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Test Name: Hereditary Breast Ovary Panel (BRCA 1-2) 

Method: Next Generation Sequencing Analysis (NGS) 

Used Platform: Illumina Miseq 

Used Kits: BRCA MASTR Dx Kit, Multiplicom 

Bioinformatics Analysis: Sophia DDM® 

ANALYSIS RESULTS: 

SNV / INDEL Analysis: 

POSITIVE, 

Heterozygous for BRCA1 (NM_007294.4) c.5137del (p.Val1713*) pathogenic variant was detected. 

No pathogenic variants detected in the BRCA2 gene.  

 

INTERPRETATION: 

Heterozygous pathogenic c.5137del (p.Val1713*) variant was detected in BRCA1 gene.  

The c.5137del (p.Val1713*)  variant is a deletion that causes a stop codon at position 1713 in the protein. Loss-

of-function variants in BRCA1 are known to be pathogenic (PMID: 20104584). ClinVar database classifies this 

variant as ‘Pathogenic’ related to Breast-ovarian cancer, familial, susceptibility to, 1 syndrome  (ClinVar ID: 55411). 

dbSNP database  classifies this variant as ‘Pathogenic’ (dbSNP: rs80357997). This variant is present with low 

frequency in population databases (gnomAD: 0.00000398). According to ACMG criterias1, this variant is classified 

as ‘pathogenic’. 
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The patient has an elevated/high lifetime risk of developing further BRCA1-related cancers. 

The BRCA1 gene encodes a protein that plays an important role in DNA repair, control of cell cycle checkpoints, 

and maintenance of genomic stability. This protein is a tumor suppressor protein that plays a role in forming the 

BRCA1-related genome surveillance complex (BASC), together with other tumor suppressors, DNA damage sensor 

and signal transmitters. The germline pathogenic variants in the BRCA1 gene cause more than 60% risk for breast 

cancer, 7–26% risk for prostate cancer and 39-58% risk for ovarian cancer2. 

Variant Table: 

Gene (Reference 

Sequence) 

 Variant Classification¶ Status 

BRCA1 

(NM_007294.4) 

   

¶ Variant class is determined based on American College of Medical Genetics and Genomics (ACMG) criterias. 

 

RECOMMENDATIONS: 

*This section includes recommendations regarding the test performed and the results obtained. 

 

 

QUALITY CONTROL RESULTS  
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Target region’s average coverage: x Target region’s minimal 25X coverage: % 

Target region’s minimal 50X coverage: % Target region’s minimal 100X coverage: % 

 

TECHNICAL SPECIFICATIONS and LIMITATIONS: 

*Information is provided about the specification and limitations of the kit and technique used. This section also 

includes information about what is included or excluded from the report within the scope of the study and analysis. 
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