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SPECIFIC COMMENTS TO AUTHORS 

The study is well done, the material is large enough and the methods look reliable. 

However the study is based on extensive and very recent literature, gives some new 

information and this warrants its publication. 
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SPECIFIC COMMENTS TO AUTHORS 

Authors should briefly discuss the limitations of the current testing strategy (PCR-based 

mutation detection methods with sequencing of the entire gene, and multiplex ligation 

-dependent probe amplification) to detect silent carriers of pathologic genetic disorders, 

such as gene duplication paired with gene loss on the opposite chromosome or allele 

(2+0).  Authors can suggest a group discussion with the family, and the group includes 

a representative from the laboratory that performed the genetic testing, a genetic 

counselor, and the primary care provider.   Authors can say in the text of the 

manuscript “a limitation of the genetic testing” instead of “a trap.”  Authors can say 

“our report” instead of “our study” in the manuscript, such as in the conclusion of the 

abstract.  Authors can clarify the reference to “this possibility” in the middle of the 

second paragraph of the discussion section in the manuscript.    Authors can clarify 

“detection of the number of copy variants of CYP21A2 gene” in the conclusion section of 

the discussion. 
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