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There are two sections to this exam. 
The short answer  section makes up 25% of  the marks for this paper. 
The essay section counts for 75% o f  the marks (25% each essay). 

Sect ion 1 = S H O R T  A N S W E R  S E C T I O N  

This section 

1. Write 

makes up 25% of the examination. 

short notes on ALL of the following 

a) FISH analysis giving two examples of its use in human genetics 
b) PCR analysis giving two examples of its use in human genetics 
c) Imprinting 
d) Mitochrondrial genetics 
e) DNA repair 
f) Prion disease 

S e c t i o n  2 - E S S A Y  S E C T I O N  

Answer THREE essays from this section. 
Each essay counts for 25% of the examination. 

1. Discuss the various mechanisms by which numerical abnormalities can arise in humans and 
the different stages of development at which these errors occur. 

2. Compare and contrast techniques (cytogenetic and molecular) used in prenatal diagnosis 
with those used in preimplantation genetic diagnosis. 

3. Give a detailed account of the genetics of triplet repeat disorders paying particular attention 
to the correlation between genotype and phenotype. 

. Describe the genetics of two of the following (include aspects such as inheritance, genotype- 
phenotype correlations, mutations, prevalence, gene discovery, gene function, therapeutic 
choices, etc.) 

(a) Beta- thalassaemia 
(b) Cystic Fibrosis 
(c) Charcot Marie Tooth disease 

5. Discuss the statement 'Cancer is a genetic disease'. 
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