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“From identification of NDD-related genes to therapy”

Mutation identification

Animal and cellular modelling Phenotypical characterization Therapy development
Treatment

iPSCs

Adapted from Iwase, S., et al. The Journal of Neuroscience, 2017
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Studying EHMT1 function using siRNAs
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Liaci, C., et al. International Journal of Molecular Sciences, 2021

Core regulations in intellectual disability

• Most mutations affecting
synaptic functioning are 
linked with cytoskeleton
regulation

• Cytoskeleton dynamics is
affected by mutations in 
different NDDs



EHMT1 in cytoskeleton organization
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EHMT1 role in cell adhesion
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EHMT1 in centrosome functioning
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Molecular Convergence of 
Neurodevelopmental Disorders

“Similar Cognitive Disorders phenotypes reflect functional
relationships between epigenetic cognitive genes” 



EHMT1, Kleefstra syndrome

CREBBP, Rubinstein-Taiby syndrome

NSD1, Sotos syndrome

CHD8, Autism 18

Thudium, S., et al. Genome Research, 2022



Common cellular disruptions
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Conclusions and future direction

iPSCs

• EHMT1 is necessary for Golgi structure

• Downregulation of EHMT1 leads to lysosomes accumulation

• Reduced levels of EHMT1 induce changes in cell adhesion

• EHMT1 could has a role in centrosome functioning

• EHMT1 depleted cells show reduced migration capacity

• EHMT1 and CHD8 could participe in common cellular processes
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