
Dear editor, I have made the following modifications according to the comments of reviewers. 

After the modification, I have contacted the polishing company of the initial submission to finish 

the polishing. 

Reviewer #1: 

Scientific Quality: Grade B (Very good) 

Language Quality: Grade A (Priority publishing) 

Conclusion: Minor revision 

1. Kindly discuss the neurological and MSK features of CTX on MRI briefly in discussion. 

I have added the typical imaging findings of CTX as follows： 

 

2.  It would be worthwhile to discuss the biochemical tests like lipid profile. 

I have added the biochemical tests like lipid profile of CTX as follows： 

 

3. The resolution of MRI images is not up to the mark. If available kindly add images of higher 

resolution. 

I have re-uploaded the high resolution MRI images as follows: 

 



4. If known kindly add what is the normal function of CYP27A1 gene in human body. 

I have added the normal function of CYP27A1 gene in human body as follows： 

 

 

Reviewer #2: 

Scientific Quality: Grade D (Fair) 

Language Quality: Grade A (Priority publishing) 

Conclusion: Major revision 

1. Introduction: Please cite the related studies (these should be discussed at the discussion 

section).  

I have cited the related studies as follows: 

 

 

2. Case: Please clearly elaborate why do a patient with such an almost-lifelong illness finally 

underwent genetic testing, even 2 years after a major surgery was done. A strong rationale must 

evidently be elaborated on each additional examination/investigation, not just random 

employment of new technology.  

I have explained the reason why the patient will eventually accept genetic testing as follows: 

 



3. Discussion: Apart from CDCA, is there no other possible treatment for such a rare, devastating, 

and progressive disease? If none, please clearly state so. 

 There is no other possible treatment for such disease, I have stated it as follows: 

 

4. Conclusion: The conclusion of “Prompt diagnosis and treatment of CTX improve patient 

outcomes” does NOT reflect the rather-gloomy outcome in this patient (After 1 year of 

treatment, the patient felt that the symptoms of weakness in both lower limbs had improved 

slightly); nor the 33-year duration from onset to diagnosis.  

In this case, after 1 year of treatment, the patient felt a slight improvement in the weakness of 

both lower limbs, and the treatment effect was indeed not good. However, we believe that the 

treatment effect is weakened because of the delay in the clear diagnosis and implementation of 

treatment, which has been complicated by many systemic complications. According to the 

treatment process of this patient, it does not reflect the view that timely diagnosis and treatment 

of CTX can improve the prognosis of the patient, so we decided to delete "Prompt diagnosis and 

treatment of CTX improve patient outcomes" after discussion. 

5.  Illustrations: More comprehensive clinical pictures are absolutely needed to give the readers 

more insight about this rare, devastating disase.  

I have added more clinical pictures as follows: 

 

 

 

 

 



 


