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“GENETIC TESTING IN CHILDREN WITH AUTISM SPECTRUM DISORDER”
TEASE RUNS: 04 (researcher looking at genetic readout on computer)   
 Genetic testing for children with autism spectrum disorder…that’s next.
   JAMA 3995
   TRT: 1:58
   EMBARGO: 11 a.m. (ET) Tuesday, September 1, 2015

Suggested Reader:   Canadian researchers performed genetic tests on more than 250 children with autism spectrum disorder or A-S-D.  Their results improve our understanding of how these tests can help identify and diagnose children at risk of A-S-D.  
INTRO: Autism spectrum disorder, or A-S-D, represents a diverse group of conditions. If researchers can better understand the genetics of A-S-D, it may be possible to identify and diagnose at-risk children sooner.  A new study examined the results of two kinds of genetic tests in children diagnosed with A-S-D. Catherine Dolf has more in this week’s JAMA Report. 
	                       VIDEO
	                                   AUDIO

	B-ROLL
Owen walking with his mom and Dr. Fernandez
	OWEN WAS DIAGNOSED WITH AUTISM AT TWO AND A HALF. 

	SOT/FULL
Melissa Blundon  - Owen’s Mother
Super@:03
Runs:03

	“He wasn’t walking, he didn’t talk.” 

	B-ROLL
Various shots of Owen sitting and talking with his mom and Dr. Fernandez


	HE’S MUCH DIFFERENT TODAY. ALMOST 13, OWEN ATTENDS SCHOOL, HAS PLENTY OF FRIENDS AND TALKS A LOT.  EVEN SURPRISING HIS MOM WITH A NEW WORD NOW AND THEN. 

	SOT/FULL
Owen Blundon - Study Participant
Super@:14
Runs:04
	“A brain and a heart. They’re squeezable.” 

	SOT/FULL
Melissa Blundon - Owen’s Mother
Super@:19
Runs:03
	“I’ve never heard him say squeezable before.” 

	B-ROLL
Owen, his mom and Dr. Fernandez coming down stairs, Dr. Fernandez walking in the building, Graphic; names of two tests and number of children who received them

	OWEN PARTICIPATED IN A STUDY WITH MORE THAN 250 OTHER CHILDREN DIAGNOSED WITH AUTISM SPECTRUM DISORDER. DR. BRIDGET FERNANDEZ FROM MEMORIAL UNIVERSITY IN NEWFOUNDLAND AND CO-AUTHORS USED TWO NEWER GENETIC TESTS.  THE FIRST, CHROMOSOMAL MICROARRAY ANALYSIS, WAS PERFORMED ON EACH CHILD.  THE SECOND, WHOLE-EXOME SEQUENCING, ON 95 RANDOMLY SELECTED CHILDREN. 

	SOT/FULL

Bridget A. Fernandez, M.D., Memorial University Hospital, Newfoundland

Super@:42
Runs:10
	“16 percent of the children had an ASD related genetic finding on either the microarray or the whole-exome sequencing.” 


	B-ROLL
Researcher looking at genetic readouts on computer, various shots of people working in lab

	THE CHILDREN WERE ALSO CLOSELY EXAMINED FOR SUBTLE PHYSICAL DIFFERENCES AND SCREENED FOR BIRTH DEFECTS. THEY WERE PUT INTO THREE GROUPS BASED ON THE SEVERITY OF THESE PHYSICAL DIFFERENCES.  

	SOT/FULL
Bridget A. Fernandez, M.D., Memorial University Hospital, Newfoundland

Super@1:01
Runs:09
	“And when we did that, the children in the morphologically complex group, 35 percent of them had a positive genetic test.” 


	GXF FULL

JAMA LOGO 


	THE STUDY APPEARS IN JAMA, JOURNAL OF THE AMERICAN MEDICAL ASSOCIATION.



	SOT/FULL
Bridget A. Fernandez, M.D., Memorial University Hospital, Newfoundland

Super@1:14
Runs:15
	“In that complex group, the diagnosis of autism was even more delayed than in the children without those types of problems. Sometimes there are other problems that are detracting from the fact that they have these red flags for autism.” 


	B-ROLL
Owen and Melissa in exam room, cu of Melissa
	AS PART OF THE STUDY, OWEN’S I-Q TESTING WAS NORMAL, PROMPTING HIS MOTHER TO SEND HIM TO SCHOOL.


	SOT/FULL

Melissa Blundon - Owen’s Mother

Super@1:34
Runs:08
	“Because I knew that he was smart enough, I said you’re going.  But now he’s developed into a lovely young man.” 


	SOT/FULL

Bridget A. Fernandez, M.D., Memorial University Hospital, Newfoundland

Super@1:42
Runs:14
(Video covering last part of bite: Owen and Dr. Fernandez doing Hi-5)
	“If we can understand the underlying genetics more completely we’d have the possibility to actually identify at-risk children through genetic testing and get earlier diagnosis and improve the outcome.” 

	B-ROLL
Owen giving Hi-5 to Dr. Fernandez and she smiles
	CATHERINE DOLF, THE JAMA REPORT.


TAG: THE CHROMOSOMAL MICROARRAY ANALYSIS HAS BEEN PERFORMED FOR MORE THAN FIVE YEARS. THE WHOLE-EXOME SEQUENCING TEST, A WAY OF SCANNING MOST OF THE CODING PARTS OF THE GENOME FOR MUTATIONS, IS JUST ENTERING ROUTINE CLINICAL PRACTICE. 
Please see the complete study for additional information, including other authors, author   contributions and affiliations, financial disclosures, funding and support, etc.
TO CONTACT: Dr. Bridget Fernandez call Virginia Middleton at: (709) 864-6363  
ADDITIONAL SOUNDBITES:
Bridget A. Fernandez, M.D., Memorial University Hospital, Newfoundland
QUOTE 1 Runs:17
“Overall of our group of children, there were 20 percent of them that fell into this complex category. Particularly in that group, we’re often finding genetic changes where there are other medical management implications beyond the child’s autism.” 
QUOTE 2 Runs:21
“For the care of children with autism spectrum disorder a component that has sometimes been missing up until now is paying attention to morphologic features as a clue to trying to figure out where we’re going to get the most bang for our buck in terms of genetic testing.” 
QUOTE 3 Runs:18
“We believe that there’s are over a hundred different genetic changes that can predispose a person to the development of an autism spectrum disorder. We don’t know all of these changes yet but we certainly have come a long way over the last five years in terms of understanding or identifying some of these.” 
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