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7.17 Inherited metabolic disorders and newborn screening
Short notes:

1.
Describe the genetic basis of inherited disease.
2. 
Define the following terms in the context of disease screening:



· Predictive value

· Sensitivity

· Specificity

· Selectivity

· Prevalence

· False negative

· False positive

3.
What is a blood spot sample – how is it taken and what is it used for?
4. 
What is carbohydrate metabolism disease – briefly describe the following diseases:


- Glycogen storage disease



- Galactosemia



- Mucopolysaccharidoses

5.
The image below shows a screen shot from omnilab results entry - describe the metabolic deficiency such results would be associated with?
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6.
Briefly describe the following metabolic disorders (no more than two sentences for each):





- Acute intermittent porphyria





- Lesch-Nyhan syndrome





- Congenital adrenal hyperplasia





- Kearns-Sayre syndrome





- Zellweger syndrome





- Gaucher’s disease


7.  
What is phenylketonuria - how and when are patients screened for it?

8.
What inborn errors of metabolism present with organic aciduria?
9.
What is Cystic fibrosis and how is it screened for? How can the specialist IRT test (immunoreactive trypsinogen) also be used to screen for this disease? Describe the principles and limitations of each analytical method used.
10
What is meant when a patient has carbohydrate intolerance – what is the clinical significance?
11.
Describe inborn errors associated with amino acid metabolism –list two diseases.

12.
With the aid of a diagram describe the porphyrin biosynthetic pathway.
13.
How are porphyrias classified?

14.
What is the difference between the terms inherited and congenital?

15.
Describe the genetic basis of Down’s syndrome and the non-laboratory techniques used in its pre-natal screening. How is the triple/quadruple test used to determine Down’s syndrome risk. 
16. 
Which tests used in prenatal screening for neural tube defects and Downs syndrome are performed at North Tees? 

17.
Go to the following web site;



www.newbornbloodspot.screening.nhs.uk
· What tests (blood spot) does this national screening service offer?

· What factors may affect the suitability of blood spot samples?
18.
What are neural tube defects and what tests can be used to screen for this?
19.
List the prenatal diagnosis tests available for inherited metabolic disorders and discuss the medical and ethical risks associated with such tests.
