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SPECIFIC COMMENTS TO AUTHORS
This study suggested that there is no straightforward genotype-phenotype correlation

between CLCNY variants and osteopetrosis. This is a rare report of an ADO-II patient

carrying both TCIRG1 and CLCN7 mutations, which also highlights that genetic analysis

is be beneficial for the classification and therapeutic decision of osteopetrosis.
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SPECIFIC COMMENTS TO AUTHORS

1. Authors should describe the background in detail why the patient has been

“accidentally” (page 1) or “mistakenly” (page 2) diagnosed with ADO-II. 2. It would be

helpful if authors would provide the histologic results of pathological study to evaluate

the cortical bone sclerosis and some thickened bone trabeculae. 3. It would be great if

authors could suggest differential diagnosis except for ADO-IIL. 4. While this case report

described long about general information of ARO and ADO for osteopetrosis, relatively

in the case, rationale arriving to the final diagnosis seem not to be well-described based

on the detailed results of diagnostic work-up.




