
Table 1. Symptoms experienced on a weekly basis

Data was separated based on symptom frequency: it was noted that 
individuals who experienced a larger number of symptoms were also 
reporting these as happening with a higher frequency (and vice versa)
The overall average number of symptoms reported on a weekly basis was 
3.72 – participants were stratified based on whether they experienced 4 or 
more symptoms weekly (Group A, n=10), or whether they experienced 3 or 
fewer symptoms (Group B, n=15)

Figure 1. Average percentage of participants in each group who experienced 
symptoms “often” (weekly) vs. “never.” 
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CHARGE syndrome (CS) is a rare and complicated 
multi-system condition
Cases of experiences with dysautonomic symptoms 
came to the attention of researchers. 
POTS results from autonomic dysregulation, 
characterized by increased heart rate on standing and 
return to normal when lying down
POTS affects approximately 1% of the general 
population 
A case report confirmed POTS in a 17-year-old female 
with CS, prompting further investigation

1. Department of Medicine, Dalhousie University, Canada
2. Department of Pediatrics, St George Hospital, Australia 
3. Department of Pediatrics, IWK Health, Canada

Disclosures: the authors have no conflicts of interest to declare.

Background

Qualitative and quantitative data were collected
Quantitative data was collected in the form of a 
questionnaire designed by the research team, 
modelled after the COMPASS 31

20 symptoms were included
Symptoms were measured on a 5-point Likert 
scale: 1 as never, 2 as occasionally (once or twice 
per year), 3 as sometimes (happens monthly) and 
4 as often (happens weekly) 

Individuals and parents of individuals with CS were 
encouraged to share personal stories and 
experiences as part of our qualitative data collection

25 individuals completed the POTS component of 
the questionnaire
Symptoms reported “weekly” are shown in Table 1
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Methods & Results

Qualitative Themes

Nearly 40% of individuals with CS may also meet 
diagnostic criteria for POTS (compared to 1% of the 
general population) 
Qualitative data highlighted some important themes: 
severity of POTS or POTS-like symptoms, experience 
of frustration regarding lack of diagnosis or 
information about how to manage these symptoms
Early detection of POTS in this population has the 
potential to avoid distress associated with these 
episodes and improve the individual’s quality of life. 
It is important that clinicians be aware of the 
possibility of an individual with CHARGE syndrome 
presenting with symptoms of POTS and refer for 
testing when appropriate

Discussion & Conclusions
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