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• Although all cancers occur as a result of genetic damage, genetic 
damage is not always passed down through families.

•  Approximately 10-15% of breast and ovarian cancers are due to 
germline mutations in the BRCA1 or BRCA2 genes.



• Detection of these cancers is 
very important in terms of 
directing systemic or surgical 
treatment because they 
appear at an earlier age than 
their sporadic equivalents, 
can be more aggressive, and 
have different drug 
sensitivities and responses to 
treatment.

AIM OF GENETIC SCREENING IN HEREDITARY 
CANCER SYNDROMES



Examples of some symptoms that raise suspicion of hereditary cancer:

• Earlier age of onset,
• Multiple primary tumors,
• Bilateral involvement,
• Rare malignancies,
• Tumor groups specific to 
a defined syndrome



SELECTION OF PATIENTS FOR GENETIC 
SCREENING

 Obtaining 
information about at 
least 3 generations is 
valuable in terms of 
accurate evaluation of 
family history.



 COMMON HEREDITARY CANCER SYNDROMES

•Hereditary breast / ovarian cancer (BRCA1 , BRCA2 )
• Hereditary non-polyposis colorectal cancer (MLH1 , MSH2 , MSH6, 

PMS1, PMS2 )
•  Multiple endocrine neoplasias (RET)
•  Cowden syndrome (PTEN)
• Li-Fraumeni syndrome (TP53)



According to research, the most 
common hereditary cancer syndromes 
are;
• Hereditary breast and ovarian cancers
• Lynch Syndrome (HNPCC)



BRCA1  AND BRCA2 MUTATIONS 

•  BRCA 1 and BRCA 2 are penetrance 
genes for breast and ovarian cancers 
and tumor predisposition syndromes.
• Approximately 10-15% of breast and 

ovarian cancers occur through 
hereditary transmission.
• As a result of mutations in these tumor 

suppressor genes, cell proliferation 
cannot be controlled and the risk of 
cancer, especially in the breast and 
ovaries, increases.



AIM OF TE STUDY

• With our study, we aim to list those with BRCA1 and BRCA2 gene 
mutations detected in patients who applied to Bezmialem Vakıf 
University Medical Genetics Department with a diagnosis of hereditary 
cancer, to match the gene mutation we found with the clinical and 
laboratory findings of these patients and to make a genotype-phenotype 
correlation.



METHOD

•  55 patients with hereditary cancer syndrome who applied to medical genetics 
polyclinic, those with BRCA1 and BRCA2 gene mutations will be included in 
the study. Data such as the patient's gender, type of cancer, age at diagnosis, 
which mutation was detected in which gene, and cancer history in relatives 
will be obtained from family history of patients.



• Name                     
• Gender
• Age
• Type of cancer
• Pathology
• Cancers seen in the patient's 1st, 2nd, 3rd degree relatives

  



RESULTS:
55 patients evaluated in the study, the average age at diagnosis was 46.8 years. Of 
the 39 breast cancer patients in the study, 13 carried the BRCA1 mutation, 26 
carried the BRCA2 mutation; 10 of the 15 ovarian cancer patients carried the 
BRCA1 and 5 carried the BRCA2 mutation. 



• It was observed that whether the mutations seen in the patients were 
reported as pathogenic (27) or VUS (28) according to the literature 
record did not affect the age of diagnosis.



• 3 mutations were detected in different unrelated individuals.
• The cancer history of the patients' first, second and third degree 

relatives was questioned and a total of 117 relatives with cancer were 
found to have a history of 25.6% breast cancer, 12.8% lung cancer and 
11.1% ovarian cancer.
• When the exons were examined, the majority of mutations were 

detected in exon 11 and exon 20. 
•  Both mutations resulted in a higher rate of breast cancer.







This study showed that the presence of a genetic mutation lowers the age of cancer 
diagnosis. Patients’ close relatives should also be examined genetically and followed up 
clinically. 
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