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Aminoacidopathies

Enzyme deficiency in the breakdown of amino acids
— Most patients present after the first month of life

PKU
 Build up of phenylalanine “phe”
« Toxic to the brain
« Without treatment, can lead to MR, seizures, and
spasticity
Tyrosinemia

 Build up of tyrosine
« Toxic to the liver
« Without treatment, can result in liver failure
Homocystinuria
Build up of homocystine is toxic
Brain = seizures and MR
Eyes = lens dislocation
Bones = marfanoid habitus
Coagulation = strokes, pulmonary embolism

Differential DX = Marfan syndrome/connective tissu
disorders
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Organic Acidemias

Enzyme deficiency in intermediary metabolism
of amino acids results in characteristic
accumulations of metabolites in urine
Presentation

— Any age

— Severe neonatal onset form

« Initially health progressing to poor feeding, vomiting,
and lethargy

* Acidosis and ketonuria
* Hyperammonemia
* Bone marrow suppression
— Chronic intermittent late-onset form (>1 year)
* Present during iliness or fasting
— Chronic progressive form
« Sometimes asvmptomatic

Organic Acid Disorders

Methylmalonic Acidemias (MMA)
Proprionic Acidemia (PA)

Glutaric Acidemia — type 1 (GA 1)
3-Hydroxy-3-Methylglutaryl-CoA Lyase
Deficiency (HMG)

3-Methylcrotonyl-CoA Carboxylase
Deficiency (3MCC)

3-Methylglutaconyl-CoA Hydratase Deficiency
(MGA

Isovaleric Acidemia (IVA)
Multiple-CoA Carboxylase Deficiency
Beta-ketothiolase deficiency
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