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همه رشته های تخصصی پزشکی باید بیشتر با علم ژنتیک آشنا شوند

آگاهی از روشهای نوین 
درمانی موجود بر پایه علم 
ژنتیک و زیست شناسی 

مولکولی 

آگاهی از زمان مناسب ارجاع 
بیماران قبل و بعد از 

آزمایشات ژنتیک 

آگاهی دقیق از اندیکاسیون 
های به روز ارجاع بیماران 

سرطانی و خانواده آنها جهت 
مشاوره ژنتیک



Strongest hereditary risk factor (BRCA1, BRCA2) for breast 

cancer (5-10%) and ovarian cancer (20%)

Other high to moderate genes 

TP53 Li-

Fraumeni syn

Partner & localizer 

BRCA2 (PALB2)

PTEN

Cowden syn

CHEK2

STK11

Put2-Peutz 

Jeghers syn



Guidelines from expert groups

National 

Society of 

2022 genetic 

Counsellors

NCCN 

2022



 Female breast cancer diagnosed ≤45

 Female breast cancer diagnosed age 46 to 50 if limited or unknown family history, multiple

primary breast cancers or >1close blood relative with breast, ovarian, pancreatic or prostate

cancer diagnosed at any age

 Female breast cancer diagnosed age >51with >1 close blood relative with any of the following:

breast cancer age≤ 50 or male breast cancer: ovarian cancer, exocrine pancreatic cancer, or

metastatic prostate cancer, intraductal cribriform histology, and high-risk prostate cancer: or

three total diagnoses or breast cancer in patients and/or close blood relative include first-,second-

,and third-degree relatives on the same side of the family

 Triple negative breast cancer, any age

 Breast cancer diagnosed at any age if genetic testing would affect recommendations for PARP

inhibitors (eg, for metastatic patients or those with high-risk, HER2-negative breast cancer)

Key criteria for hereditary cancer risk evaluation & Testing



 Invasive lobular breast cancer with personal or family history of diffuse gastric cancer

 Invasive ovarian or fallopian tube cancer, or primary peritoneal cancer, any age

 Male breast cancer, any age

 Exocrine pancreatic cancer, any age

 Metastatic prostate cancer, intraductal/cribriform histology, and high-risk prostate cancer, any age

 Breast or prostate cancer diagnosed at any age and Ashkenazi Jewish ancestry

 BRCA1/2 or other specific pathogenic variant identified from tumor genomic analysis, regardless of

tumor type, if high suspicion for germline origin and confirmation of germline status has clinical

implications for the patient or family members

Key criteria for hereditary cancer risk evaluation & Testing



Principles of Cancer Risk 

Assessment and Counseling

Pre-test 
Counceling

Consideration
Post-test 

Counseling



Pretest Genetic Counseling

Medical history and pedigree evaluation

Discussion & genetic testing recommendation

Discussion & Financial consideration





Selection & initial 
Genetic Testing Method

Risk Assessment Models

Final Risk      Genetic Counsellor

Consideration



Choice of Multi-Gene Testing 

 The multi-gene testing      has rapidly altered the clinical approach for patients or/and their families 

 The multi-gene testing      NGS technology analyze a set of genes     specific family cancer

 Phenotype-directed testing                   

Panel multi-gene

 Personal and family history

 Negative for a single syndrome     history positive

 Pathogenic variants       involved DNA repair rare AR     posing risks to if partner is carrier       

offspring





Post-Test 
Counseling

Approach to 
Positive Results

Approach to 
Negative 
Results

Varients & 
uncertain 

significance 
(uninformative)





Summary & Recommendations

 Indivduals with a personal or family history of (breast, ovarians,

prostate, pancreatic) cancer benefit from own risk and family evaluation

for

Genetic counsellor is important

Results influence management of patients and family members

 Importance of genetic counseling both before and after testing

Stop transmission to offspring!



Thank you for your 

Attention
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