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	1. What is an inherited metabolic disease?
2. Which IMDs specifically present with the following clinical/biochemical features:
· Cataracts and conjugated hyperbilirubinaemia:

· Blonde hair and blue eyes:

· Marfanoid habitus:

· Black urine:

· Macrocephaly:

· Hypoketotic hypoglycaemia when fasting:
3.       What are the key first line biochemical investigations in a child with with an acute illness in whom a 

           metabolic disorder is suspected?

5.      Which sample types need to be collected in the investigation of a hypoglycaemic infant/child and  

         when? Please include a list of tests performed on each sample.
6.      What are the two main metabolic causes of hyperammonaemia?

7.     Name the three biochemical features are indicative of a metabolic cause of lactic acidosis

8.       State one Inherited metabolic disease resulting from: (for each one, describe the clinical 

   consequences)
· Increased synthesis of a normal metabolite:

· Compromised trans-membrane protein:

9. What is the treatment for the following IMDs?

· FAODs:

· Urea Cycle Disorders:

· PKU:

· Cystic Fibrosis

10. What is the method of analysis for the following tests:

· Organic acids:

· Acyl carnitines:

· Amino acids:

· Phenylalanine screening:
· Immunoreactive Trypsinogen:

11. Why is newborn screening so important?


12. Which factors can result in a false screening result?

13. Describe the criteria within which a disease must fall to justify its introduction as a screening test

14. Which diseases are currently screened for in newborns across the UK?
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