Review Form 3

	

	Journal Name:
	Asian Journal of Pediatric Research 

	Manuscript Number:
	Ms_AJPR_139229

	Title of the Manuscript: 
	Phenotype-genotype correlation in a case of infantile hypotonia and epilepsy: study of the clinical significance of two variants of uncertain significance in HIVEP2 and LINGO1

	Type of the Article
	Case report


	PART  1: Comments



	
	Reviewer’s comment

Artificial Intelligence (AI) generated or assisted review comments are strictly prohibited during peer review.

	Author’s Feedback (It is mandatory that authors should write his/her feedback here)



	Please write a few sentences regarding the importance of this manuscript for the scientific community. A minimum of 3-4 sentences may be required for this part.


	This article presents a rare case involving mutations in the HIVEP2 and LINGO1 genes. The authors provide a detailed description of the patient’s clinical and paraclinical phenotype, along with a literature review of previously reported cases.
	

	Is the title of the article suitable?

(If not please suggest an alternative title)


	Yes
	

	Is the abstract of the article comprehensive? Do you suggest the addition (or deletion) of some points in this section? Please write your suggestions here.


	Use the abbreviation 'VUS' immediately after the term 'variant of uncertain significance,' and make sure to write it in uppercase letters
Please use “focal seizure with impaired consciousness instead of complex focal epilepsy (see the updated classification of epileptic seizure of the international league against epilepsy ILAE)
Remove the sentence 'We emphasize the importance of multidisciplinary care in managing severe neurodevelopmental disorders,' as management is not addressed in your results.
	

	Is the manuscript scientifically, correct? Please write here.
	Yes 
	

	Are the references sufficient and recent? If you have suggestions of additional references, please mention them in the review form.
	It appears that references 3 and 4 do not correspond to studies on HIVEP2. I suggest adding the article by Steinfeld et al., 2016, which reported six cases: https://pmc.ncbi.nlm.nih.gov/articles/PMC4907844/ 
	

	Is the language/English quality of the article suitable for scholarly communications?


	Yes 
	

	Optional/General comments


	The results of the study appear to be divided into two sections: clinical presentation and results. Please consider reorganizing the manuscript structure to follow the standard format: Methods, Results, Discussion, and Conclusion.

Please italicize gene names throughout the manuscript. 

Reference numbers should be placed either in parentheses or as superscripts within the text

Please add in the introduction section : "mutation in..." before the gene : "Mutation in ….. is responsible for..."

Remove « cerebral palsy » from introduction (etiology and not a symptom)
Replace "spastic movement" with "spastic hypertonia," and "osteotendinous reflexes" with "deep tendon reflexes."
Kindly specify if parental consanguinity is present.
Please specify if there are other clinical signs supporting pyramidal syndrome. Verify whether the reflexes are present or brisk, given that the patient exhibits spasticity. Is there a Babinski sign?

Specify if there are any dysmorphic features
Figure annotations (letters A, B, arrows, etc.) are missing or unclear—please ensure they appear clearly in all figures.
There is some inconsistency in the reporting of psychomotor developmental milestones. For instance, it is mentioned at one point that the child acquired head control, while elsewhere it is stated that head control was not achieved. Please verify and correct these discrepancies.
The age of onset of epileptic seizures should be clearly specified, along with their semiology—were they tonic, clonic, or of another type?
Please write "electroencephalogram (EEG)" and "creatine phosphokinase (CPK)" in full the first time they appear in the text, and use the abbreviations "EEG" and "CPK" thereafter.
Please clarify the location of the epileptic abnormalities on EEG, and specify the type of epileptiform activity observed (e.g., spikes, spike-and-wave discharges).
The quality of the EEG presented in Figure 2 is suboptimal, particularly due to non-functional channels (T4–C4 and C4–Cz). Kindly replace this figure with a higher-quality recording.

Specify if family segregation analysis was performed or not
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