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INTRODUCTION

Bardet-Biedl syndrome (BBS) is a monogenic disease characterized

by retinitis pigmentosa(>90%), obesity (72-86%), insulin resistant

diabetes, and hypogonadism1. Mutations in at least 15 genes have

been described in patients with this syndrome2. Disordered function

of the primary cilia may also be a fundamental defect3. Weight

management is challenging in this group of patients due to the

frequent association with intellectual disabilities and visual

impairment.

At our BBS MDT clinic, dietetic review is provided at each visit.

Dietetic input focuses primarily on reduced fat and sugar content in

diet, and regular exercise is encouraged. Individualised tailored

dietary plans are provided for each patient.

AIMS AND OBJECTIVES

To assess the effect of dietetic input on BMI-SDS in BBS

children

METHODS

All children attending our MDT BBS clinic between January

2007-December 2014 with at least 3 years follow-up data were

included. Paired t-test using SPSS was performed to compare

the mean difference in BMI-SDS at baseline and follow-up.

Paired t-test using SPSS was performed to compare the mean

difference in BMI-SDS at baseline and at follow-up.

RESULTS

All GROUP A 

< 5 YEARS AT 

BASELINE

GROUP B 

>5 YEARS AT 

BASELINE

NUMBER OF PATIENTS 48 10 38

MEDIAN (RANGE) AGE AT 
BASELINE

8.1

(0.9-15.1) 

2.4 

(1 - 4.4)

9.7 

(5.01 - 15.1)

BMI-SDS BASELINE 3.14(±1.1) 3.8 (±1.7) 2.8 (±0.68)*

BMI-SDS 2 YEARS 
FOLLOW UP

3.16(±1) 4.4 (±1.2) 2.7 (±0.7)

BMI-SDS 3 YEARS 
FOLLOW UP

3.18(±0.9) 4.5 (±0.88) 2.6 (±0.6)*

BMI 
SDS

Age in years

Table 1: BMI-SDS at baseline and follow up in all patients and in Group A (< 5 years at

baseline) and Group B (>5 years at baseline).*The reduction in BMI-SDS at baseline and 3

years in Group B was not statistically significant (p=0.19).

Figure 1. BMI SDS at baseline and follow up for all age groups 

showing highest BMI SDS in the younger age groups

Figure 2 shows individual patient trajectories for BMI SDS from baseline to 3 years 

follow up with age in years on x-axis and BMI-SDS on y-axis. 

Fig 2A (<5 years at baseline) demonstrates rising BMI SDS in majority of the patients

Fig 2B (5-8 years at baseline) shows a plateau or reduction in BMI SDS in majority of 

the patients

Fig 2C (8-13 years at baseline) shows a reduction in BMI SDS in majority of the patients

Fig 2D (13- 14 years at baseline) shows a plateauing of BMI SDS in most patients 

CONCLUSION

We hypothesise that the excess weight gain in early life may be attributed to 

delayed walking and difficulties in dietary restriction. Despite the increased risk 

of weight gain in later childhood associated with visual impairment, provision of 

individualised dietary plans are associated with a non-significant trend towards 

BMI-SDS reduction.

REFERENCES

1. Parfrey PS, Davidson WS, Green JS. Clinical and genetic epidemiology of inherited renal 

disease in Newfoundland. Kidney Int 2002; 61:1925.

2. Janssen S, Ramaswami G, Davis EE, et al. Mutation analysis in Bardet-Biedl syndrome by 

DNA pooling and massively parallel resequencing in 105 individuals. Hum Genet 2011; 

129:79.

3. Marion V, Stoetzel C, Schlicht D, et al. Transient ciliogenesis involving Bardet-Biedl

syndrome proteins is a fundamental characteristic of adipogenic differentiation. Proc Natl

Acad Sci U S A 2009; 106:1820.

832--P1
Suma Uday DOI: 10.3252/pso.eu.55ESPE.2016

Syndromes : Mechanisms and Management


