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B A9 KZI)ILFER: 1.95%

Weihua Sun et al. Clinica Chimica Acta 412 (2011) 1270-1274

B Sainte-Justine Hospital,Montreal, Canada: 2.2%
Philippe Jouvet, et al. Eur J Pediatr (2007) 166:461-465
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Table 1 - Clinical classification of
inborn errors of metabolism®
Category 1 Involving a functional system
Category 2 Affecting metabolic pathways common

o a great number of cells or organs
Group 1 Defecis in the synthesis or catabolism
of complex molecules
2 Defects in the intermediary metabolism
Group 3 Deficiencies in energy production or
utilization
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Disorders of protein metabolism

B Amino acidopathies

B Organic acidopathies

B Urea cycle defects

Disorders of carbohydrate metabolism
B Carbohydrate intolerance disorders

B Glycogen storage disorders

B Disorders of gluconeogenesis and glycogenolysis
Fatty acid oxidation defects
Lysosomal storage disorders
Mitochondrial disorders

Peroxisomal disorders
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Disorders that result in toxic accumulation
B Disorders of protein metabolism

B Disorders of carbohydrate intolerance

B L ysosomal storage disorders

Disorders of energy production, utilization
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Disorders of carbohydrate utilization, production
Mitochondrial disorders
Peroxisomal disorders
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IEMs can affect any organ system and usually do
affect multiple organ systems

Manifestations vary from those of acute life-
threatening disease to subacute progressive
degenerative disorder

Progression may be unrelenting with
® Insidious with slow degeneration over decades

B Episodic with intermittent decompensations and
asymptomatic intervals

B Rapid life-threatening deterioration over hours, days or
weeks-metabolic crisis
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[1 Metabolic crisis is caused by
B Energy deprivation: low blood sugar
B Cellular Intoxication: build-up of toxic substances in the blood
B Mixture of the two
[l Metabolic crises happen more often in people with
B Defects of glucose homeostasis (20)

Defects of amino acids (10)
Defects of fatty acid oxidation  (20)
Defects of or organic acids (20)

Defects of Peroxisomes
Others
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They are often triggered by things like

B |liness or infection

B Going without food for a long time

B |n some cases, heavy exercise.

Common symptoms of a metabolic crisis are
B Poor appetite, nausea, vomiting, diarrhea

B Extreme sleepiness, irritable mood and behavior
changes

B |f not treated, breathing problems, seizures, coma,
and sometimes even death can occur in a few hours
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