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Unit Description in detail Weightage (%) 

1 Genetic mapping: Genetic and physical map, Genetic markers, Synteny of 
genes, Assembly of clone contigs, Positional cloning and chromosome walking. 
Identifying human diseases genes: Principles and strategies, Position-
independent and positional cloning. Candidate gene approaches. 
Studying whole genome: Pulse field gel electrophoresis, Cloning and 
sequencing of DNA.  

 
 

25 % 

2 Monogenic and polygenic disorders: An overview of the genetic basis of 
syndromes and disorders: Genetic susceptibility to common diseases, 
Monogenic and Polygenic diseases with well known molecular pathology 
Monogenic diseases (Huntington’s disease, Neurofibromatosis, Cystic fibrosis, 
Hemophilia A and B, Trinucleotide repeat expansion mutations). 
Polygenic diseases (Diabetes mellitus, Obesity and Cancer). 

 
 
 

25 % 

3 Biochemical Genetics: Inborn errors of metabolism: (Molecular and 
biochemical pathways in Phenyl ketonuria, Alkaptonuria, Maple syrup urine 
disease, Albinism, Mucopolysaccharidosis, Lipidosis and Glycogen storage 
disorders). Human mitochondrial syndromes. 

 
 

25 % 

4 Over view of Human genome projects and its practical implications 
DNA testing: Screening for unknown mutations, Detection of known 
mutations. Pharmacogenetics: Definition, drug metabolism, genetic variation 
revealed solely by the effect of drugs, Hereditory disorders with altered drug 
response, pharacogenomics, ecogenetics. 
Social and ethical issues in medical genetics 

 
 

25 % 
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 Topic related review articles.  


