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Table 3. MBC risks associated with pathogenic variants by gene among Caucasians 
cases 
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BRCA2 53 480 11.0 55 677 8.1 

CHEK2 (all) 16 386 4.1 22 581 3.8 

CHEK2 (excluding I157T) 11 386 2.8 16 581 2.8 

CHEK2 (I157T only) 5 386 1.3 6 581 1.0 

ATMb 6 390 1.5 6 586 1.0 

BRCA1 6 480 1.3 6 677 0.9 

NF1 2 354 0.6 3 512 0.6 

PALB2 2 417 0.5 5 621 0.8 

RAD51D 1 354 0.3 1 512 0.2 

BRIP1 1 370 0.3 1 564 0.2 

MRE11A 1 370 0.3 1 564 0.2 

NBN 1 370 0.3 1 564 0.2 

BARD1 0 370 0.0 2 564 0.4 

Table 2. Frequency of pathogenic variants in breast cancer 
genes in overall MBC cohort 

Ethnicity N % 

Caucasian 468 66.1% 

Ashkenazi Jewish 70 9.9% 

African American 58 8.2% 

Asian 23 3.2% 

Other/Unknown 89 12.6% 
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