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1. A mother takes her 3 year old son to the OPD. After doing some tests, the doctors conclude that the child is suffering from Alkaptonuria.
i) Name at least one test that can be done to confirm the above disease.
ii) Which is the enzyme deficient in Alkaptonuria?
iii)   Which is the pathway involved? Briefly explain this.
iv)  Give at least two characteristic symptoms of this disease

2.  A one year child with delayed milestone was brought to hospital. His parents gave history of mousy odor from urine.
i). what is the probable diagnosis?
ii). What is the biochemical basis for mousy odor of urine?
iii). How should this patient be treated?
iv). Name the deficient enzyme. 

3. A 1 week old infant was detected to have PKU.
 i). Which enzyme is deficient in this disease?
ii). what are the characteristics of PKU?
iii). What metabolites are likely to accumulate in this disease?
iv). What dietary advice should be given to persons suffering from this disease?



4. A full term infant was observed to have a lack of pigmentation, blue eyes, white hair and confirmed as case of albinism.
 i) Name the enzyme responsible for the defect.
ii) Name the deficient pigment.
iii) Write the biochemical pathways catalyzed by the enzyme.
iv)  Name the amino acids. 

5. A patient was diagnosed as having Alkaptonuria.
i)  Outline the biochemical pathway. 
ii) Name the metabolic defect that caused this disease.
       iii) State the changes in urine on standing in such patients.
      iv) What is the possible treatment? 

6. A patient reported at OPD with severe joint pain. He also reported that there is  change in urine color on standing.
              a) Name the probable disease.
              b) Name the defective enzyme.
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Case History

A 50 year old male, with history of drinking heavily since 25 years, presented with complaints of forgetfulness, talking irrelevantly, Patient developed symptoms of confusion, ataxia, and altered behavior since 6 months. 

What is the probable diagnosis? 
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 A one year child with delayed milestone was brought to hospital. His parents gave history of mousy odor from urine.


       i) What is the probable diagnosis?
       ii) Name the deficient enzyme
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