S1 Table. Specific BRCAL/2 pathogenic and likely pathogenic variants in the present study

Germline test results

Somatic test results

No. Gene Systematic Effect on amino Systematic Effect on
nomenclature acid nomenclature amino acid
1 BRCAl €.390C>A p.Tyrl30Ter €.390C>A p.Tyr130Ter
2 BRCA1 ¢.390C>A p.Tyr130Ter Not performed
3 BRCA1 ¢.390C>A p.Tys130Ter Not performed
4 BRCA1 ¢.390C>A p.Tys130Ter Not performed
5 BRCA1 Not performed Not performed ¢.390C>A p.Tyr130Ter
6 BRCA1 €.824G>A p.Gly275Asp Not performed
7 BRCA1 €.870_871insAC p.Leu291fs Not performed
8 BRCA1 €.922 924delinsT p.Ser308Ter €.922 924delinsT p.Ser308Ter
9 BRCA1 €.922_924delinsT p.Ser308Ter Not performed
10 BRCA1l €.922_924delinsT p.Ser308Ter Not performed
11  BRCAl €.922_924delinsT p.Ser308Ter Not performed
12 BRCA1l €.922_924delinsT p.Ser308Ter Not performed
13  BRCA1l €.922_924delinsT p.Ser308Ter Not performed
14  BRCA1l Wild-type Wild-type c.1016del p.Lys339fs
15 BRCA1l €.1102G>T p.Glu368Ter Not performed
16 BRCAl €.1205del p.Glu402fs Not performed
17  BRCA1  ¢.1293_1295delinsGA p.Leu432fs €.1293 1295delinsGA p.Leud32fs
18 BRCA1l €.1354del p.Val452Ter Not performed
19 BRCA1l €.1716del p.Glu572fs Not performed
20 BRCA1l €.1831del p.Leu6llTer c.1831del p.Leu611Ter
21  BRCAl Wild-type Wild-type €.2269del p.Val757fs
22  BRCAl Wild-type Wild-type c.2386del p.Thr796fs
23  BRCA1l €.2389 2390delGA p.Glu797fs Not performed
24  BRCAl €.2389 2390delGA p.Glu797fs Not performed
25 BRCA1l €.2400 2402delinsTT p.Lys800fs €.2400_2402delinsTT p.Lys800fs
26 BRCAl €.2433del p.Lys812fs €.2433del p.Lys812fs
27 BRCA1l €.2563C>T p.GIn855Ter Not performed
28 BRCAL Wild-type Wild-type C'2928—29$2de'CCCA p.Asn976fs
29 BRCAl Wild-type Wild-type €.3093del p.Arg1032fs
30 BRCA1 c.3296del p.Pro1099fs c.3296del p.Pro1099fs
31 BRCAl Not performed Not performed €.3352C>T p.GIn1118Ter
32 BRCAl €.3442del p.Glul1148fs c.3442del p.Glul148fs
33 BRCAl €.3442del p.Glul1148fs Not performed
34  BRCAl €.3442del p.Glul1148fs Not performed
35 BRCAl €.3442del p.Glul1148fs Not performed
36 BRCAl €.3627dupA p.Glu1210fs €.3627dupA p.Glul1210fs
37 BRCAl €.3627dupA p.Glu1210fs Not performed
38 BRCAl1 €.3627dupA p.Glu1210fs Not performed
39 BRCAl1 €.3627dupA p.Glu1210fs Not performed
40 BRCAl €.3627dupA p.Glu1210fs Not performed
41  BRCAl €.3627dupA p.Glu1210fs Not performed
42  BRCAl Not performed Not performed €.3627dupA p.Glu1210fs
43  BRCAl €.3758_3759delinA p.Ser1253Ter €.3758_3759delinA  p.Serl253Ter *
44  BRCAl €.3869_3870del p.Lys1290fs Not performed
45 BRCAl €.3895C>T p.GIn1299Ter Not performed
46  BRCAl €.3991C>T p.GIn1331Ter €.3991C>T p.GIn1331Ter
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€.3991C>T
¢.4253del
€.4253del
Wild-type

€.4981G>T

.4987-3C>G
€.5030_5033del
c.5074+1G>T

€.5074+1G>T

c.5080G>T
c.5080G>T
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Not performed
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€.5333-2A>T
€.5339T>C
c.5467+1G>A

€.5496_5506delinsA
€.5496_5506delinsA

€.5553dup

Exon 1-14 deletion
Exon 13-15 deletion
Exon 14 deletion

c.97G>T

€.755_758delACAG

C.1399A>T

¢.1796_1800delCTTAT
c.1889_1890delinsGGG

¢.2435del
€.2983G>T
¢.3018del

€.3096_3110delinsT
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€.5576_5579delTTAA
€.5576_5579delTTAA
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Splice region
variant
p.Thr1677fs
Splice region
variant
Splice region
variant
p.Glul694Ter
p.Glul694Ter
p.Glul694Ter
p.Glu1694Ter
Not performed
Not performed
Splice region
variant
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