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e Abnormal tone (Spasticity, Brisk DTR, Hypotonia, ...)

e Visual loss

e poor attention

e Abnormal cerebellar exam (Ataxia, Speech disturbance)
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Disorder

Maple syrup urine disease

Non-ketotic hyperglycinemia

Homocysteinemias

Phenylketonuria

Tyrosinemia type 1

Sulfite oxidase/molybdenum
cofactor deficiency

Serine deficiency disorders

Asparagine synthetase deficiency

Glutamine synthetase deficiency

Clinical features Diagnosis

Cerebral edema, maple syrup Elevated BCAA in plasma,

odor elevated alpha-ketoacids in urine
Seizures (early myoclonic Elevated CSF/plasma glycine ratio
encephalopathy), myoclonus, (>0.08)

hiccups, hypotonia, brainstem
dysfunction

Demyelination, vascular stroke, Elevated total homocysteine,
marfanoid & lens dislocation in abnormal methionine, abnormal
CBS deficiency MMA in cobalamin disorders
Developmental delay, autism, Elevated phenylalanine, elevated
pale skin/feczema in untreated phe/tyr ratio

Liver and renal disease, porphyric  Elevated tyrosine, elevated urine

crises & plasma succinylacetone
Mimics neonatal HIE after well Elevated urine sulfocysteine and
period, epilepsy urine sulfites, low urate

(molybdenum cofactor
deficiency)

Epilepsy, congenital Low CSF serine
microcephaly, malformations

Epilepsy, congenital Low CSF asparagine
microcephaly, hyperekplexia

Hyperammonemia, epilepsy, Low plasma glutamine
brain malformation
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Coronaradiate, centrum semiovale, internal capsule, posterior-limb, pons, posterior aspect of midbrain, Both thalami,
corticospinal tractmedula and cerebellar WM (Intra myelinic edema)
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PKU gyllass ;5 MRI

Abnormal high signal intensity in white matter region around anterior and posterior horns of both lateral ventricles and

brain atrophy in phenylketonuria
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