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SPECIFIC COMMENTS TO AUTHORS 

The present manuscript entitled " Recurrent acute liver failure associated with novel 

SCYL1 mutation: Case report" is intreresting. However, I believe that needs 

improvement in some topics of your manuscript to a better interpretation and to 

emphasize its importance.  Introduction - Clarify the hypothesis stated and the 
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purpouse of the study.  Case presentation - Information on approval of a Local Ethical 

Committee should also be provided in a specific section, if it possible discribe the 

number and year. Provide the information on patients informed consent.  Should 

describe clearly the the others ALF treatment?  Has genetic evaluation influenced the 

treatment of the patient? What about costs?  Discussion:What were the limitations of 

your study? What are the real benefits of your study to the clinical and scientific practice? 

What is the literature regarding this specific evaluation? 
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SPECIFIC COMMENTS TO AUTHORS 

This article revealed mutations of SCYL1 for Chinese patients of RALF with whole 

exome sequencing. Searching for mutations in minimal cases with neurologic or skeletal 

abnormalities is rare and may be an aid for future diagnosis. It is the first report in east 

Asia, and it is considered to be a useful case report. 
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SPECIFIC COMMENTS TO AUTHORS 

This case report reports a novel homozygous insertion mutation in a patient diagnosed 

with pediatric recurrent acute liver failure (RALF). The authors have exploited WES to 

describe a 7bp insertion (GGGCCCT). The authors claim to expand the clinical 

mutational spectrum of SCLY1 disease. The authors report the mutation is not reported 
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in datasets such as 1000 genomes, the NHLBI Exome Sequencing Project (ESP) Exome 

Variant Server (6,500 exomes), or the Exome Aggregation Consortium Browse  

Comments: -To strengthen their argument they should genotype/confirm the mutation 

with a PCR assay with allele specific primers and conventional DNA sequencing in both 

the parents and child.   For instance new Scyl1 mutations have been detected by WES 

and confirmed by PCR in the following publications:  EMBO Rep. 2007 Jul;8(7):691-7. 

Am J Hum Genet. 2015 Dec 3;97(6):855-61.  -In page 6 line 27 (Identification of a novel 

homozygous mutation in SCYL1) the authors should report the exact position of the 

mutation mentioning the exon or intron of the insertion. -In page 7 line 6 the authors 

write “The variant appears novel”.  The words “appears” denotes uncertainty, is not 

ideal.  They should state “The variant is novel”.  -The authors should state if the 

mutation detected by exome sequencing concurs with Sanger sequencing 
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