Question 5 genetics: 35yo woman with breast cancer and an aunt who died from breast cancer. BRCA1 negative. The future risk to her daughter?

BRCA1 is transmitted in an autosomal dominant fashion with high penetrance. It confers a very high risk (85% by 70 years) of developing breast cancer. Also associated with ovarian cancer. 

If the mother is negative then there is no use testing the daughter.  Likewise testing the father would not be particularly helpful in working out her risk as the population incidence, in asymptomatic individuals, of BRCA1 mutation is very low.

The daughters risk may still be very high due to an as yet unrecognised mutation. These mutations probably have a lower prevalence because they do not have such a strong family history.

I think the most likely answer is D- the negative test does not help clarify the daughters risk.

Question 6 genetics: 25yo female referred with depression and a family history of HD. Her brother has new onset of tremors. Should she have genetic testing?

Huntingtons disease is AD. Associated with CAG repeats and can show anticipation between generations. Most common presenting symptom is chorea. Other presentations include dementia, affective disorders, personality changes and other motor disturbances such as parkinsonism, dystonia and involuntary motor impairments.

Both could possibly have HD clinically. Genetic testing probably depends on the strength of the family history. If the parents did not have it but other relatives did then the answer would be that she does not need genetic testing.

Her risk is not dictated by her brother having the disease and therefore his result has no bearing on her having a genetic test.

Therefore if we were given more history I would answer either she should (parents have disease) or shouldn’t (more remote history) have genetic testing.

Does anyone else have any ideas on this question??

Question 7 genetics: Best description for the use of DNA polymerase in the PCR!

Heating denatures the DNA into 2 strands. With cooling the primers bind to the DNA strands. Reheating results in “new DNA synthesis by the included DNA polymerase” (UTD). It causes formation of a complementary DNA strand to the one already there. The DNA polymerase does not produce two strands of DNA (this is the only way that I could differentiate between b and e). Reverse transcriptase is the synthesis of cDNA from mRNA.

Answer b

