ©.509_512del p.Asp170Valfs*4 ATAG Deletion frameshift Het False 804 NM_000038.6(APC):c.509_512del (p.Asp170fs) 14 Pathogenic
038 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAGA Deletion frameshift Het False 816 NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 Pathogenic
039 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAGA Deletion frameshift Het False 816 NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 Pathogenic
040 Index Patient APC NM_000038.6 5 112838007 €24136T P.Arg805° c T SNV, nonsense Het False 127281 NM_000038.6(APC):c.2413C>T (p.Arg805Ter) 14 Pathoge
042 Index Patient APC NM_000038.6 5 112839514 €.3920T>A p.lle1307Lys T A SNV, missense Het False 822 NM_000038.6(APC):c.3920T>A (p.lle1307Lys) 53 Conflicting classifications of pathogenicity; association; risk factor
045 Index Patient APC NM_000038.6 5 112838389 €.2795C>G Pp.Ser932* c G SNV, nonsense Het False 236581 NM_000038.6(APC):c.2795C>G (p.Ser932Ter) 2 ithoge
047 Index Patient APC NM_000038.6 5 112838774 €.3183 3187del p.GIn1062_Ser1063delins* AAAAC Deletion nonsense Het False 88913 NM_000038.6(APC):c.3183 3187del (p.Lys1061 GIn1062insTer) 31 Pathogenic
050 Index Patient APC NM_000038.6 5 112838797 €3203¢>6 D.Se c G ser Het False 490258 IM_000038.6(APC):c.3203C>G (p.Ser1068Ter) 2 Pathogenic
052 Index Patient APC NM_000038.6 5 112839511 €.3920 3924del p-lle1307Argfs*6 AAATA Deletion frameshift Het False 419999 NM_000038.6(APC):c.3920_3924del (p.lle1307fs) 5 Pathogenic
055 Index Patient APC NM_000038.6 5 €.4429C5T p.GIn1477* c T ser Het False 2584019 NM_000038.6(APC):c.4429C>T (p.GIn1477Ter) 1 Pathogenic
057 Index Patient APC NM_000038.6 5 112839377 ©.3783 3784del p.Tyr1262Leufs*13 ™ Deletion frameshift Het False 537503 NM_000038.6(APC):c.3783 3784del (p.Tyr1262fs) 3 athogenic
058 Index Patient APC NM_000038.6 5 112837989 €.2396_2397del P.Tyr799Cysfs*3 TA Deletion frameshift Het False 2502365 NM_000038.6(APC):c.2396_2397del (p.Tyr799fs) 3 Pathogenic/Likely pathogenic
059 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAGA Deletion frameshift Het False 816 NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 athogenic
067 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAGA Deletion frameshift Het False 816 NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 Pathogenic
069 Index Patient APC NM_000038.6 5 112839979 ©.4393 4394del P.Ser1465Trpfs*3. AG Deletion frameshift Het False 811 NM_000038.6(APC):c.4393 4394del (p.Ser1465fs) 14 Pathogenic
071 Index Patient APC NM_000038.6 5 112838929 ©.3336_3340del p.Asn1113Serfs*4. CAAAT Deletion frameshift Het False 823623 NM_000038.6(APC):c.3336_3340del (p.Asn1113fs) 3 Pathogenic
079 Index Patient APC NM_000038.6 5 112838787 €3193C>A P.GIn1065Lys c A SNV, nonsense Het False 469914 NM_000038.6(APC):c.3193C>A (p.GIn1065Lys) 6 Uncertain significance
080 Index Patient APC NM_000038.6 5 112838589 €.2995C>G p.GIn999GIu c G SNV, nonsense Het False 584668 NM_000038.6(APC):c.2995C>G (p.GIN999Glu) 4 Uncertain significance
081 Index Patient APC NM_000038.6 5 112838399 €.2805del p-Tyr93s* c Deletion nonsense Het False 92344 NM_000038.6(APC):c.2805del (p.Thr934_Tyr935insTer) 4 Pathogenic
082 Index Patient APC NM_000038.6 5 112839514 €.3920T>A p.lle1307Lys T A SNV, missense Het False 822 NM_000038.6(APC):c.3920T>A (p.lle1307Lys) 53 Conflicting classifications of pathogenicity; association; risk factor
083 Index Patient APC NM_000038.6 5 112843735 c.8141G>A p.Arg2714His G A SNV, issen: Het False 411478 NM_000038.6(APC):c.8141G>A (p.Arg2714His) 11 Conflicting classifications of pathogenicity
084 Index Patient APC NM_000038.6 5 112834949 €.1744-2A5G A G SNV Splicing Defect Het False 156482 NM_000038.6(APC):c.1744-2A>G 9 Pathogenic
043 Index Patient APC NM_000038.6 5 112838115 €.2522del p.leugdl* T SNV nsen Het False 642670 NM_000038.6(APC):c.2522del (p.Ser840_Leu84linsTer) 1 Pathogenic
085 Index Patient APC NM_000038.6 5 112838115 ©.2522del p.leugdl* T SNV nonsense Het False 642670 NM_000038.6(APC):c.2522del (p.Ser840_Leu84linsTer) 1 Pathogenic
086 Index Patient APC NM_000038.6 5 112837927 €.2333A5G6 p.Asn778Ser A G SNV, nonsense Het False 630116 NM_000038.6(APC):c.2333A>G (p.Asn778Ser) 3 Uncertain significance
087 Index Patient APC NM_000038.6 5 112840102 C.4508C>A p.Ser1503* c A SNV, nonsense Het False 2584283 NM_000038.6(APC):c.4508C>A (p.Ser1503Ter) 1 Pathogenic
089 Index Patient APC NM_000038.6 5 112838399 €.2805C>A p-Tyr93s* c A SNV, nonsense Het False 810 NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) 20 Pathogenic
090 Index Patient APC NM_000038.6 5 11283995! c.4361A5T p.Lys1454lle A T SNV Het False 630564 NM_000038.6(APC):c.4361A>T (p.Lys1454lle) 2 Uncertain significance
091 Index Patient APC NM_000038.6 5 112838774 €.3183 3187del p.GIn1062_Ser1063delins* AAAAC Deletion nonsense Het False 8913 NM_000038.6(APC):c.3183 3187del (p.Lys1061 GIn1062insTer) 31 Pathogenic
092 Index Patient APC NM_000038.6 5 112839722 c.4128T>A T A ser Het False 1738059 NM_000038.6(APC):c.4128T>A (p.Tyr1376Ter) 1 Pathogenic
093 Index Patient APC NM_000038.6 5 112839515 €.3927 3931del p.Glu1309Aspfs*4 AAAAG Deletion frameshift Het False 816 NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) 44 Pathogenic
094 Index Patient APC NM_000038.6 5 112819026 €.994C>T p.Arg332 c T ser Het False 93 NM_000038.6(APC):c.994C>T (p.Arg332Ter) 15 Pathogenic
095 Index Patient APC NM_000038.6 5 828000 €.1619_1620ins. p.GIn541Aspfs*9 GG Insertion frameshift Het False 2584191 NM_000038.6(APC):c.1619_1620insGG (p.GIn541fs) 1 Pathogenic
096 Index Patient APC NM_000038.6 5 112839617 €.4025dup p.Leu1342Phefs*12 T Insertion frameshift Het False 217976 NM_000038.6(APC):c.4025dup (p.Leu1342fs) 6 Pathogenic
097 Index Patient APC NM_000038.6 5 83 €.3815C>G D.Se c G ser Het False 217973 NM_000038.6(APC):c.3815C>G (p.Ser1272Ter) 6 Pathogenic
098 Index Patient APC NM_000038.6 5 112818992 c.961dup p.Met321Asnfs*6. A Insertion frameshift Het False 2774690 NM_000038.6(APC):c.961dup (p.Met321fs) 1 thoger
100 Index Patient APC NM_000038.6 5 112839514 €.3920T>A p.lle1307Lys T A missense Het False 822 NM_000038.6(APC):c.3920T>A (p.lle1307Lys) 53 Conflicting classifications of pathogenicity; association; risk factor
101 Index Patient APC NM_000038.6 5 112842025 €.6431T>C p.Leu2144Pro T c SNV, nonsense Het False 187631 NM_000038.6(APC):c.6431T>C (p.Leu2144Pro) 5 ertain signific:
102 Index Patient APC NM_000038.6 5 112839732 c.4138A5G p.Thr1380Ala A G SNV, nonsense Het False 1049579 NM_000038.6(APC):c.4138A>G (p.Thr1380Ala) 2 Uncertain significance
103 Index Patient APC NM_000038.6 5 112838674 €.3080A>G P.Tyr1027Cys A G ser Het False 224553 NM_000038.6(APC):c.3080A>G (p.Tyr1027Cys) 4 Uncertain significance
113 Relative to case 095 APC NM_000038.6 5 828000 €.1619_1620ins. p.GIn541Aspfs*9 GG Insertion frameshift Het False 2584191 NM_000038.6(APC):c.1619_1620insGG (p.GIn541fs) 1 Pathogenic
115 Index Patient APC NM_000038.6 5 112839979 ©.4393 4394del P.Ser1465Trpfs*3. AG Deletion frameshift Het False 811 NM_000038.6(APC):c.4393 4394del (p.Ser1465fs) 14 Pathogenic
019 Index Patient BMPR1A NM_004329.3 10 86923426 c.1394del P.Pro46SArgfs*33 c Deletion frameshift Het False 2673911 NM_004329.3(BMPR1A):c.1394del (p.Prod65fs) 2 Pathogenic/Likely pathogenic
001 Index Patient BRCAL NM_007294.4 17 43124069 €.20 28del p.Arg7_Glul0delinsGIn CTTCAACGC Deletior inframe Het False 125492 NM_007294.4(BRCA1):c.20_28del (p.Arg7_Glu10delinsGln) 4 Uncertain significance
049 Index Patient ERCC2 | 000400.4 19 45353296 €.1703_1704del p.PheS68Tyrfs*2 AN Deletion frameshift Het False 134095 NM_000400.4(ERCC2):c.1703_1704del (p.Phe568fs) 15 Pathogenic/Likely pathogenic
003 Index Patient FANCM NM_020937.4 14 45136210 €179C>A p-Ala60GIu c A SNV, missense Het False 456256 NM_020937.4(FANCM):c.179C>A (p.Ala60Glu) 7 Conflicting classifications of pathogenicity
029 Index Patient FLCN NM_144997.7 17 17219032 €.1049G>A p.Arg350GIn c T SNV, missense Het False 34432 NM_144997.7(FLCN):c.1049G>A (p.Arg350GIn) 10 Conflicting classifications of pathogenicity
110 Index Patient MSsH3 NM_002439.5 5 80778802 €.2401C5T p.Leug01Phe c T SNV, nonsense Het False 1001901 NM_002439.5(MSH3):c.2401C>T (p.Leu801Phe) 2 ertain significance
048 Index Patient MSHE NM_000179.3 2 47801006 €30236T p.Thr1008lle c T SNV missense Het False 569009 NM_000179.3(MSH6):¢.3023C>T (p.Thr1008lle) 6 Conflicting classifications of pathogenicity
017 Index Patient MUTYH NM_001048174.2 1 45331556 €.1103G>A p.Gly368Asp c T SNV missense Hom. False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
02 Index Patient MUTYH  NM 0010481742 1 4533347 20507 p.Arg69* G A EYY e Het False 140827 NM_001048174.2(MUTYH):¢.205C>T (p.Arg69Ter) 12 Pathogenic
024 Index Patient MUTYH NM_001048174.2 1 45331515 1143 1144dup p.Glu382Glyfs*43 c cc Insertion frameshift Het False 127831 NM_001048174.2(MUTYH):c.1143_1144dup (p.Glu382fs) 25 Pathogenic/Likely pathogenic
078 Index Patient MUTYH NM_001048174.2 1 45331700 c.1063del Pp-Ala357Profs*23 G Deletion frameshift Het False 134860 NM_001048174.2(MUTYH):c.1063del (p.Ala357fs) 34 Pathogenic/Likely pathogenic
105 Index Patient MUTYH NM_001048174.2 1 45331556 €1103G>A p.Gly368Asp c T SNV missense Hom False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
106 Index Patient MUTYH NM_001048174.2 1 45331556 €1103G>A p.Gly368Asp c T SNV missense Hom False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
107 Index Patient MUTYH NM_001048174.2 1 45331556 €1103G>A p.Gly368Asp c T SNV missense Het False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
108 Index Patient MUTYH NM_001048174.2 1 45331556 €.1103G>A p.Gly368Asp c T SNV missense Hom. False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
111 Relative to case 105 MUTYH NM_001048174.2 1 45331556 €.1103G>A p.Gly368Asp c T SNV missense Hom. False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
112 Relative to case 106 MUTYH NM_001048174.2 1 45331556 €1103G>A p.Gly368Asp c T SNV missense Hom. False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
14 Index Patient MUTYH  NM 0010481742 1 45332458 €6370T P.AR213TrD G A Y missense Het False 185274 NM_001048174.2(MUTYH):c.637C>T (p.Arg213Trp) 19 Pathogenic/Likely pathogenic
114 Index Patient MUTYH NM_001048174.2 1 45331556 €.1103G>A p.Gly368Asp c T SNV missense Het False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
174 Index Patient MUTYH NM_001048174.2 1 45331556 €.1103G>A p.Gly368Asp c T SNV missense Het False 5294 NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) 73 Pathogenic/Likely pathogenic
029 Index Patient PTCHL M 0002645 9 95458237 2944056 p.Ag9B2Gly G c Y missense Het False 858635 NM_000264,5(PTCH1):¢.2944C>G (p.Arg982Gly) 4 Uncertain significance
006 Index Patient SMAD4 NM_005359.6 18 51058199 €.74265T p.GIn248* c T SNV, nonsense Het False 1419311 NM_005359.6(SMAD4):c.742C>T (p.GIn248Ter) 1 Pathogenic
027 Index Patient SMAD4 NM_005359.6 18 51059866 €.905G>A p.Trp302* G A SNV, nonsense Het False 486988 NM_005359.6(SMAD4):c.905G>A (p.Trp302Ter) 1 Pathogenic
004 Index Patient APC NM_000038.6 Aexons 11-12 Large_Deletion Het
012 Index Patient APC NM_000038.6 APromoter B - Aand SUTR Large_Deletion Het
053 Index Patient APC NM_000038.6 APromoter B Large_Deletion Het
060 Index Patient APC NM_000038.6 AExons 10-16 partial Large_Deletion Het
099 Index Patient APC NM_000038.6 Duplication Exons 5-6 Large_Duplication Het
104 Index Patient APC NM_000038.6 AExons 4-16 Large_Deletion Het
171 Index Patient APC NM_000038.6 AExons 10-16 partial Large_Deletion Het
173 Index Patient APC NM_000038.6 AExons 10-16 partial Large_Deletion Het
179 Index Patient APC NM_000038.6 APromoter B Large_Deletion Het
183 Index Patient APC IM_000038.6 APromoter B Large_Deletion Het
109 Index Patient BMPR1A NM_004329.3 AExons 6-10 Large_Deletion Het
046 Index Patient PMS2 NM_000535.7 AExons 2-11 Large_Deletion Het
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NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) || NM_001048174.2(MUTYH):c.1103-2A5G | | NM_001048174.2(MUTYH):c.1107G5T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A | | NM_001048174.2(MUTYH):C.1111G>T (p.Ala3715er) | | NM_001048174 2(MUTYH):c. 1111G>A (p.Ala371Thr) || NM_
NM_000038.6(APC):c.3814del (p.Ser1272fs) | | NM_000038.6(APC):c. 3807 3808del (p.lle1269fs) | | NM_000038.6(APC):c.3810T>A (p.Cys1270Ter) || NM_000038.6{APC):c.3807A>G (p.lle1269Met) | | NM 000038 6(APC):c.3804A5G (p.Pro1268=) || NM 000038 6(APC):c.3795AG (p.Glu1265=) | | NM 000038 6(APC

NM_000038.6(APC):c.1274A>G (p.Glu425Gly) | | NM_000038.6(APC):c.1279C>A (p.His427Asn) || NM _000038.6(APC):c.1262G>A (p.Trpa21Ter) | | NM_000038.6(APC):c.1276G>T (p.Alad26Ser) | | NM_000038.6(APC):c.1264G>A (p.Glu422Lys) | | NM_000038.6(APC):c.1263G>A (p.Trpa21Ter) | | NM_000038.6(APC):c.

NM_000038.6(APC):c.3766C>A (p.GIn1256Lys) | | NM_000038.6(APC): A(p.Asn1255Lys) | | NM _000038.6(APC):c.3774A>G (p.Thr1258<) | | NM_000038.6(APC):c.3760A>G (p.lle1254Val) | | NM_000038.6(APC):c.3766C>T (p.GIn1256Ter) || NM_000038.6(APC):c.3761T>C (p.lle1254Thr) || NM_000038.6(APC)
NM_000038.6(APC):c.2322C5T (p.Asp774=) | | NM_000038.6(APC):c.2325del (p.Asn775fs) | | NM_000038.6(APC):c.2322C>A (p.Asp774Glu) || NM_000038.6(APC):c.2314del (p.Thr772fs) | | NM_000038.6(APC):c.2309C>G (p.Ser770Ter) || NM_000038.6(APC):c.2325T>C (p.Asn775=) || NM_000038.6(APC):c.2323AG
NM_000038.6(APC):c.4099C>T (p.GIn1367Ter) | | NM_000038.6(APC):c.4101G>C (p.GIn1367His) | | NM _000038.6(APC):c.4088A5T (p.Lys1363lle) | | NM_0D0D38.6(APC):c.4094G>A (p.Gly1365Asp) | | NM_000038.6(APC):c.4100A>G (p.GIn1367Arg) | | NM_000038.6(APC):c.4088A>G (p.Lys1363Arg) | | NM_000038.6(A
NM_000038.6(APC):c.2442T>G (p.PheB14Leu) | | NM_000038.6(APC):c.2444A5C (p.Asn815Thr) || NM_000038.6(APC):c.2441T>G (p.Phe814Cys) | | NM_000038.6(APC):c.2439T>A (p.Asn813Lys) | | NM_000038.6(APC):c.2453A5T (p.Asn81lle) | | NM_000038.6(APC):c.2451C>A (p.Gly817<) || NM_000038.6(APC):c.24
NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) | | NM_000038.6(APC):c.2805del (p.Thr934 Tyrg35insTer) || NM_000038.6(APC):c.2805C>T (p.Tyr935<) || NM_000038.6(APC):c.2805C>G (p.Tyrg35Ter) || NM_000038.6(APC):c.2804dup (p.Tyr935Ter) | | NM_000038.6(APC):c.2806_2813dup (p.Lys939fs) || NM_00003
NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) | | NM_000038.6(APC):c.2805del (p.Thr934 Tyrd3sinsTer) || NM_000038.6(APC):c.2805C>T (p.Tyr35<) || NM_000038.6(APC):c.2805C>G (p.Tyrg35Ter) || NM_000038.6(APC):c.2804dup (p.Tyr935Ter) | | NM_000038.6(APC):c.2806_2813dup (p.Lys939fs) || NM_00003
NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢
NM_000038.6(APC):c.2008_2014delinsTAGTTTTGTA (p.Lys670_His672delinsTer) || NM_000038.6(APC):c.2023A>G (p.Thr675Ala) || NM_000038.6(APC):c.2016T>C (p.His672=) | | NM_000038.6(APC):c.2021T>A (p.Leu674Ter) | | NM_000038.6(APC):c.2013T>G (p.Ser671=) | | NM_000038.6(APC):c.2019T>C (p.Ser673:
NM_000038.6(APC):c.756C>T (p.Thr252=) || NM_000038.6(APC):c.759C>G (p.Gly253<) | | NM_000038.6(APC):c.772G>C (p.Glu258Gn) | | NM_000038.6{APC):c.757G>A (p.Gly253Ser) | | NM_000038.6({APC):c.764A>G (p.His255Arg) | | NM_000038.6(APC):c.761C>G (p.Ser254Ter) | | NM_000038.6(APC):c.759C>T (.G
NM_000038.6(APC):c.4360A>G (p.Lys1454GIu) || NM_000038.6(APC):c.4349G>A (p.Arg1450GIn) | | NM _000038.6(APC):c.4365T>C (p.Asn1455=) | | NM _000038.6(APC):c.4357_4363delinsAAT (p.Pro1453fs) | | NM_000038.6(APC):c.4353del (p.Val1452fs) | | NM_000038.6(APC):c.4354G>T (p.Val1452Leu) | | NM_000C
NM_000038.6(APC):c.4612 4613del (p.Glu1538fs) | | NM_000038.6(APC):c.4618G>C (.Glu1540Gin) || NM_000038.6(APC):c.4614A>G (p.Glu1538=) | | NM _000038.6(APC):c.4621C5T (p.Gln1541Ter) | | NM_000038.6(APC):c.4617A5G (p.Ser1539=) | | NM_000038.6(APC):c.4608A5T (p.Glu1536Asp) || NM_000038.6(s
NM_000038.6(APC):c.509_ 512del (p.Asp170fs) || NM_000038.6(APC):c.505A>G (p.Ile169Val) | | NM _000038.6(APC):c.508 509del p.lle169_ Asp170insTer) | | NM _000038.6(APC):c.497 499delinsTT (p.Thr166fs) | | NM_000038.6(APC):c.502del (p.Arg168fs) | | NM_000038.6(APC):c.503G>A (p.Arg168Lys) || NM_000
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.GIu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢
NM_000038.6(APC):c.2404G>T (p.AspBO2Tyr) | | NM_000038.6(APC):c.2413C>T (p.Arg805Ter) || NM _000038.6(APC):c.2408C>T (p.Thr803lle) || NM_000038.6(APC):c.2413C>G (p.ArgB0SGy) || NM_000038.6(APC):c.2419GAT(1] (p.AspB0Bdel) | | NM _000038.6(APC):c.2411A>G (p.Asn804Ser) | | NM_000038.6(APC):
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3910A>G (p.lie1304Val) | | NM _000038.6(APC):c.3921 3924del (p.lle1307fs) || NM_000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) | | NM_00¢
NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) | | NM_000038.6(APC):c.2805del (p.Thr934 Tyrg3SinsTer) | | NM_000038.6(APC):c 2805C>T (p.Tyrd35=) | | NM_000038.6(APC):c.2786A>C (p.His929Pro) || NM_000038.6(APC):c 2805C>G (p.Tyrg35Ter) | | NM_000038.6(APC):c.2804dup (p.Tyr935Ter) | | NM_000038.6(4
NM_000038.6(APC):c.3173A>G (p.Asp1058Gly) | | NM_000038.6(APC):c.3183 3187del (p.Lys1061 Gin1062insTer) | | NM_000038.6(APC):c.3182A>G (p.Lys1061Arg) || NM_000038.6(APC):c.3179_3184del (p.le1060_GIn1062delinsLys) || NM_000038.6(APC):c 3186 3187del (p.GIn1062 Ser1063insTer) | | NM_0000:
NM_000038.6(APC):c.3199C>T (p.GIn1067Ter) || NM_000038.6(APC):c.3202_3205del (p.Ser1068fs) | | NM _000038.6(APC):c.3197G>A (p.Arg1066Lys) | | NM_000038.6(APC):c.3205A5G (p.Arg1069Gly) | | NM_000038.6(APC):c.3211C>T (p.GIn1071Ter) | | NM _000038.6(APC):c.3196del (p.Arg1066fs) || NM_000038.6(
NM_000038.6(APC):c.3927_3931del (p.G1u1309fs) | | NM_000038.6{APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3909A>G (p.GIn1303<) || NM_000038.6(APC):c.3910A>G (p.lle1304Val) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) | | NM 0000

NM_000038.6(APC):c.4420G>A (p.Ala1474Thr) | | NM_000038.6(APC):c.4424C>T (p.Ala1475Val) | | NM _000038.6(APC):c.4434G>A (p.Arg1478=)

NM_000038.6{APC):c.4437C>T (p. va\]ns:) |1 NM_000038.6(APC):c.4435G>A (p.Val1479lle) || NM_000038.6(APC):c.4426G>C (p.Val1476Leu) | | NM_000038.6(APC):c.
NM_000038.6(APC):c.3786T>C (p.Tyr1262=) | | NM _000038.6(APC):c.3785dup (p.Tyr1262Ter) || NM_000038.6(APC):c.3791dup (p.Glu1265fs) || NM_000038.6(APC):c.3774A>G (p.Thr1258<) | | NM_000038.6(APC):c.3782C>T (p.Thr1261lle) || NM_000038.6(APC):c.3786 3787del (p.Tyr1262 Cys1263delinsTer) || NI
NM_000038.6(APC):c.2385C>T (p.Leu795=) | | NM_000038.6(APC):c.2386T>G (p.Tyr796Asp) || NM_000038.6(APC):c.2404G>T (p.Asp802Tyr) | | NM_000038.6{APC):c.2386T>C (p. Tw795Hn5] 11 NM_000038.6(APC):c.2395del (p.Tyr799fs) | | NM_000038.6(APC):c.2395dup (p.Tyr799fs) || NM_000038.6(APC):c.2398G>
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢

NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢
NM_000038.6(APC):c.4393_4394del (p.Ser1465fs) | | NM_000038.6(APC):c.4391 4394del (p.Glu1464fs) || NM_000038.6(APC):c.4384A5G (p.Lys1462Glu) | | NM_000038.6(APC):c.4395T>A (p.Ser1465Arg) || NM_000038.6(APC):c.4376C>G (p.Thr1459ser) || NM_000038.6(APC):c.4386G>A (p.Lys1462<) || NM_0000:
NM_000038.6(APC):c.3335C>A (p.Thr1112Lys) | | NM_000038.6(APC):c.3325G>T (p.Gly1109Cys) || NM_000038.6(APC):c.3342A>G (p.Arg1114=) | | NM_000038.6(APC):c.3341G>A (p.Arg1114Gn) | | NM_000038.6(APC):c.3340C>T (p.Arg1114Ter) || NM_000038.6(APC):c.3343G>A (p.Val1115Met) | | NM_000038.6(Al
NM_000038.6(APC):c.2942C>G (p.Prog81Arg) || NM_000038.6(APC):c.2957A>G (p.Tyr986Cys) | | NM_000038.6(APC):c.2946G>A (p.Ser982=) | | NM_000038.6(APC):c.2948T>C (p.lle983Thr) || NM_000038.6(APC):c 2052456 (p.Glu984=) | | NM_000038.6(APC):c.2948T>A (p.lle983Asn) | | NM_000038.6(APC):c.2958T
NM_000038.6(APC):c.4360A>G (p.Lys1454GIu) || NM_000038.6(APC):c.4349G>A (p.Arg1450GIn) | | NM _000038.6(APC):c.4365T>C (p.Asn1455=) | | NM _000038.6(APC):c.4357_4363delinsAAT (p.Pro1453fs) | | NM_000038.6(APC):c.4353del (p.Val1452fs) | | NM_000038.6(APC):c.4354G>T (p.Val1452Leu) | | NM_000C
NM_000038.6(APC):c.3199C>T (p.GIn1067Ter) | | NM_000038.6(APC):c.3202_3205del (p.Ser1068fs) | | NM _000038.6(APC):c.3197G>A (p.Arg1066Lys) | | NM_000038.6(APC):c.3196del (p.Arg1066fs) || NM_000038.6(APC):c.3186 3187del (p.GIn1062_Serl063insTer) | | NM_000038.6(APC):c.3190G>T (p.Glu1064Ter)
NM_000038.6(APC):c.2995C>A (p.GIn999Lys) | | NM_000038.6(APC):c.2991T>C (p.Tyr997=) || NM_000038.6(APC):c.2993G>T (p.Gly998Val) | | NM_000038.6(APC):c.2991 2996de (0.Tyr997_GIng9gdelinsTer) | | NM_000038.6(APC):c.3002del (p.Pro1001fs) | | NM_000038.6(APC):c.2995C>T (p.GIng9aTer) || NM_00¢
NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) | | NM_000038.6(APC):c.2805del (p.Thr934 Tyrd35insTer) || NM_000038.6(APC):c 2805C>T (p.Tyr35<) || NM_000038.6(APC):c.2805C>G (p.Tyrd35Ter) || NM_000038.6(APC):c.2804dup (p.Tyr935Ter) | | NM_000038.6(APC):c.2806_2813dup (p.Lys939fs) || NM_00003
NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3910A>G (p.lle1304Val) | | NM _000038.6(APC):c.3921 3924del (p.lle1307fs) || NM_000038.6(APC):c.3925 3928del (p.Glu1309fs) | | NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) | | NM_00¢
NM_000038.6(APC):c.8137A>C (p.Met2713Leu) || NM_000038.6(APC):c.8134C5T (p.Pro2712Ser) | | NM_000038.6(APC):c.8146G>C (p.Val2716Leu) | | NM_000038.6(APC):c.8144C>T (p.Thr2715lle) | | NM_000038.6(APC):c.8146G>A (p.Val2716Met) | | NM_000038.6(APC):c.8140C>A (p.Arg27145er) || NM_000038.6(,
NM_000038.6(APC):c.1744-2A>G || NM_000038.6(APC):c.1746A>G (p.Glus82=) || NM_000038.6(APC):c.1747T>G (p.Ser583Ala) | | NM_000038.6(APC):c.1744-4C>G | | NM_000038.6(APC):c.1744-2A5T | | NM _000038.6(APC):c.1744-3T>C || NM_000038.6(APC):c.1744-10T>C || NM_000038.6(APC):c.1753del (p.Leut
NM_000038.6(APC):c.2511A>G (p.Ser837<) | | NM _000038.6(APC):c.2527_ 2530del (p.Ser843fs) | | NM_000038.6(APC):c.2527A>G (p.Ser843Gly) | | NM_000038.6(APC):c.2531C>A (p.5er844Tyr) | | NM _000038.6(APC):c.2520C>T (p.Ser840<) | | NM _000038.6(APC):c.2523A>C (p.Leus41he) || NM_000038.6(APC):c.2
NM_000038.6(APC):c.2511A>G (p.Ser837<) | | NM _000038.6(APC):c.2527_2530del (p.Ser843fs) | | NM_000038.6(APC):c.2527A>G (p.Ser843Gly) | | NM_000038.6(APC):c.2531C>A (p.Ser844Tyr) | | NM_000038.6(APC):c.2520C>T (p.Ser840<) | | NM _000038.6(APC):c.2523A>C (p.Leus41he) || NM_000038.6(APC):c.2
NM_000038.6(APC):c.2325del (p.Asn775s) || NM_000038.6(APC):c.2341C>T (p.Pro781Ser) | | NM _000038.6(APC):c.2335T>C (p.Leu779=) | | NM_000038.6(APC):c.2336dup (p.Leu779fs) | | NM_000038.6(APC):c.2325T>C (p.Asn775<) | | NM_000038.6(APC):c.2343del (p.Lys782fs) | | NM_000038.6(APC):c.2323A5G (p
NM_000038.6(APC):c.4505G>T (p.Cys1502Phe) || NM_000038.6(APC):c.4512C>G (p.Ser1504=) | | NM _000038.6(APC):c.4516C>G (p.Leul506Val) || NM_000038.6(APC):c.4518G>T (p.Leul506=) | | NM_000038.6(APC):c.4511C>T (p.Ser1504Phe) | | NM_000038.6(APC):c.4510T>A (p.Ser1504Thr) | | NM_000038.6(APC
NM_000038.6(APC):c.2510C>G (p.Ser837Ter) | | NM _000038.6(APC):c.2510C>A (p.Ser837Ter) || NM_000038.6(APC):c.2511A>G (p.Ser837=) || NM_000038.6(APC):c.2527_2530del (p.Ser843fs) || NM_000038.6(APC):c.2527A>G (p.5er843Gly) | | NM_000038.6(APC):c.2520C>T (p.Ser840<) | | NM_000038.6(APC):c.2¢
NM_000038.6(APC):c.2805C>A (p.Tyr935Ter) | | NM_000038.6(APC):c.2805del (p.Thr934 Tyrg35insTer) || NM_000038.6(APC):c.2805C>T (p.Tyr935<) || NM_000038.6(APC):c.2805C>G (p.Tyrd35Ter) || NM_000038.6(APC):c.2804dup (p.Tyr935Ter) | | NM_000038.6(APC):c.2806_2813dup (p.Lys939fs) || NM_00003
NM_000038.6(APC):c.4360A>G (p.Lys1454GIu) || NM_000038.6(APC):c.4365T>C (p.Asn1455<) || NM_000038 6(APC):c.4357_4363delinsAAT (p.Pro1453fs) | | NM_000038.6({APC):c.4353del (p.Val1452fs) | | NM_000038.6(APC):c.4354G>T (p.Val1452Leu) | | NM_000038.6(APC):c.4364A>G (p.Asn1455Ser) | | NM_000C
NM_000038.6(APC):c.3173A>G (p.Asp1058Gly) | | NM_000038.6(APC):c.3183 3187del (p.Lys1061 Gin1062insTer) || NM_000038.6(APC):c.3182A>G (p.Lys1061Arg) || NM_000038.6(APC):c.3179_3184del (p.le1060_GIn1062delinsLys) || NM _000038.6(APC):c 3186 3187del (p.GIn1062 Ser1063insTer) | | NM_0000:
NM_000038.6(APC):c.4134G>A (p.GIn1378=) || NM_000038.6(APC):.4120G>A (p.Glu1374Lys) || NM_000038.6(APC):c.4132C>T (p.GIn1378Ter) || NM_000038.6(APC):c.4135G>T (p.Glu1379Ter) || NM_000038.6(APC):c.4124A>G (p.His1375Arg) || NM 000038 6(APC):c.4125C5T (p.His1375=) || NM_000038.6(APC):
NM_000038.6(APC):c.3927_3931del (p.G1u1309fs) | | NM _000038.6{APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.39213924del (p.lle1307fs) | | NM _000038.6(APC):c.3925 3928del (p.Glu1309fs) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) || NM_000038.6(APC):c.3926A5G (p.Glu1309Gly) | | NM_0¢
NM_000038.6(APC):c.993G>A (p.Ser331<) | | NM _000038.6(APC):c.994C>T (p.Arg332Ter) | | NM_000038.6(APC):c.995G>A (p.Arg332Gin) | | NM_000038.6(APC):c.986A>G (p.Asp329Gly) | | NM_000038.6(APC):c.995G>T (p.Arg332Leu) || NM_000038.6(APC):c.992C>T (p.Ser331Leu) || NM_000038 6(APC):c.1002G>C
NM_000038.6(APC):c.1621C>T (p.Gln541Ter) || NM_000038.6(APC):c.1626+2T>G || NM_000038.6(APC):c.1626+3A>G | | NM_000038.6(APC):c.1626+3A>C || NM _000038.6(APC):c.1610G>A (p.Ser537Asn) || NM_000038.6(APC):c.1617delinsTGT (p.Leu540fs) | | NM_000038.6(APC):c.1620dup (p.GIn541s) || NM_0C
NM_000038.6(APC):c.4013A>G (p.Gin1338Arg) | | NM_000038.6(APC):c.4025dup (p.Leu1342fs) || NM_000038.6(APC):c.4018 4020dup (p.Ser1341dup) || NM_000038.6(APC):c.4015G>A (p.Gly13395er) || NM_000038.6(APC):c.4015G>C (p.Gly1339Arg) || NM_000038.6(APC):c.4020T>C (p.Ser1340) | | NM_000038
NM_000038.6(APC):c.3824G>C (p.Ser1275Thr) || NM_000038.6(APC):c.3814del (p.Ser1272fs) | | NM_000038.6(APC):c.3810T>A (p.Cys1270Ter) || NM_000038.6(APC):c.3815C>G (p.Ser1272Ter) || NM_000038.6(APC):c.3807A>G (p.lle1269Met) || NM_000038.6(APC):c.3809G>T (p.Cys1270Phe) | | NM_000038.6(AP
NM_000038.6({APC):c.951A>T (p.Ser317=) || NM_000038.6(APC):c.956del (p.Leu319fs) | | NM_000038.6(APC):c.961A>G (p.Met321val) || NM_000038.6(APC):c.958T>G (p.Ser320Ala) || NM_000038.6(APC):c.968G>C (p.Gly323Ala) | | NM_000038.6(APC):c.960A>G (p.Ser320=) | | NM_0DDD38.6(APC):c.951A>C (p.Ser:

NM_000038.6(APC):c.3927_3931del (p.Glu1309fs) | | NM_000038.6(APC):c.3920T>A (p.lle1307Lys) | | NM_000038.6(APC):c.3910A>G (p.lle1304Val) | | NM _000038.6(APC):c.3921 3924del (p.lle1307fs) | | NM_000038.6(APC):c.3925 3928de (p.Glu1309f) || NM_000038.6(APC):c.3916G>T (p.Glu1306Ter) | | NM_00¢
NM_000038.6(APC):c.6431T>C (p.Leu2144Pro) || NM_000038.6(APC):c.6440C>T (p.Pro2147Leu) || NM_000038.6(APC):c.6423A5G (p.Gly2141=) || NM_000038.6(APC):c.6426C5T (p.lle2142=) || NM_000038.6(APC):c.6434G>T (p.Gly2145Val) | | NM_000038.6(APC):c.6434G>C (p.Gly2145A12) | | NM_000038.6(APC):c
NM_000038.6(APC):c.4141C>A (p.Pro1381Thr) || NM_000038.6(APC):c.4134G>A (p.Gln1378=) | | NM_000038.6(APC):c.4139C>T (p.Thr1380lle) | | NM_0DDD38.6(APC):c.4146C>G (p.Leu1382<) || NM_000038.6(APC):c.4132C>T (p.GIn1378Ter) | | NM_000038.6(APC):c.4135G>T (p.Glu1379Ter) || NM_000038.6(APC):
NM_000038.6(APC):c.3070C>T (p.Pro10245er) || NM_000038.6(APC):c.3088A5T (p.Lys1030Ter) | | NM_000038 6(APC):c.3079T>C (p.Tyr1027His) || NM_000038.6(APC):c.3073A>G (p.Ile1025Val) | | NM_000038.6(APC):c.3079dup (p.Tyr1027fs) | | NM_000038.6(APC):c.3080A>G (p.Tyr1027Cys) || NM_000038.6(APC)

NM_000038.6(APC):c.1621C5T (p.Gln541Ter) || NM_000038.6(APC):c.1626+2T>G || NM_000038.6(APC):c.1626+3A>G | | NM_000038.6(APC):c. 1626+3A>C || NM_000038.6(APC):c.1610G>A (p.Ser537Asn) || NM_000038.6(APC):c.1617delinsTGT (p.Leu540fs) | | NM_000038.6(APC):c.1620dup (p.GIn541fs) || NM_0(
NM_000038.6(APC):c.4393_4394del (p.Ser1465fs) | | NM_000038.6(APC):c.4391 4394del (p.Glu1464fs) || NM_000038.6(APC):c.4384A5G (p.Lys1462Glu) | | NM_000038.6(APC):c.4395T>A (p.Ser1465Arg) || NM_000038.6(APC):c.4376C>G (p.Thr1459ser) || NM_000038.6(APC):c.4386G>A (p.Lys1462<) || NM_0000:
NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al

NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):.4181A5G (p.Asp1394Gly) || NM_000038.6(Al

NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al
NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al
NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al
NM_000038.6(APC):c.4183A5T (p.5er1395Cys) | | NM_000038.6(APC):c.4175C>A (p.Ser1392Ter) | | NM _000038.6(APC):c.4188T>A (p.Phe1396Leu) || NM_000038.6(APC):c.4193G>A (p.Ser1398Asn) || NM_000038.6(APC):c.4185T>C (p.Ser1395<) | | NM_000038.6(APC):c.4181A5G (p.Asp1394Gly) || NM_000038.6(Al
NM_004329.3(BMPR1A):¢.1395G>C (p.Prod65=) | | NM_004329.3(BMPR1A):c.1386G>A (p.Prod62=) || NM_004329.3(BMPRIA):c.1401C>T (p.Tyrd67=) | | NM_004329.3(BMPR1A):c.1395G>A (p.Prod65=) | | NM_004329.3(BMPR1A):c.1402G>C (p.Glu468Gin) || NM_004329.3(BMPRIA):c.1398A>C (p.Serd66=) || NM

NM_007294.4(BRCAL):.19C>T (p.Arg7Cys) || NM_007294 4(BRCAL):c.32T>C (p.Val11Ala) || NM_007294.4(BRCAL):c.32 33insC (p.Gln12fs) | | NM_007294.4(BRCAL):c.34C5T (p.GIn12Ter) | | NM_007294.4(BRCAL):c.18 19insG (p.Arg7fs) | | NM_007294.4(BRCAL):c.20_28del (p.Arg7_Glul0delinsGln) | | NM_007294.
NM_000400.4(ERCC2):.1703_1704del (p.PheS68fs) | | NM_000400.4({ERCC2):c.1707del (p.lle569fs) || NM_000400.4(ERCC2):c.1704T>C (p.Phes68=) || NM_000400.4(ERCC2):c. 1698G>A (p.Leus66=) || NM_000400.4(ERCC2):c.1699C>T (p.Leus67Phe) || NM_000400.4(ERCC2):c.1701C>T (p.Leus67=) || NM_000400.
NM_0052363(ERCC4):c.1765C>T (p.Arg589Trp) | | NM_005236.3(ERCCA):c.1765C>G (p.Arg589Gly) | | NM _005236.3(ERCCA):c.1758C>G (p.Thr586=) || NM_005236.3(ERCCA):c.1763T>C (p.Val58BAla) || NM_005236.3(ERCCA):c.1762G>A (p.Val58Blle) | | NM_005236.3(ERCCA):c.1771C>G (p.Leus91Val) | | NM_00523¢
NM_020937.4(FANCM):c.171G>C (p.Leus7Phe) | | NM_020937.4(FANCM):c.172C>T (p.Leus8Phe) || NM_020937.4(FANCM):c.179C>A (p.Ala60GIu) | | NM_020937.4(FANCM):c.173T>G (p.LeuS8Arg) || NM_020937.4(FANCM):c.179C>T (p.AlaGOVal) || NM_020937.4(FANCM):c.189G>T (p.Glu63Asp) || NM_020937.4(
NM_144997.7(FLCN):c.1049G>A (p.Arg350Gin) || NM_144997.7(FLCN):c.1059G>A (p.Arg353=) | | NM_144997.7(FLCN):c.1036_1043del (p.Phe34sfs) || NM_144997.7(FLCN):c.1048C>T (p.Arg350Trp) | | NM_144997.7(FLCN):c.1042T>A (p.Ser348Thr) || NM_144997.7(FLCN):c.1048C>G (p.Arg350Gly) || NM_144997.5
NM_002439.5(MSH3):c.2396T>G (p.Leu799Ar) | | NM_002439.5(MSH3):c.2410A>G (p.SerB04Gly) || NM_002439.5(MSH3):c.2403T>G (p.Leu801=) | | NM_002439.5(MSH3):c.2395C>G (p.Leu799Val) || NM _002439.5(MSH3):c.2401C>G (p.Leus01val) || NM_002439.5(MSH3):c.2401C>T (p.Leu801Phe) || NM_00243¢
NM_000179.3(MSH):c.3013C>T (p.Arg1005Ter) || NM_000179.3(MSHE):c.3020G>A (p.Trp1007Ter) || NM_000179.3(MSH):c.3021G>C (p.Trp1007Cys) | | NM_000179.3(MSHE):c.3024C>T (p.Thr1008=) | | NM_000179.3(MSH):c.3026A>T (p.Lys1009lle) | | NM_000179.3(MSHE):c.3014G>A (p.Arg1005Gin) || NM_0
NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM

NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-245G | | NM_001048174.2(MUTYH}:c.1107G>T (p.Leu369<) || NM_001048174.2(MUTYH):c. 1103-5C>A | | NM_001048174.2(MUTYH):c.1111G5T (p.Ala371Ser) | | NM_001048174.2(MUTYH):1111G>A (p.Ala371Thr) | | NM._

NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM
NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM
NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM
NM_001048174.2(MUTYH):c.635C>T (p.Ala212Val) | | NM_001048174.2(MUTYH):c.640G>T (p.Val214Leu) || NM _001048174.2(MUTYH):c.637C>T (p.Arg213Trp) | | NM_001048174.2(MUTYH):c.631G>A (p.Val211lle) || NM_001048174.2(MUTYH):c.630C>T (p.Asn210<) || NM_001048174.2(MUTYH):c.647G>A (p.Cysz
NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM _001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM
NM_001048174.2(MUTYH):c.1103G>A (p.Gly368Asp) | | NM_001048174.2(MUTYH):c.1103-2A>G || NM_001048174.2(MUTYH):c.1107G>T (p.Leu369=) | | NM_001048174.2(MUTYH):c.1103-5C>A || NM_001048174.2(MUTYH):c.1111G>T (p.Ala3715er) | | NM_001048174.2(MUTYH):c.1111G>A (p.Ala371Thr) || NM

NM_002692.4(POLE2):c.1414T>C (p.Tyrd72His) || MM unzesz 4(POLE2):c.14060up (p.Leud69fs) || NM_002692.4(POLE2):c.1407G>C (p.Leud69Phe) || NM_002692.4(POLE2):c.1400A>G (p.Tyra67Cys) | | NM_002692.4(POLE2):c.1409G>C (p.Arg470Thr) || NM_002692.4(POLE2):c.1411G>A (p.Val71Met) || NM 002
NM_000264.5(PTCH1):c 2945G>A (p.Arg9826Gln) || N IM_000264.5(PTCH1):c.2936A>G (p.Asn9795er) || NM_000264.5(PTCH1):c.2954C>T (p.Ser985Leu) || NM_000264.5(PTCH1):c.2949C>T (p.Asp983=) || NM_000264.5(PTCH1):c.2938G>A (p.Gly980Ser) | | NM_00026
NM_005359.6(SMAD4):¢.746_747delinsCC (p. G\nZAQPro) 1 NM 005359.6(SMADA):c.743A>T (p.GIn248Leu) | | NM_005359.6(SMAD4):c.736C>A (p.Pro246Thr) | | NM_005359.6(SMAD4):.749A>G (p.GIn250Ar) | | NM_005359.6(SMADA):c.745C>G (p.GIn249Glu) | | NM_005359.6(SMADA):c.752del (p.Asn251fs) | | N

M ¢ 910G>A (p.Val304lle) || NM_ 906G>A (p.Trp302Ter) | | NM 005359, 303<) || NM_005359.6(SMAD4):c.905-9T>C | | NM_005359.6(SMAD4):c.914A>C (p.His305Pro) || NM_005350.6(SMAD4):c.909T>G (p.Pro303=) || NM_005359.6(SMAD4):c.90




Clinvar

[ 1l f 1] 1 Likely benign || Likely pathogenic || Pathogenic
Pathogenic/Likely pathogenic | | Pathogenic | | Uncertain significance | | Benign/Likely benign
other | | Uncertain significance | | Pathogenic || C f ll C
other || f 11 Benig: ign || Cc f 11 Pathogenic || Likely benign || -

Benign/Likely benign | | Pathogenic | | Uncertain significance | | Likely benign
Pathogenic | | Conflicting classifications of pathogenicity || Uncertain significance | | Benign/Likely benign || Likely benign || Benign || -

Conflicting || Likely benign | | Benign/Likely benign || Likely pathogenic | | Pathogenic || Benign
Pathogenic || Benign/Likely benign | | Un:erlamslgnmtance 11 Likely benign
Pathogenic | | Benign/Likely benign || Uncertain significance || Likely benign || Il c of 11 Benign
Pathogenic | | Uncertain significance || Een\gn/uke\vhemgn 1 Likely benign
Pathogenic || Conflicting classifications of nalhngemm!v, assnmauon, risk factor || | | Likely benign ] C of
ogenic || Uncertinsgnifcance || Senign/Likel benign || Uikely benign || Senign
igr ly benigr \ 1= 1| Uncertain significance | | Pathogenic | | Likely benign
Ce f 1 ign || Pathogenic | | Uncertain significance | | Likely benign | | Benign

athogeni || Uncertansignifcance || Likely benign || Beign/Likel beign || el pathogenic || Senign
Pathogenic || Uncertain significance | | Pathogenic/Likely pathogenic || Benign/Likely benign || Likely benign

Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || pathogenic || 11 Likely benign || C of
Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || pathogenic || 11 Likely benign || C of
other | | Pathogenic | | 11 Confl || Likely benign | | Benign/Likely benign
Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || Cunlhtm\g classifications of pathogenicity || Pathogenic/Likely pathogenic | | Uncertain significance || Likely benign
Pathogenic || Eemgn/uke\v benign || Uncertain significance | | Likely benign || pathogenic || C of 11 Beni
c 11 Pathogenic || 11 Likely benign || Benign/Likely benign || Pathogenic/Likely pathogenic || Benign

Pathogenic | \ not provided || Conflicting classifications of pathogenicity | | Benign/Likely benign | | Uncertain significance || Likely benign
Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || Conflicting classifications of pathogenicity || Pathogenic/Likely pathogenic || Uncertain significance || Likely benign

Benign || Conflicting classifications of pathogenicity | Likely benign || Benign/Likely benign | | Uncertain s.gnmcme 11 Pathogenic || Likely pathogenic

er ign || Pathogenic || pathogenic || 1 11 Likely benign || -
e 11 Pathogeni | Lieybenign || Pathogenic/Likelypathogeni
Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || pathogenic || | Likely benign ] Ce of
Pathogenic || Confictng casfictions of pathogenicy; assaciation; sk factor | pathogenic || 11 Likely benign || C of
athogenic || Hr flicting 11 Benign/Likely benign || Likely benign || Likely pathogenic

ertain significance || Benign/Likely benign | | Pathogenic | | Likely benign
Uncertain 5lgmﬁrante 11 Benign/Likely hemgn | | Likely benign || Cunlhmng classifications of pathogenicity || Pathogenic/Likely pathogenic || Pathogenic || Benign
1 ign || Pathogenic | | Uncertain significance | | hke\v benign || Benigr
Palhngemc 11 not provided || 11 Likely benign ||
11 Benig: ign || f i Palhugemc
Pathogenic | | Benign/Likely benign || Uncertain significance || Likely benign
Pathogenic || Confictng casifications of pathogenicy; assaciation; sk factor || Conflcingcasifications of pathogenicty || Pathogenic/Likely pathogenic || Uncertan signficance || Likely benign
other || 11 Conflicting 11 Benign/Likely benign || ikely benign || Pthogenic || Likely pathogeric || Benian
Pathogenic | | Benign | | Uncertain significance | | Pathogenic/Likely pathogenic || 11 Likely benign ||
other || Pathogenic || Conflicting classifications of pathogenicity | | Uncertain significance | | Benign/Likely benign || Ukelv benign || Pathogenic/ikey pathogenc || Likely pathogenic
other || Pathogenic || Conflicting classifications of pathogenicity || Uncertain significance | | Benign/Likely benign || Likely benign || Pathogenic/Likely pathogenic || Likely pathogenic
Pathogenic | | Uncertain significance | | 11 Benign || Likely benign

cetan siniicane || Beign/Likely benign || Pathogenic || Pathogenicikely pathogenic || Benign || Likely enign

ne
Pathogenic || other || Conflicting classifications of pathogenicity || Benign/Likely benign || 11 Likely benign || pathogenic || Likely pathogenic
Palhngemr |1 Benign/Likely benign | | Uncertain significance | | Likely benign
[ 11 Benig iin || Pathogenic || Uncertain significance | | Likely benign | | Benign
[ f | \ Pathogenic || 11 Likely benign || Benign/Likely benign | | Pathogenic/Likely pathogenic || Benign
Benign/Likely benign | | Uncertain significance || Pathogenic | | Conflicting classifications of pathogenicity || Likely benign || Pathogenic/Likely pathogenic | | Benign
Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || pathogenic || 11 Likely benign || C of

enign/Likely benign || Pathogenic | | Benign | | Uncertain significance | | Likely benign
Pathogenic || Likely pathogenic || Uncertain significance | | Benign/Likely benign | | Conflicting classifications of pathogenicity || Pathogenic/Likely pathogenic || Likely benign

11 Pathogenic || C 11 Benign/Likely benign || Likely benign || Likely pathogenic
1" pathogenic || Pathogenic | | Uncertain significance | | Benign/Likely benign
Likely benign || Pathogenic | | Uncertain significance || Benigr ign |1 C

Pathogenic || Conflicting classifications of pathogenicity; association; risk factor || Conflicting classifications of pathogenicity | | Pathogenic/Likely pathogenic || Uncertain significance || Likely benign
Uncertain significance | | Likely benign || Benign/Likely benign || Pathogenic || Likely pathogenic | | Benign
Uncertain significance || Benign/Likely benign || Pathogenic | | Conflicting classifications of pathogenicity || Likely benign || Pathogenic/Likely pathogenic | | Benign
Uncertain significance || Pathogenic || Likely pathogenic || Benign/Likely benign || Likely benign

Pathogenic || Likely pathogenic || Uncertan sigificance || Benign/Likel benign || Conflictingcasifications of pathogenicy | Pathogenic/Likely pathogenic || Likely benign
athogenic || 11 Conflicting 11 Benign/Likely benign || Likely benign || Likely pathogenic
Pathogenic | | Uncertain significance | | Benigny/Likely benign || Likely benign

Pathogenic | | Uncertain significance | | Benigny/Likely benign || Likely benign

Pathogenic | | Uncertain significance | | Benigny/Likely benign || Likely benign

Pathogenic | | Uncertain significance | | Benigny/Likely benign || Likely benign

Pathogenic | | Uncertain significance | | Benigny/Likely benign || Likely benign

Pathogenic | | Uncertain significance | | BenignyLikely benign || Likely benign
Benign/Likely benign | | Uncertain significance | | Pathogenic || Pathogenic/Likely pathogenic || Benign

Conflicting classifications of pathogenicity | | Uncertain significance | | Pathogenic || 8enign || Likely benign || - || Likely pathogenic
athogenic/Likely pathogenic || Likely benign | | Uncertain significance
Palhogemr/uke\v pathogenic | | Uncertain significance | | Likely benign || Likely pathogenic

1} 11 Likely benign
Ce f 1 | Pathogenic | | Uncertain significance | | Likely benign | | Pathogenic/Likely pathogenic
Uncerain signifcance || Lly bemgn 11 Pathogenic | | Conflicting classifications of pathogenicity
Pathogenic | | Uncertain significance | | Benigr ign | C 11 Pathogenic/Likely pathogenic || Likely benign
pathogenic || f " 11 Likely benign || Likely pathogenic || Pathogenic

Pathogenic || Uncertain significance | | Conflicting classifications of pathogenicity | | Likely benign
Pathogenic/Likely pathogenic \ | Uncertain significance | | Likely benign || Conflicting classifications of pathogenicity || Pathogenic || Likely pathogenic

pathoge f il 11 Likely benign || Likely pathogenic || Pathogenic
e \ | f Il 11 Likely benign || Likely pathogenic || Pathogenic
pathogenic || f 1" 11 Likely benign || Likely pathogenic || Pathogenic
pathogenic || f Il 11 Likely benign || Likely pathogenic || Pathogenic
pathogenic || f " 11 Likely benign || Likely pathogenic || Pathogenic
G f " 1} pathogenic || Likely pathogenic || Likely benign || Pathogenic
pathogenic || f 1l 11 Likely benign || Likely pathogenic || Pathogenic
1 f " 11 Likely benign || Likely pathogenic || Pathogenic
Benign/Likely benign | | Uncertain significance
[ f 11 Benig i || Uncertain significance || Likely benign || Pathogenic

ign |1 C f 1 11 Pathogenic || Likely benign || - || Benign
11 Pathogenic || Benigs ign || f 11 Likely pathogenic || Likely benign




SUPPLEMENTARY TABLE S3

studyld

msk_chord_2024
msk_chord_2024
msk_met_2021
msk_met_2021
pancan_pdmr_2025
pancan_mimsi_msk_2024
pancan_mimsi_msk_2024
pancan_pdmr_2025
msk_chord_2024
crc_eo_2020
rectal_msk_2022
msk_met_2021
crc_eo_2020
crc_msk_2017
crc_msk_2017
pancan_mimsi_msk_2024
rectal_msk_2022
coadread_dfci_2016
coadread_tcga_pan_can_atlas_2018
rectal_msk_2019
crc_eo_2020
crc_apc_impact_2020
coadread_dfci_2016
msk_chord_2024
coadread_tcga_pan_can_atlas_2018
msk_chord_2024
msk_met_2021
coad_tcga_gdc
coad_tcga_gdc
crc_apc_impact_2020
crc_msk_2017
pancan_pdmr_2025
coad_silu_2022
pancan_mimsi_msk_2024
rectal_msk_2019
coad_tcga_gdc
coadread_tcga
coadread_tcga_pub
crc_apc_impact_2020
msk_chord_2024
msk_met_2021

novel_pos

1367
1395
1367
1395
1367
1367
1395
1395
1455
1367
1395
1455
1395
1367
1395
1455
1367
1395
1395
1395
1455
1395
1367
425
1367
985
985
1367
1395
1367
1455
1455
1395
985
1367
1455
1367
1367
1455
842
425

n_hits

101
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pancan_mimsi_msk_2024
prad_pik3r1_msk_2021
read_tcga_gdc
read_tcga_gdc
rectal_msk_2022
coad_silu_2022
coadread_dfci_2016
coadread_tcga_pan_can_atlas_2018
prad_msk_stopsack_2021
prostate_msk_2024
tmb_mskcc_2018
coad_cptac_2019
coad_cptac_gdc
coad_tcga_gdc
coadread_cass_2020
coadread_mskcc
coadread_mskcc
coadread_tcga_pan_can_atlas_2018
coadread_tcga_pan_can_atlas_2018
crc_apc_impact_2020
crc_eo_2020
crc_msk_2017
msk_access_2021
msk_ctdna_vte_2024
msk_met_2021
nsclc_ctdx_msk_2022
pancan_mimsi_msk_2024
pancan_pcawg_2020
prad_cdk12_mskcc_2020
rectal_msk_2019
rectal_msk_2022
stad_tcga_pub
tmb_mskcc_2018
blca_msk_tcga_2020
blca_tcga_gdc
blca_tcga_pan_can_atlas_2018
blca_tcga_pub_2017
brca_tcga
brca_tcga_pub2015
coad_caseccc_2015
coad_cptac_2019
coad_cptac_2019
coad_cptac_gdc
coad_cptac_gdc

425
1455
1367
1395
985
1367
1455
1455
1455
1455
1395
1367
1367
985
1367
1367
1395
425
985
985
985
425
1455
1455
842
1455
842
1395
1455
1455
425
1455
1367
985
985
985
985
425
425
1395
842
1455
842
1455
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coad_silu_2022
coad_silu_2022
coad_tcga_gdc
coadread_cass_2020
coadread_cass_2020
coadread_dfci_2016
coadread_dfci_2016
coadread_genentech
coadread_tcga
coadread_tcga
coadread_tcga
coadread_tcga_pub
coadread_tcga_pub
coadread_tcga_pub
crc_dd_2022
crc_eo_2020
crc_eo_2020
crc_htall_htan_2021
crc_msk_2017
crc_nigerian_2020
crc_orion_2024
egc_msk_2023
kich_tcga
msk_chord_2024
msk_ctdna_vte_2024
pancan_pcawg_2020

prad_mcspc_mskcc_2020

prad_pik3r1_msk_2021
prad_pik3r1_msk_2021
prostate_msk_2024
prostate_msk_2024
read_tcga_gdc
read_tcga_gdc
rectal_msk_2019
rectal_msk_2022

rectal_radiation_msk_2024

stad_tcga
stad_tcga_gdc

stad_tcga_pan_can_atlas_2018

stes_tcga_pub
tmb_mskcc_2018
tmb_mskcc_2018

425
1455
425
985
1395
425
842
1367
985
1395
1455
985
1395
1455
1455
425
842
985
985
1455
1395
1455
425
817
1367
985
1455
817
842
817
842
425
1455
985
1455
1367
1455
1455
1455
1455
425
1455
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Supplementary Table S4

Oligo name
APCex2
APCex3
APCex4
APCex5
APCex6
APCex7
APCex8
APCex9
APCex10
APCex11
APCex12
APCex13
APCex14
APCex15
APCex15_12
APCex15_34
APCex15_516
APCex15_156

Region (1)

Exon 2
Exon 3
Exon4
Exon5
Exon 6
Exon7
Exon 8
Exon 9
Exon 10
Exon 11
Exon 12
Exon 13
Exon 14
Exon 15
Exon 16
Exon 16
Exon 16
Exon 16

Forward (5’>3’)
TTTCTTTAAAAACAAGCAGCCA
AAGGTGCGTGCTTTGAGAGT
CCAAGTGGACTTTTCAGGGA
GCTCTTCTGCAGTCTTTATTAGCA
AAGCCACTTGTGACTTTGGC
TGCGGTGAGCTGAGATTATG
GCAGCTCTAATGCTCAAGGG
CCATTCTGCAGTTTAATGCTCA
CTGGAAAGGTTTTCCGGTTT
GTCAAGGGCAGATGAGTGGT
TTGTCTTTTTCCTCTTGCCC
CCTGTTGCTTATCATTTCTCACC
CAGCCTCCCAAAGTGATAGG
AGGGACGGGCAATAGGATAG
TACTGCATACACATTGTGACCTT
CAATTTCACTAAGTCGGAAAATTCA
GCTCCATCCAAGTTCTGCAC
GGCATTATAAGCCCCAGTGA

(1) According to ensemble transcript ENST00000257430.9

Reverse (5’>3’)
CACAGAAAACCTTGCCTCAG
ACCAACACCCAAATCGAGAG
CTGGAGTACACAAGGCAATGTT
CCTAGTTGAACCCTGAGGTCC
GTTGCTCAGCAGCCATGATA
ACCCACAAACAAGAAAGGCA
TGGTACTGAATGCTTCTGGAAA
TAGAGATGGGGTTTTGCCAC
TGCTTTGAAACATGCACTACG
TTCTATGCTGGAAACCAGGG
AGCGAATGTGAAGCACAGGT
AGAGTGAGACCCTGCCTCAA
ATGGCTAAAAGAAGGCAGCA
CATTGCTTACAATTAGGTCTTTTTGA
CGAGGGTTTCATTTGACCTC
CTGCTTCCTGTGTCGTCTGA
CATGGTTTGTCCAGGGCTAT
ACTTGGTTTCCTTGCCACAG

Fragment size (bp)
519
308
412
444
511
376
465
512
577
511
362
391
341
404
1040
1085
604
585
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