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PITUITARY FUNCTION (Table 3)

INTRODUCTION RESULTS

Eupituitary 102 (78.4%)
Bardet Biedl syndrome (BBS) is a rare autosomal recessive — : -
disorder caused by ciliary dysfunction. It 1s characterised Biochemical parameter BBS subjects (n) Abnormal pituitary function: 28 (21.5%)
by rod cone dystrophy, polydactyly, renal dysfunction and —Isoiatej }OW IG]‘j_l . 1= (11 50
cognitive impairment. Mean + SD -Isolated low prolactin 5 (11.5%)

-Mild Hyperprolactinemia (Prolactin |7 (5.4%)

. . . <1000mIU/T) 5 (3.8%)
Endocrine  consequences  include  obesity  and .
Fast ] /L 5.2+1.2 (109 _ nemi

hypogonadism in males. It 1s reported that 72%-96% of asting glucose (mmol/L) (109 Severe. Hyperprolactinemia ;
postpubertal BBS patients are overweight (1,2). The rcting ineuls UL k2417 0 (46 (Prolactin>60001U /1) 1 (0.8%)
prevalence of type 2 diabetes has been found to be 48% in asting insulin (pmol/L) 2E17.0 (40) Table 3: Table showing abnormal pituitary function in
1 cohort and hypertension is also thought to be prevalent the BBS cohort
(1). The prevalence of metabolic syndrome in BBS is HbAlc (Vo) 6.0£1.4 (101)
unknown although higher levels of triglycerides, central RENAL S;rATUS. O
obesity and diastolic blood pressure have been found in Cholesterol (mmol/L) 4.911.0 (129) Four (3.4%0) patients had stage 5 CKD, 4 (3.4%) stage
children with BBS compared to age and BMI matched 4+ CRD a.nd.14 (11.8%) stage 5 CKD. Four patients
controls <3> HDI. Cholesterol (rnmol/L) 1.24+0.3 (126) had functlomng renal tI'ZlﬁSplﬂﬁtS.
The prevalence of hypogonadism in BBS males has been LDL Cholesterol (mmol/L) 2.8+0.9 (84)

reported to be as high as 97% (2). However, this was based
on structural abnormalities rather than biochemical

vidence Triglycerides (mmol/L) 2.0x1.2 (130) CONCLUSIONS

| +
A previous study has reported high levels of pituitary Systolic BP (mmHg) 135.2718.3 (100)

abnormalities in a paediatric BBS population (4).

This 1s the first study to investigate endocrinopathies in
Diastolic BP (mmHg) 81.4711.4 (100) a large BBS population. Despite previous repotts,

generalised pituitary hormone dysfunction 1s not

We aimed to identify the prevalence of type 2 diabetes. o A
metabolic syndrome and hypogonadism 1n a large adult Raised alanine transaminase 26.8% (34/127) prevalent however subclinical hypothyroidism in our

BBS cohort. We assessed pituitary and thyroid function in cohort and hypogonadism in males is common. The

patients with BBS. (ALT) majority of patients are obese and the prevalence of
metabolic syndrome is high despite a mean age of 33

rs in this cohort. Th ith metaboli dr
Table 2: Metabolic characteristics of patients with BBS yeatrs i this coho OS¢ Wwith Mmetabolie syndrome

are at an Increased risk of developing cardiovascular
The prevalence of metabolic syndrome was high disease and type 2 diabetes at a later stage and therefore

(59.4%). timely intervention for reversible risk factors such as

METHODS

obesity is important.

Type 2 diabetes was present in 24 patients (15.6%); 1

One hundred and fifty-four patients with BBS were patient had type 1 diabetes.

identified through 2 national BBS clinics. Anthropometric

measurements and fasting blood samples were taken in , ,
Polycystic ovary syndrome was present in 12/69

0
defined using the International Diabetes Federation criteria (17.4%0) temales.

5).
) Hypogonadism was present in 26 (40%) males with REF ERENCES

BBS. This was primary hypogonadism in 4 patients
and secondary hypogonadism in 22 patients.

one hundred and thirty patients. Metabolic syndrome was

Data are reported as mean T standard error of the mean

(SEM). (1) Moore SJ, Green JS, Fan Y, Bhogal AK, Dicks E, Fernandez
. L o BA, Stefanelli M, Murphy C, Cramer BC, Dean JCS et al (2005)
Two patients had nephrogenic diabetes insipidus. Clinical and genetic epidemiology of Bardet Biedl syndrome in
Newtfoundland: A 22-year prospective, population-based, cohort
B S TS THYROID FUNCTION (see graph 1) study. Am | Med Genet, 132A, 352-360
77_'3 /0 (2) Beales PL, Elcioglu N, Woolt AS, Parker D, and Flinter FA
80.0%0 (1999) New criteria for improved diagnosis of Bardet-Biedl
Male: Femnale 85:69 (55.2%:44.8%%) 70.0% syndrome: results of a population survey. Journal of Medical
: : B 60.0% Genetics, 306, 437-440.
. 0
33.0 = 1.0 yrs
- 50.0% (3) Feuillan PP, Ng D, Han JC, Sapp JC, Wetsch K, Spaulding E,
35.7 £ 0.7 40.0% Zheng YC, Caruso RC, Brooks BP, Johnston JJ et al (2011)
30.0% 19;00/ 0 Patients with Bardet-Biedl Syndrome Have Hyperleptinemia
Height (cm) 101.3 = 24.8 (133) 20.00/ 6.5% n=24 Suggestive of Leptin Resistance. ] Clin Endocrinol Metab, jc.
e 0.6% n=10
Weight (kg> 1678 i 108 (125> 10.0% n=1 (4-) Guran T, Ekinci G, Atay Z, Turan S, Akcay T, Bereket A.
0.0% A Radiologic and hormonal evaluation of pituitary abnormalities in
Ethnic Origin: &&5 ‘&5 &&z} -@@ patients with Bardet Biedl syndrome. Clinical Dysmorphology
White Caucasi 128 (83.1%) @0’“@ & & «*&b B
- C Laucasian 170 <
] L &
; & < @o (5) Alberti KGM, Zimmet P, and Shaw | (2005) The metabolic
Middle East 13 (8.4% <
—vHAdic tastern (8.470) > syndrome--a new worldwide definition. The Lancet, 366, 1059-
S
South Asian 13 (8.4%) & 1062.
)
Table 1: BBS patient demographics Graph 1: % BBS patients with normal thyroid function

(euthyroid) or thyroid dysfunction (hyperthyroidsm
hypothyroidism or subclinical hypothyroidism).




