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® |[n pediatric patients with Bardet-Biedl syndrome (BBS) enrolled in the Clinical Registry Investigating BBS (CRIBBS), severity of obesity was associated with increased prevalence of cardiac, endocrine/diabetes, and renal
outcomes, demonstrating the need for early identification and management of hyperphagia and obesity in these patients

Introduction

Results

BBS is a rare genetic disease characterized by multiorgan involvement including hyperphagia
(pathologic, insatiable hunger), severe obesity, renal dysfunction, and visual impairment'?

These clinical features often develop early in childhood, are progressive, and cause substantial
clinical and quality of life burden for patients and their caregivers™

Prior research suggests that obesity severity is associated with the development of comorbidities
within the overall pediatric population, but its role in the promotion of cardiac, renal, and

Population

® A total of 318 children were included in the analysis (Table 2)
* Most patients were male, White, non-Hispanic, and located in North America
¢ Nearly one-third of patients had class 3 (ie, extreme) obesity

Table 2. Patient Demographic and Clinical Characteristics

Strengths and limitations

m A strength of this analysis is that it used an international sample of patients with BBS from the
largest global registry currently available, comprising 607 patients with BBS from 39 countries as
of February 2021°

= | imitations of the study are that weight-related measures and health outcomes were self-reported
and that enrolliment in CRIBBS is voluntary

Conclusions

® This analysis shows that a large proportion of patients with BBS and severe obesity experience
cardiac, endocrine, and renal comorbidity outcomes early in life

= Timely diagnosis and early implementation of hyperphagia and weight management strategies in
pediatric patients with BBS may reduce the risk and burden associated with cardiac, endocrine/

Figure 1. Prevalence of cardiac, endocrine, diabetes, and renal outcomes in the overall population. diabetes, and renal comorbidities

Table 3. Cardiac, Endocrine/Diabetes, and Renal Outcomes by Obesity Class
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BMI, body mass index. *The Hyperphagia Questionnaire is a 13-item questionnaire in which each item is rated on a 5-point scale. The
questionnaire was completed by caregivers and includes subscales for behavior, drive, and severity. Scores can range from 11 to 55 overall,
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BMI, body mass index. *Weight percentiles were calculated according to the formula described on the World Health Organization website
for growth curves based on BMI for age and sex.’ 'Hyperphagia Questionnaire scores are taken from the assessment carried out 4 years
after enrolment. *Weight loss interventions take into account all historical and new uses from enrollment to the last annual assessment, and

participants who received investigational medication in the context of a clinical trial were censored at the start of treatment.

Proportion of patients with outcomes
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® Weight categorization was based on BMI percentile at the first assessment as follows:

(Figure 1; Table 3)

Normal/overweight (n=20)
B Obesity class 1 (n=20)
B Obesity class 2 (n=20)
B Obesity class 3 (n=25)

Normal/overweight (n=13)
B QObesity class 1 (n=25)
B QObesity class 2 (n=25)
B QObesity class 3 (n=30)

Normal/overweight (n=27)
B QObesity class 1 (n=36)
B QObesity class 2 (n=32)
B QObesity class 3 (n=45)

e Cardiac outcomes were reported in 23 patients (7.2%)

¢ Endocrine and diabetes-related outcomes were reported in 37 patients (11.6%) and 15 patients (4.7%),
respectively

e Renal outcomes were reported in 125 patients (39.3%)
= Health outcomes occurred early in childhood; among patients aged 0 to <6 years (n=93),

outcomes of interest were reported in 46.2%, 48.0%, 52.0%, and 56.7% of those with normal or
overweight, obesity class 1, obesity class 2, and obesity class 3, respectively (Figure 2)

underweight or normal weight, overweight, and obesity were defined as BMI <85th, =85th to

<95th, and =95th percentile, respectively

e Class 1, 2, and 3 obesity were defined as BMI 295th to <120% of the 95th percentile, 2120% to 140%
of the 95th percentile, and 2140% of the 95th percentile, respectively

e BMI percentiles were based on the World Health Organization BMI growth curves for age and sex

m Descriptive analyses of the proportion of children with any cardiac, endocrine/diabetes, or
renal outcomes across all CRIBBS assessments are reported stratified by weight category at
first assessment
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