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Phenylketonuria—Signs and Symptoms

Mental retardation (often severe) in 99% of
untreated patients

Patients usually fair-skinned, fair-haired
and blue-eyed, due to biochemical defect in
melanin precursors

Mild eczematoid rash often noted

Persistent vomiting,
sometimes leading
to pyloromyotomy
for misdiagnosed
pyloric stenosis,
prominent early sign

Patients often hypertonic (some clinically
spastic), and may assume tense “tailor’s
posture,” with rhythmic rocking
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Electroencephalographic abnormalities, with
overt seizure activity in many patients
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Métabolisme normal de la phénylalanine
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Fig. conversion de la phénylalanine en tyrosine, montrant le réle du tétrahydrobioptérine comme cofacteur.
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Homocystinuria--Signs and Symptoms

Mental retardation common (probably
due to thrombotic complications)

Strong glasses required to correct
myopia or aphakia

Long, thin appearance, similar to
that in Marfan syndrome

Pectus carinatum

Genu vaigum

Malar flush

Retinal detachment ~__

Characteristic downward
subluxation of crystailine
lens (ectopia lentis)-..

Life-threatening thrombotic
and embolic phenomena, due to
abnormal platelet function

and endothelial desquamation
in arteries. Pulmonary, cerebral,
coronary and renal vascular
accidents common

Osteoporosis
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