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Researchers found that a segment of chromosome 16 is either missing or duplicated in about one per cent of individuals with autism or related disorders.
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Dr. Mark Daly, the study's senior author from the Massachusetts General Hospital Center for Human Genetic Research, speaks with CTV News about the important discovery.
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Usha Uthayan, whose Her twin boys, Nakulan and Sadhu, both have autism, says the genetic discovery is a reassuring news for parents.


"This tells us this is a spontaneously rising mutation," says Daly. 

Dr. Steven Scherer, a senior scientist in 

Genetics & Genome Biology at Toronto's Hospital for Sick Children says it will come as good news to many parents of autistic children to know that almost all cases are not inherited.

"We can actually tell the families - it's not your fault. It's just something that happens randomly, a genetic roll of the dice," he says. 

That's reassuring news for parents like Usha Uthayan. Her twin boys, Nakulan and Sadhu, both have autism.

"When parents realize there is something spontaneous and not necessarily something the parent did, it goes a long way to reducing their guilt," she tells CTV News. "Because, naturally, when any parent discovers any sort of disability, the first thing you look at is: is it something I did? Is it a part of me that has been passed on to my child?" 

Dr. Wendy Roberts, director of autism research at the Hospital for Sick Children in Toronto, called it a breakthrough in the field. 

"To finally have one area of a chromosome where we say as closely as we can tell, this is an association with autism -- wow. So this is at least one of a number of other factors that have come together in this individual to cause autism. It's hard and fast," Roberts told CTV's Canada AM on Thursday. 

Daly says while science is still a long way from understanding how this chromosomal deletion or duplication increases the risk for autism, the discovery is an important clue. 

"This is one piece of a very complex puzzle, as we try to determine the biological roots of autism," he told CTV News. 

"But genetics offers hope. In the case of autism, it is the only path of hope in understanding the biomechanical causes of the disease." 

Studies suggest that up to 90 per cent of cases of autism spectrum disorders have some genetic component, but only 10 per cent of cases can be attributed to known genetic and chromosomal syndromes. 

Daly's team decided to conduct a complete genome scan of samples from the Autism Genome Research Exchange, which contains DNA from families in which at least one child has autism or a related disorder. 

The scan of more than 1,400 autistic children and a similar number of their unaffected parents revealed that an identical region of chromosome 16 was deleted in five of the kids with an autism spectrum disorder. 

They then looked at clinical testing data from almost 1,000 patients from Children's Hospital Boston - about half of whom had been diagnosed with autism or a related developmental delay. 

Among those with a developmental disorder, five children had the same deletion, and four more had a duplicated chromosome segment. No abnormalities were seen in DNA from children without autism or developmental delay. 

"These large, non-inherited chromosomal deletions are extremely rare," says Daly, "so finding precisely the same deletion in such a significant proportion of patients suggests that it is a very strong risk factor for autism." 

The research appears in this week's New England Journal of Medicine.
Daly says his team is now pursuing more detailed genetic studies to see if other genetic flaws can be found. 

The findings could have important significance for improving diagnostic methods. At the moment, autism is diagnosed by observing a child's behaviour and looking for the classic signs of the disorder, such as a lack of eye contact. But since autism is a spectrum disorder, there are wide ranges of autistic behaviour. 

By identifying gene abnormalities, doctors could soon have the first clinical diagnostic tool for autism. 

That's exactly what Dr. Scherer is hoping for. He has been conducting similar research into the genetics of autism and says he also some exciting research that will be published later this month on other chromosomal abnormalities of autistic children. 

He says a test for the chromosome 16 abnormalities is not far off. And when it comes, it will be the first test specific to autism. 

"We can perform a very simple DNA-based test that's quite simple, inexpensive and rapid," he says, noting that other hospitals will also likely look to include the test for families that include a child with autism. If the test found that the parents of an autistic child didn't have the gene anomaly, they could be assured that any subsequent children they had would be at very low risk of developing the condition too.

Early detection is key, he says, since it could mean that crucial intervention, such as behavioral and educational therapy, could be started earlier. 

With a report by CTV medical specialist Avis Favaro
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Genetic flaw appears to increase risk of autism
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Researchers have made an important discovery in the search for answers in the mystery of autism. They've identified a genetic flaw that appears to increase one's susceptibility to the condition. 


The researchers found that a segment of chromosome 16 is either missing or duplicated in about one per cent of individuals with autism or related disorders. 


That may not sound like much, but the study's senior author, Dr. Mark Daly, of the Massachusetts General Hospital Center for Human Genetic Research, tells CTV News that those people who have this chromosomal abnormality have "a very, very high risk of autism." 


In fact, kids with the chromosomal abnormality have a 100-fold increased chance of developing autism than kids without it.


What's more, the researchers found that the gene flaw did not appear to be inherited in almost all the autistic kids the researchers identified. Of those who had the flaw, only one child appeared to have inherited the gene flaw from one of the parents.














