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Introduction
Light, moderate and heavy risk factors - Genetics

Selection for genetic testing

HBOC - NCCN criteria
https://www.nccn.org/professionals/physician_gls/pdf/genetics_screening.pdf







Objectives

Identify genetic mutations in BRCA1 and BRCA2 genes in wom
NCCN testing criteria

Identifying 
the relevant criteria, 

the frequency and type of found mutations

the relative importance of each NCCN criteria



Methodology
Database - 171 tested patients

NCCN criteria identification

Correlation

Meeting criteria vs Tested cases vs Found mutations

NCCN agreed: NCCN+/Mut+ ou NCCN-/Mut-

NCCN negatives: Mut+ but NCCN-

NCCN positives Mut- but NCCN+
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Pathogenic mutations detected
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Results
171 patients - 38 deleterious mutations (22%)

Significant criteria

total numbers of  relatives with cancer (p = 0.02)

ashkenazi ascendence (p=0.001)

Age of the younger relative with cancer below 45 (p=0.1)
Correlation between mutated patients and NCCN criteria (p=0.0001)
Correlation between the presence of NCCN testing criteria and the prese
Median age of mutated patients (41,1) vs Median age of non mutated pat
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Results

sensitivity was 0.947

specificity was 0.068

PPV was 0.225

NPP was 0.818

Accuracy was 0.263

NCCN criteria to find BRCA mutations



Conclusion
The incidence of BRCA1 and BRCA2 deleterious 

mutations in our study was similar to found in other 

population. 

NCCN criteria was a poor predictor of deleterious mutation 

in BRCA1 and BRCA2 in general, although most mutant 

patients had at least one NCCN testing criteria, specially 

increasing number of affected relatives and ashkenazi 

ascendence


