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A study for convergent molecular mechanisms underlying epileptic encephalopathy
using cortical organoids

Sakai, Yasunari
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Through a proteomic search for Gao, encoded by a developmental and epileptic
encephalopathy (DEE)-associated gene GNAO1, we found that the two DEE-associated proteins, Gao and
SPTAN1 formed an endogenous complex in the brain. GNAOl-mutated brain organoids showed aberrant
expressions of SPTAN1 and other genes associated with axon initial segment and cytoskeletal
remodeling. GNAOl was thus suggested to regulate the process acquiring the functional polarity of
differentiating neurons (Akamine S, FASEB J, 2020).
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GNAO1 organizes the cytoskeletal remodeling and firing of developing neurons
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