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BRCA1 & BRCA2 MUTATION SCREEN 
(PCR, SEQUENCING) 
 

GENE / EXON TYPE OF MUTATION YOUR RESULT 

BRCA1 exon 2 187delAG Variant Not Found 

BRCA1 exon 20 5385insC Variant Not Found 

BRCA2 exon 11 6174delT Variant Not Found* 
 

 
 

Clinical Inference  
No copies of the three breast and ovarian cancer mutations identified. The absence of these mutations 
does not rule out the possibility that this person may have another genetic variation that increases the 
risk of these diseases. Only five to 10 percent of breast cancers occur in women with a known genetic 
predisposition for the disease 
 
Comments 

BRCA genes are popularly known as “breast cancer, early onset” genes. They are tumor suppressor in 
nature. BRCA genes repair damages or double stranded breaks in DNA and restore genomic integrity of 
human cell. Hence, they play a vital role in maintaining normal cell growth in the body. The two genes 
BRCA1 and BRCA2 are present on chromosome 17 and chromosome 13 respectively. The former gene 
carries 24 exons, spanning around 83 kb long, encoding a 220 kD nuclear protein. The latter gene has 27 
exons and is larger than former spanning around 86 kb long. It encodes for a protein of 385kD. Harmful 
mutations or changes in the two genes have been associated with increased risk of cancers. Most 
common type of cancers with BRCA in women include breast and ovarian. Defective BRCA genes 
account for nearly 5-10% of breast cancer cases, while the rest are of sporadic in nature.  
 
Who Is at Risk  
Not every individual with BRCA mutations gets cancer. Those individuals with BRCA mutations having 
Hereditary or Familial history of malignancies, especially of breast/ovarian cancer are at a very high risk 
of getting affected. Hence, inheriting BRCA mutations from cancer family lineage (at least 3 first degree 
relatives or second degree relatives, second degree – mainly in case of paternal inheritance, affected 
with breast or ovarian cancer in 2 successive generations at a young age of within 50 years) increases 
the lifetime risk for developing breast cancer by 65% and ovarian cancer by 40%, with BRCA1. The 
lifetime risk associated with BRCA2 may be lesser (45% Breast cancer, 11% Ovarian cancer) than BRCA1.  
 



 
 
 
 
 
Typically, such cancers occur early, in ages less than 50 years; however, increasing age may enhance the 
risk. It is usually characterized by the presence of more than one primary tumor occurring bilaterally  
(both breasts or both ovaries). However, the general population (without family history of 
breast/ovarian cancer) is estimated to have a lifetime risk of 12% up to 85 years, for breast cancer with 
defective BRCA genes. Nevertheless, it is important to understand that BRCA mutations may not always 
mean the disease will occur.  
It is recommended that the patient does complete BRCA1 and BRCA2 gene sequencing in order to 
confirm the other variants in the genes. 
 
Note: * From Ion reporter software, position was reported as “no call” due to maximum strand bias 
(Hotspot). However, visualization of data in the Integrative Genomics Viewer did not reveal any deletion.  
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