
  

1 

 

 

7041 Koll Center Parkway, Suite 

160, Pleasanton, CA 94566, USA  

Telephone: +1-925-399-1568  

E-mail: bpgoffice@wjgnet.com 

https://www.wjgnet.com 

PEER-REVIEW REPORT 

 

Name of journal: World Journal of Clinical Cases 

Manuscript NO: 74354 

Title: Novel frameshift mutation in the AHD   gene in a Chinese global developmental 

delay patient: A case report 

Provenance and peer review: Unsolicited Manuscript; Externally peer reviewed 

Peer-review model: Single blind 

Reviewer’s code: 02719834 

Position: Editor-in-Chief 

Academic degree: DVM, MSc, PhD 

Professional title: Professor 

Reviewer’s Country/Territory: Portugal 

Author’s Country/Territory: China 

Manuscript submission date: 2021-12-21 

Reviewer chosen by: AI Technique 

Reviewer accepted review: 2022-01-04 15:32 

Reviewer performed review: 2022-01-04 15:49 

Review time: 1 Hour 

Scientific quality 
[  ] Grade A: Excellent  [  ] Grade B: Very good  [ Y] Grade C: Good 

[  ] Grade D: Fair  [  ] Grade E: Do not publish 

Language quality 
[  ] Grade A: Priority publishing  [ Y] Grade B: Minor language polishing  

[  ] Grade C: A great deal of language polishing  [  ] Grade D: Rejection 

Conclusion 
[  ] Accept (High priority)  [  ] Accept (General priority) 

[ Y] Minor revision  [  ] Major revision  [  ] Rejection 

Re-review [  ] Yes  [ Y] No 



  

2 

 

 

7041 Koll Center Parkway, Suite 

160, Pleasanton, CA 94566, USA  

Telephone: +1-925-399-1568  

E-mail: bpgoffice@wjgnet.com 

https://www.wjgnet.com 

Peer-reviewer 

statements 

Peer-Review: [ Y] Anonymous  [  ] Onymous 

Conflicts-of-Interest: [  ] Yes  [ Y] No 

 

SPECIFIC COMMENTS TO AUTHORS 

AUTHORS Title: A novel frameshift mutation in the AHDC1 gene in a Chinese global 

developmental delay patient: A case report  Authors report a novel frameshift mutation 

of c.1155dupG (p.Arg386Alafs*3) in the AHDC1 gene, found by high-throughput 

whole-exosome sequencing in an 11-month-old patient with global developmental delay, 

hypotonia, micrognathia, and other mild dysmorphic feature. This is a very short but 

interesting manuscript, being also well-written using robust scientific language. I do 

however have one concern as I cannot see the ethics permission on the manuscript 

(besides permission from tutors) and sensible data has been retrieved. I advise 

publication after minor modifications are made and the ethics issue is surpassed.   Is 

the case 6 or 11 months old? At the end of introduction (11 mo), on case description is 6 

mo.  I believe the acronym “mo” stands for months-old. This hould be explained when 

first mentioned in the text.   “The patient had been receiving rehabilitation treatment 

for nearly 6 mo”, should be “The patient had been receiving rehabilitation treatment for 

nearly 6 months”?  When authors say “The patient’s liver function, kidney function, 

electrolytes, blood glucose, and organic acids in blood and urine showed no obvious 

abnormalities.”. Could the word “obvious” be removed?  Later, authors no longer use 

the mo acronym: “equivalent to that of a 4-month-old child,”  When stated “To 

improve the quality of the patient,” should it be “To improve the quality of the patients 

life”?  When defining the Xia-Gibbs syndrome you state  “(XGS, OMIM: 615829) is an 

autosomal dominant genetic disease caused by mutation of the AHDC1 gene. Typical 

features include global developmental delay, intellectual disability, structural 

abnormalities of the brain, global hypotonia, feeding problems, sleep difficulties, 
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apnea[6], and short stature.” Why was reference 6 placed not at the end of the sentence? 

Short stature is not referenced by 6? If do, please place alternative reference here. 
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SPECIFIC COMMENTS TO AUTHORS 

Dear Editor,  Thanks to the authors for this case report. The abstract summarize and 

reflect the work described in the manuscript. The manuscript adequately describes the 

background, present status and significance of the study. It interprets the findings 

adequately and appropriately.  I think that it may contribute to the literature. 

 


