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kinase- attaches oxygen and phosphorus atoms 
to other proteins (called phosphorylation) to regulate the activity of the 
protein

cell 
proliferation that in turn are related to neuron differentiation and 
development
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autosomal dominant

https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-dominant/






Common Features
(Luco, Pohl et al. 2016)

Number Percentage

Intrauterine Growth Retardation 33/43 77%

Global Developmental Delay 53/53 100%

Speech Delay 51/51 100%

Motor Delay/Delayed Walking 35/36 97%

Autism Spectrum Disorder 16/35 46%

Febrile Seizures 31/46 67%

Epilepsy 28/47 60%

Visual Impairment 25/32 78%

Dysmorphic Face 53/54 98%
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https://www.youtube.com/watch?v=D7ngF1DFgBs



(Martinez de Lagran, Bortolozzi et 
al. 2007)















Consequence of the dosage effect 
on the activity of a multiprotein
complex.
(A) Example of a dosage sensitive 
gene whose encoded protein (in blue) 
is able to form a tripartite complex 
with two partners (in yellow or green), 
using different constant of 
association/dissociation.
(B) The formation of the complex will 
be altered by the level of expression of 
the blue protein compared to the 
yellow or green ones which are not 
dosage dependent here.

(Veitia et al., 2008).

https://www.frontiersin.org/articles/10.3389/fnbeh.2016.00104/full#B214


Duchon A & Herault Y, 2016



Treatment has been or is being developed for other genetic 
diseases that cause developmental delay and seizures. Tuberous 
sclerosis is the best example

DYRK1A- We know what causes the problem and how it works. 
Now we have to find a way to increase DYRK1A activity early in 
life. 




