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Supplementary Table S1. Description of the patient with the GNAO1 Gln52Arg variant, age progression. 
 

 1.5 weeks-2 months 8 months 32 months 

Neurological examination/ 
development Axial hypotonia  

Severe developmental delay 
with axial hypotonia, poor eye 
contact 

Severe developmental delay, sleep 
disturbance 

Seizures Focal , facial clonia and hyperemia and 
tonic 

Focal seizure: starring and loss 
of contact  Epileptic spasms 

EEG Multifocal epileptiform activity  Background rhythm slow down  Multifocal epileptiform activity 

Involuntary Movement Dystonia in limbs Dystonia, stereotypia Dystonia, bruxism, spasm. 
Abnormal motor skills 

Seizure control - Refractory - 

Anti-seizure medication 
Valproic acid, diazepam. Dexamethasone 
to suppress burst patterns as seen on 
EEG 

Valproic acid and levetiracetam Valproic acid and levetiracetam.  

Brain MRI 

Enlarged subarachnoid spaces and 
ventricles. Left posterior periventricular 
nodular heterotopia (PVNH). Hypersignal 
of PLICs 

 PVNH, Myelination delay 
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