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Why have CHD7 testing? 
o To confirm the clinical diagnosis  

o .  
o   
o .  

o To have important genetic information  
o Even though more than 98% of CHARGE syndrome cases occur spontaneously 

-
 

o .  
o  
o this,” that” (or not). 

 

o To learn all you can about the disorder  
o -

.  

o To be eligible for clinical trials and natural history studies  
o  

o  To contribute to the expansion of scientific knowledge about CHD7 mutations  
 

CHD7 TESTS 
o Sequence Analysis  

o CHD7 
 

o Deletion/Duplication Analysis  
o 

performed next for full CHD7  

o How do we go about getting the blood drawn for the test?  
o 

CHD7 
 

  
CHD7  
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o The lab collecting the blood has a contract with a commercial lab to perform the 
tests. Can any commercial lab perform full CHD7 testing?  

o 
 

o Will my insurance pay for testing and how much does it cost?  
o CHD7 

 
o 

- -of-

 

o My child had the sequence test and it was negative. What test should be done 
now and does she need to have blood collected again?  

o 
that

need for  

o Full CHD7 testing was negative. Are there other blood tests that need to be 
done?  

o If CHD7 

 
o All of the tests were negative. Does that mean my child does not have CHARGE? 

o No. -
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