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The aim of the -current
study was to review the
clinical and

Neuroradiological features
of a single-centre cohort of

BACKGROUND METHODS

RESULTS

Four patients were
identifled, 3 females
(current age 4-17 years)
and one male (7 years).
Diagnosis of ACY1D was

Aminoacylase 1 deficiency
(ACY1D; MIM #609924) Is an
autosomal recessive disorder
biochemically characterized by
Increased urinary excretion of

This retrospective case note review was
conducted In a single metabolic center at a
tertiary care hospital in the UK. Clinical,
biochemical, molecular genetic and neuro-

patients with ACY1D. @l | | Imaging parameters were gathered from the _ _
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| | may have neurological patients who had

problems with a wide variation
In the pattern and severity of

homozygous pathogenic
variant (see table), 1 of

signs and symptoms. whom also had a
Individuals with this condition biochemical and genetic
typically have delayed diagnosis of short chain
development of mental and acylCoA dehydrogenase
motor skills (psychomotor delay) deficiency (SCAD).

and may have movement
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Name : Nazreen B Kamarus Interestingly, most of our patients had neurologic symptoms with different phenotypes involving
Jaman Global developmental delay, seizures, hypotonic and speech delay. Although the results were shown
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different phenotypic presentation from four patients, it iIs worth considering enzymatic analysis for
Aminoacylase deficiency along with genetic testing for such patients with complex phenotype. This
study identified different phenotypic presentation in four unrelated patients widening the here-to
described phenotypic spectrum. Urine organic acid analysis in patients with undiagnosed disorders
with neurological phenotype it useful In identifying a range of neurometabolic disorders, and
subsequent enzymatic analysis or molecular genetics Is important.
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