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AGENDA

• Overview of GABA receptors and their physiological properties

• What is a variant

• What variants are there

• Clinical overview of patients with GABAAR variants

• What is the functional testing of the variant?

• Research projects

• Questions



OVERVIEW OF GABA-AR AND GABA

• There are two kinds of inhibition via GABA receptors: 

o Ligand gated Ionotropic channel that mantains Excitatory/Inhibitory balance 

through synaptic inhibition (Phasic inhibition)

o Extra-synaptic tonic inhibition.

• GABA neurotransmitter

o Produced via L-Glutamate descarboxylase expressed and produced in 

GABAergic inhibitory interneurons and astrocytes



What Is The Ultimate Source Of Genetic Variation? (xcode.life)



Truncating variant - Genomics Education Programme (hee.nhs.uk)





















QUESTIONS/DISCUSSION
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Ongoing research projects

• To develop animal models to test possible treatments.

• Study disease networks in organoids

• Perform functional testing for all diagnosed variants.

• Establish the movement disorders spectrum.

• Determine the incidence/prevalence of sleep-related problems.

• Explore EEG fingerprints 

• Describe the best treatments in the known population

• Suggestions?
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