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SCN2A is a gene. Genes carry the information that tells the body how to grow, 
develop and function.

The SCN2A gene tells the body to make a protein called Nav1.2. Nav1.2 helps to 
activate brain cells, also called neurons. 

When a neuron is active, it can send messages to other neurons and to the rest of 
the body. This allows the body to work normally. 

Nav1.2 works by letting a chemical called sodium pass from outside of the neuron 
to inside of the neuron. 

When sodium moves into the neuron, it causes the neuron to become active. The 
active neuron can then send messages to other neurons and the rest of the body. 
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How does the SCN2A gene cause a health condition?2–7

Every person has 2 SCN2A genes in almost every cell in their body. The SCN2A gene itself does 
not cause a health condition.

Health conditions can occur if the SCN2A gene has changes that affect how Nav1.2 works. 
A change in a gene is also called a mutation.

If Nav1.2 does not work as it should, neurons may not send messages properly. 

This can cause: 
seizures
developmental delay or intellectual disability
movement disorders
autism spectrum disorder
problems with the stomach and gut, such as constipation and reflux
low muscle strength
problems with sleep.

What health conditions can people with changes in the 
SCN2A gene have?3,4,7

People with SCN2A gene mutations can have different combinations and severity of symptoms. 
Although these symptoms have been divided into 2 main categories, as our understanding of 
SCN2A gene mutations improves, it becomes clearer that some people have features of each of 
these categories. 

1. Seizures early in life followed by developmental delay or intellectual disability

 Seizures usually start before the age of 1 year. 

 People in this category often have a gain of function mutation in the SCN2A gene, which 
leads to a more active Nav1.2. 

 Additional symptoms can include movement disorders, autism spectrum disorder, and 
problems with the stomach and gut. The severity of these symptoms can range from mild to 
severe. Seizures may be frequent and difficult to control.

2. Developmental delay with autism spectrum disorder

 Symptoms usually start in people aged 2–7 years. 

 People in this category often have a loss of function mutation in the SCN2A gene, which 
leads to an inactive or less active Nav1.2.

 Around 30% of these people will develop epilepsy.

In addition, there is a group of people with epilepsy who have an SCN2A mutation that is inherited 
from a parent. In these people, seizures can usually be controlled with medication and stop by 
about 2 years of age. These people usually have no other symptoms.



Treatment of SCN2A-related conditions4,6,8–13

 There is currently no cure for SCN2A-related conditions.

 People with SCN2A-related conditions usually receive many different types of treatment. 
These can include anti-seizure medication, early intervention programmes, physiotherapy, 
occupational therapy or speech therapy.

 People with SCN2A-related conditions may receive different types of anti-seizure 
medication, depending on the type and severity of their seizures. The choice of anti-
seizure medication is important because some medications can make seizures worse in 
some people.

 Researchers are currently studying different treatment options for SCN2A-related 
conditions including gene therapy. Gene therapy works by providing the body with a 
working version of the SCN2A gene.

Where to find more information and support

Scan the QR code to access the 
SCN2A Australia landing page

@SCN2AAsiaPacific 

@scn2aaustralia

@scn2aaustralia
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https://www.facebook.com/SCN2AAsiaPacific
https://twitter.com/SCN2AAustralia
https://www.instagram.com/scn2aaustralia/
https://scn2aaustralia.org/
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