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® Score of 7 or above normal. 4-6 fairly low. 3 or below critically low. Indicator of requirement
for medical attention.
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Newborn heel prick (Guthrie) test = Screens for various, tesax developmental (non-
genetic), inherited (genetic). ’l

e Performed when bab |s-‘e
e Baby's he h{lf‘e h needle; blo @ ts% plaTed on a blood spot card for analysis.
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® A group of genetic disorders caused by abnormal functioning of enzymes in metabolic
pathways.
o Asingle gene defect in most cases - monogenetic disorders — rare.

Which IEMs are Often Monitored?
Developmental:

¢ Congenital Hypothyroidism

Genetic:

e Sickle cell disease

e Cystic fibrosis (CF)

*  Phenylketonuria (PKU)

¢ Medium-chain acyl Co-A dehydrogenase deficiency (MCAD)
*  Maple syrup urine disease (MSUD)

e Homocystinuria (HCU)

* Isovaleric acidaemia (IVA) Rare: 1:4,000, congenital
hypothyroidism >1:250,000 (MSUD)




