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SPECIFIC COMMENTS TO AUTHORS 
The 1q21.1 microduplication is a chromosomal change in which a small amount of 

genetic material on chromosome 1 is abnormally copied leading to developmental delay 

and intellectual disability. Some are born with malformations of the heart. The authors 

report a case of an 8-month-old girl suffering from convulsion for the past 2 months and 

they analyzed the clinical features of 1q21.1 microduplication syndrome, and carried out 

a literature review to determine the correlation between 1q21.1 microduplication and its 

phenotypes.      The study's aim is clearly stated and logical. This is a rare clinical case 

well written and scientifically discussed by the authors with the conclusions drawn that 

supported the data. The tables and Figures are well labelled and comprehensive. The 

study method is sufficiently detailed to allow any other researcher to easily carry on the 

same study. The authors were able to demonstrate that 1q21.1 microduplication 

syndrome is really a rare copy number variant disease that can be manifested as 

multiple congenital developmental disorders. These include developmental delays, 

autism spectrum disorders, congenital malformations, and congenital heart defects with 

genetic heterogeneity and various clinical manifestations. The method allows to compare 

and conclude of whole exon sequencing combined with qPCR providing an accurate 

molecular diagnosis for children carrying this genetic mutation. There is no 

evidence‑based guidelines or standard recommendations in the literature for the 

treatment of 1q21.1 microduplication syndrome. Thus, this approach of the management 

add much to the current available data in the literature. It opens the doors for further 

investigations.   The references are appropriate in number and up-to-date.   The 

conclusion in the abstract is too long. Please be so kind and summarize it. Thank you. 
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