AROMATIC L-AMINO

ACID DECARBOXYLASE
(AADC) DEFICIENCY: A
RARE DISEASE

AADC deficiency is a rare autosomal recessive
disorder of neurotransmitter synthesis'?

Documented in the literature

Symptoms develop early in life2
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Similar symptomatology may lead to misdiagnosis4-®

Key clinical signs and symptoms of AADC deficiency include:'?

* Hypotonia

- Movement disorders such as oculogyric crisis, .
dystonia, and hypokinesia with diurnal
fluctuation and improvement of symptoms
after sleep observed in some patients

* Developmental delay

» Autonomic dysfunction such as ptosis,
excessive sweating and nasal congestion

Differential Early diagnosis
diagnosis?24-5 Improves outcomes2’#
AADC deficiency may be To confirm a diagnosis of AADC
challenging to diagnose as it can deficiency, the following tests are
present with signs and symptoms recommended:

similar to those of more common

conditions, including:
» Single gene or genetic panel testing to

identify a mutation of the DDC gene
+ Measurements of AADC enzyme activity in
If you have a child presenting_with signs
and symptoms of AADC, consider

referring to a paediatric neurologist for
further investigation

* Lumbar puncture to analyse cerebrospinal
fluid (CSF) neurotransmitter profile

References
1. Brun L, et al. Neurology. 2010;75:64-71
2. Wassenberg T, et al. Orphanet ] Rare Dis. 2017;12:12

3. National Organisation for Rare Diseases. AADC Deficiency. Available from https:f/rarediseases.org/rare-diseases/
aromatic-l-amino-acid-decarboxylase-deficiency/. Accessed December 2022

4. Krigger KW, Am Fam Physician. 2006;73(1);91-100

5. Ng J, et al. Mat Rev Neurol. 2015;11(10):567-584

6. Kurian MA, Dale RC. Continuum. 2016;22(4):1159=1185
7. Pons R, et al. Neurclogy. 2004;62:1058-1065

8. Himmelreich M, et al. Mol Genet Metab. 2019;127(1):12-22

Organised and funded by PTC Therapeutics for healthcare professionals only j
GL-AADC-1271 | March 202 / THERAPEUTICS

._..u__l




