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Review Form 3

PART 1: Comments

Reviewer’'s comment Author’s Feedback (Please correct the manuscript and highlight that
part in the manuscript. 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 manuscript is essential for the scientific community as it explores the genetic and clinical
intricacies of Jacobsen syndrome, a rare chromosomal disorder. By documenting a case with unique
findings, including a pathogenic MYBPC3 mutation alongside the typical 11g23.3-q25 deletion, it
broadens the understanding of phenotypic diversity within this condition.

Is the title of the article suitable?
(If not please suggest an alternative title)

a simpler or more concise title is preferred, it could be rephrased as: "Genetic and Clinical Insights into
Jacobsen Syndrome: A Case Report."

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.

The abstract mentions the MYBPC3 mutation but does not fully explain its contribution to the case's
uniqueness. A brief note on why this mutation is significant in the context of Jacobsen syndrome could
add value. While the abstract mentions the importance of comprehensive management, it could briefly
touch on the specific disciplines involved (e.g., neurology, cardiology, genetics) to emphasize the
complexity of care. Include a statement on how the findings contribute to improving diagnostic accuracy
or management strategies for Jacobsen syndrome. This would strengthen the link between the case
and its importance to the scientific community. Certain details, such as "T2 prolongation of
unmyelinated white matter,” could be explained in simpler terms or omitted if they are not central to the
abstract's purpose.

Is the manuscript scientifically, correct? Please
write here.

The manuscript is scientifically correct and well-structured.

Are the references sufficient and recent? If you
have suggestions of additional references, please
mention them in the review form.

"Recent Advances in the Clinical and Molecular Aspects of Chromosomal Deletion Syndromes”
(European Journal of Human Genetics, 2021).

"The Role of Secondary Genetic Findings in Rare Diseases: Implications for Diagnosis and
Management" (Genetics in Medicine, 2020).

The current references are sufficient for the manuscript’s core content, but adding a few recent, high-
impact studies as outlined above would strengthen the manuscript and demonstrate engagement with
the latest advancements in the field.

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

It is suitable.

Optional/General comments

PART 2:

Reviewer’'s comment IAuthor’s comment (if agreed with reviewer, correct the manuscript and highlight
that part in the manuscript. It is mandatory that authors should write his/her
feedback here)

(If yes, Kindly please write down the ethical issues here in details)

Are there ethical issues in this manuscript?
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