
GENETIC TESTING 

FOR BREAST 

CANCER RISK

TAKE-HOME MESSAGES:

1) TEST MORE INDIVIDUALS

2) USE EXPANDED PANEL

3) VUS (VARIANT OF UNCERTAIN SIGNIFICANCE) -

NO CAUSE FOR ALARM.











IS THERE A BRCA 3 ?

HIGH RISK FAMILIES WHO TESTED 

NEGATIVE FOR BRCA 1 & 2

WITH RAPID “NEXT GENERATION” 

SEQUENCING OF DNA, IT TURNS 

OUT THERE ARE MANY POTENTIAL 

MUTATIONS THAT ARE 

RESPONSIBLE.

SIGNAL TRANSDUCTION PATHWAYS









VUS – VARIANT OF 

UNCERTAIN SIGNIFICANCE

HIGHLY UNLIKELY TO INCREASE CANCER RISK

IT’S LIKE A DIFFERENT SPELLING OF A WORD.

IN THIS COUNTRY WE SPELL THE WORD “COLOR” 

DIFFERENTLY FROM BRITAIN, WHERE THEY 

SPELL IT “COLOUR”

IT’S STILL THE SAME WORD WITH THE SAME 

SOUND AND THE SAME MEANING.   IN SIMILAR 

FASHION, A VUS STILL PRODUCES THE SAME 

PROTEIN WITH THE SAME FUNCTION







WHO SHOULD BE TESTED?

NCCN – NATIONAL COMPREHENSIVE 

CANCER NETWORK – ONLINE 

GUIDELINES UPDATED REGULARLY –

A NETWORK OF CANCER CENTERS



WHO SHOULD BE TESTED?
WOMEN WITH BREAST CANCER & “RED FLAG”

<=45Y AT DIAGNOSIS

<=50Y AT DIAGNOSIS PLUS:  a) 2ND PRIMARY 
BREAST CANCER, b) RELATIVE WITH BREAST, 
PANCREATIC, OR PROSTATE CANCER

<=60 AT DIAGNOSIS, WITH TRIPLE NEGATIVE 
BREAST CANCER

ANY AGE AT DIAGNOSIS PLUS:  a) ONE CLOSE 
RELATIVE WITH BREAST CA <50 OR OVARIAN 
CANCER OR MALE BREAST CANCER  b) TWO 
CLOSE RELATIVES WITH BREAST, OVARIAN, 
PANCREATIC, OR PROSTATE CANCER.



WHO SHOULD BE TESTED?
THOSE WITH OTHER CANCERS

INDIVIDUAL WITH OVARIAN CANCER OR MALE 

BREAST CANCER

INDIVIDUAL WITH HIGH-RISK PROSTATE CANCER 

AND CLOSE FH OF BREAST, OVARIAN, 

PANCREATIC, OR PROSTATE CANCER

INDIVIDUAL WITH PANCREATIC CANCER AND 

CLOSE FH OF BREAST, OVARIAN, PANCREATIC, OR 

PROSTATE CANCER

INDIVIDUAL WITH  PANCREATIC CANCER AND 

ASHKENAZI JEWISH ANCESTRY



WHO SHOULD BE TESTED?
CANCER-FREE BUT WORRISOME FAMILY:

INDIVIDUAL FROM A FAMILY WITH A KNOWN 

BRCA MUTATION

FIRST-DEGREE OR SECOND-DEGREE 

RELATIVE MEETING ANY OF THE CRITERIA 

ON PREVIOUS SLIDE

THIRD-DEGEE RELATIVE WITH BREAST +/OR 

OVARIAN CANCER AND 2 CLOSE RELATIVES 

WITH BREAST OR OVARIAN CANCER



GENETIC TESTING FOR 

BREAST CANCER RISK

TAKE-HOME MESSAGES:

1) TEST MORE INDIVIDUALS

2) USE EXPANDED PANEL

3) VUS (VARIANT OF UNCERTAIN SIGNIFICANCE) -

NO CAUSE FOR ALARM.


