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Autism Gene Discovery 

Genetic changes are one of many causes of autism. 
Scientists have identified over 150 genes and segments of 
chromosomes, known as copy number variants (CNVs), 
that are related to autism. But there is still so much to learn. 

Scientists predict that several hundred more genes related 
to autism have yet to be found. One of SPARK’s main goals 
is to find them. 

The more people who participate in SPARK, the faster 
we can find these genetic changes. If you or your family 
member has autism, your DNA may contain important clues 
that can help us to better understand autism genetics. 
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What are genes, 
chromosomes and 
genetic differences?

Genetic differences

Except for identical twins, no two people have the same genetic  
make-up. Everyone has genetic differences that make them unique.

Genetic differences can vary in their size, but a small change can still 
have a big impact:

Some people, such as those with Down syndrome, have extra copies 
of entire chromosomes.

Some people have chromosomes with regions that have been 
deleted, duplicated or rearranged. These changes, which scientists 
call copy number variants, often include multiple genes. 

Some people have smaller genetic differences within single genes. 

Chromosomes

Genes are located on chromosomes. 

Everybody has one set of chromosomes from their mother and one 
set from their father.

Genes

Genes are made up of DNA. They provide instructions for making 
the proteins that our cells and body need in order to function. 

We all have the same genes. For example, we all have the gene 
called, CHD8.



Copy Number 
Variants

Single Genes

The SPARK gene list contains 156 single genes (blue) and 22 copy number variants 
(orange) that are known to be associated with autism. More information about each 
autism-linked gene or CNV, along with its associated symptoms, is available here. 

The SPARK Gene List
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How does a gene or CNV make it onto the list?

We include genes and CNVs that have strong and consistent 
evidence that they are associated with autism.

We update the list four times a year. New genes and CNVs are 
approved by the SPARK medical genetics committee. 

How does SPARK inform participants  
of genetic results?

When we find that a participant with autism has a genetic change in 
one of the genes or CNVs on our list, we share those results with you  
as soon as we can, free of charge.

Participants may decide if they want to hear about their results through 
their own medical provider or a SPARK-provided genetic counselor.

It may take months or years for a participant to get a result.  
That’s because SPARK’s analyses are complex, and they take into 
account the latest advances in autism genetics. 

At this time, we are finding genetic changes related to autism in  
about 10 percent of families enrolled in SPARK.

What is the SPARK medical genetics committee?

The members of the committee are experts in the study  
of autism genetics.

The committee meets four times a year with SPARK’s principal 
investigator, Dr. Wendy Chung, and SPARK’s scientific director,  
Dr. Pamela Feliciano, to discuss the genetic findings from the SPARK 
study as well as updates to the SPARK gene list.

You can learn more about the members of the committee in this video. 

https://www.youtube.com/watch?v=ihZV-xIjlF8&t=3s


To check the status of your sample(s), log in to 
your SPARK dashboard. 

Contact us at info@SPARKforAutism.org  
if you have any questions. 
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