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In description of the case report, it is advisable to write the case presentation in
paragraph form for continuity of the manuscript. Clinical images can be added.
Discussion can be altered to focus on the differences/ novelty of this case presentation
compared with the previous documented cases. Discuss the long term consequences of

the condition and the management if any, for the same
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This study reports a case of a Chinese girl with MSMDS, which is based on her
symptoms and DNA sequence analysis of an ACTA2 gene mutation (p.R179H). The
authors found this mutation is heterozygous and an independent de novo event from
her parents. They also summarize the systemic symptoms of previously reported
MSMDA patients in Table 1.  Comments 1. Sequencing of the patient’s and parent’s
DNAs shows the mutation is heterozygous in ACTA2 c.536G>A (p.R179H) and an
independent de novo event in the patient in Fig. 6. ACTA?2 is located on the minus
strand of chromosome 10. Thus the DNA sequence shown in the figure is
complementary to the gene: 536C>T. This information should be provided in the figure
legend. 2. The patient has two copies of the gene with 536G (normal: 179R) and 536A
(mutation: 179H). It is very important to check if the mutated copy of the gene is
expressed. If so, how much is the mutant copy expressed compared to the normal wild
type? The heterozygous mutation in the gene does not mean the mutant protein will be
produced. Two copies (alleles) of genes are not always expressed equally: each allele can
be dominant or recessive. A ratio of mutated and wild type mRNAs can be obtained by
PCR, cloning of PCR products and sequencing of clones. 3. The previous findings of
the disease are summarized well in Table 1. This table should, however also include the
current case findings of this study and discuss how similar or different they are from the

previous findings.
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