
Table-S1: BRCA1 pathogenic and likely pathogenic variants 

Exon/Intron Nucleotide change Amino acid change Variant type 
Database 

report 
Variant classification 

Exon 2 c.66dup p.Glu23Argfs Duplication/fs Yes pathogenic 

Exon 3 c.121C>T p.His41Tyr Missense Yes Likely to be pathogenic 

Exon 4 c.212G>T p.Arg71Met Missense Yes Likely to be pathogenic 

Exon 10 c.1129del Ser377fs Deletion/fs Yes pathogenic 

Exon 11 c.4065_4068del p.Asn1355Lysfs Deletion/fs Yes pathogenic 

Exon 11 c.798_799del p.Ser267Lysfs Deletion/fs Yes pathogenic 

Exon 11 c.2477_2492delinsTG p.Thr826fs indel/fs Yes pathogenic 

Exon 11 c.809del p.His270Leufs Deletion/fs Yes pathogenic 

Exon 11 c.3436_3439del p.Cys1146LeufsTer Deletion/fs Yes pathogenic 

Exon 11 c.3331_3334del p.Gln1111Asnfs Deletion/fs Yes pathogenic 

Exon 11 c.3835del p.Ala1279Hisfs Deletion/fs Yes pathogenic 

Exon 11 c.1961del p.Lys654Serfs Deletion/fs Yes pathogenic 

Exon 11 c.679G>T p.Glu227Ter Nonsense Yes pathogenic 

Exon 12 c.4117G>T p.Glu1373Ter Nonsense Yes pathogenic 

Exon 15 c.4524G>A p.Trp1508Ter Nonsense Yes pathogenic 

Exon 17 c.5030_5033del p.Thr1677Ilefs Deletion/fs Yes pathogenic 

Exon 18 c.5123C>A p.Ala1708Glu Missense Yes pathogenic 

Exon 19 c.5161C>T p.Gln1721Ter Nonsense Yes pathogenic 

Exon 19 c.5266dup p.Gln1756Profs Duplication/fs Yes pathogenic 

Exon 23 c.5444G>A p.Trp1815Ter Nonsense Yes pathogenic 

Exon 23 c.5431C>T p.Gln1811Ter Nonsense Yes pathogenic 

Intron 17 c.5074+3A>G/ IVS17+3 Splice acceptor Intervening sequence Yes Likely to be pathogenic 



 

 

Table-S2: BRCA2 Pathogenic or likely pathogenic variants 

Exon/Intron Nucleotide change Amino acid change Variant type 
Database 

report 
Variant classification 

Exons 5-11 exon 5-11 duplication 
Absent or disrupted 

protein product 
Large duplication Yes pathogenic 

Exon 9 c.771_775del p.Asn257Lysfs Deletion/fs Yes pathogenic 

Exon 10 c.1233dup Pro412Thrfs Duplication/fs Yes pathogenic 

Exon 11 c.2254_2257del p.Asp752Phefs Deletion/fs Yes pathogenic 

Exon 11 c.4284dup Gln1429fs Duplication/fs Yes pathogenic 

Exon 11 c.6022A>T p.Lys2008Ter Missense Yes pathogenic 

Exon 11 c.6685G>T p.Glu2229Ter Nonsense Yes pathogenic 

Exon 11/Exon11* 
c.2254_2257del & 

c.5351dup 

p.Asp752Phefs & 

p.Asn1784Lysfs 

Deletion/fs-

Duplication/fs 

No/ novel and 

suspected 

founder 

pathogenic 

Exon 22 c.8878C>T p.Gln2960Ter Nonsense Yes pathogenic 

Exon 22 c.8760T>G p.Tyr2920Ter Nonsense Yes pathogenic 

* as synchronous variants 

  



Table-S3: BRCA1/2 Variants of Uncertain Significance (VUS)  

Gene Nucleotide change Amino acid change Variant type Database report 

BRCA1 c.994C>T p.Arg332Trp missense Yes 

BRCA1 c.4045A>C p.Thr1349Pro missense Yes 

BRCA1 c.851A>G p.Gln284Arg missense Yes 

BRCA1 c.4357+5G>A NA Intron Variant Yes 

BRCA1 c.3607C>G p.Arg1203Gly missense Yes 

BRCA2 c.122C>T p.Pro41Leu missense Yes 

BRCA2 c.62A>G p.Lys21Arg missense Yes 

BRCA2 c.2332G>C p.Val778Ile missense Yes 

BRCA2 c.1550A>G p.Asn517Ser missense Yes 

BRCA2 c.9875C>T p.Pro3292Leu missense Yes 

BRCA2 c. 9613_9614delinsCT p.Ala3205Leu missense Yes 

BRCA2 c.3676A>C p.Lys1226Gln missense Yes 

BRCA2 c.6805G>A p.Ile2269Leu missense Yes 

 

 


