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Bardet-Biedl Syndrome in a Bahraini Family
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Bardet-Biedl syndrome (BBS) is a rare autosomal reces-
sive disorder characterised by five cardinal signs: retinal
pigmentary degeneration, obesity, hypogonadism, mental
retardation and polydactly.'? In this review, we are report-
ing the first family in Bahrain with BBS. Two members of
the family are affected, they manifest the typical signs of
BBS.

THE CASES

A Bahraini family with eight sibs, six males and two
females, has been investigated. Two of the males are
affected with BBS, the others are normal. The parents are
first cousins and there has been no previous family history
of the same disorder in both sides of the family for at least
three generations.

CASE 1

This 25-year-old male patient is short (163 cms in
height) and very obese, weighing 160 kg at the time of the
investigation (Fig 1). He had polydactyly in both hands
and left foot which was excised at the age of twenty. He
developed severe pain atthe excision site of the toe and had
another operation for the excision of an extra metatarsal
bone. He had a pilonidal sinus which was excised but
developed afistula which required fistulectomy. Sigmoido-
scopy showed normal mucosa with no polyps. He had poor
vision especially atnight with visual acuity was 6/36, in the
right and left eyes( with no error of refraction).

Figure 1

Figure 2
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Fundus showed narrow retinal vessels, especially the
arterioles with moderate tapetoretinal degeneration in mid
periphery and slight pallor of optic disc. He was diagnosed
as having retinitis pigmentosa (RP) (Fig 2). He also
complained of difficulty in hearing. Examination of sexual
characteristics revealed a very small phallus but normal
hair distribution, and no urinary symptoms. His blood
pressure, pulse rate, respiration and haematological and
biochemical investigations were within normal limits.
Chest X-ray showed cardiomegaly and increased vascular
marking. Abdominal ultrasound showed a large liver with
normal abdominal organs.

CASE 2

Mentally retarded, this 18-year-old male patient is
short in stature (161 cms in height) and obese, weighing
148 kg at the time of the investigation (Fig 3). He had
polydactyly in both hands and feet which was excised in
early childhood. He had poor vision and was diagnosed as
having retinitis pigmentosa. His visual acuity, as measured
by Catford method, was 6/60 in both eyes (refraction - 4.00
in the right eye and - 3.00 in the left). Fundus examination
showed narrowed retinal vessels, especially arterioles,
very mild tapetoretinal degeneration in mid periphery
(Fig 4). Examination of external genitalia revealed a
small phallus; his secondary sexual characteristics re-
vealed hypogonadism as evidenced by scanty hair growth
in the face and body.

Figure 3

DISCUSSION

BBS can be detected usually in childhood or early
adolescence. It is thought to result from an autosomal
recessive gene. The prevalence rate of this syndrome is
1:160,000 with a primary sex ratio of one. Pigmentary
retinal degeneration occurs in 90% of those patients®® with
severe loss of peripheral and central vision as well as
pigmentary changes in the fundus. The age at which the
degenerative retinal changes begins varies widely; ap-
proximately 75% of those who have pigmentary changes
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Figure 4

are legally blind by the age of 20 and 87% by age of 30
years. Night blindness may be the presenting sign. Elec-
troretinopathy shows the pattern of tapetoretinal degen-
eration . Early detection can be facilitated by performing
electroretinogram (ERG) in offspring and younger sib-
lings of patients with RP. The finding of subnormal or
extinguished ERG have been documented in as early as 7
months old babies.

Generally, obesity in BBS has its onset in infancy or
early childhood and progresses with age. Some degree of
mental retardation is found in 86% of patients with this
condition.'” Digital anomalies include syndactly with or
without polydactyly and may occur on any or all limbs.
Short and broad fingers and toes may occur.' Both of our
patients have shown hypogonadism, delayed or incom-
plete pubertal development, as well as a wide variety of
genital defects including small phallus, bifid scrotum,
hypospadias, and cryptorchidism as expected of patients
with BBS.”#

Endocrine disturbances are not frequent but include
diabetes insipidus, tall and short stature and rarely abnor-
mal glucose tolerance. Renal abnormalities are frequent.?
Cardiovascular defects are common. Other associated
defects include anal atresia, progressive nerve deafness.’

The prognosis is good, and life span is good if no
cardiac or renal abnormality is expected. If these are
present, then prognosis depends upon severity of associ-
ated complication.

CONCLUSION

We recommend the establishment of a proper
genetic registry for all Bahraini families with positive
history of retinitis pigmentosa for early diagnosis and
treatment of those family members with BBS and to
provide them with the necessary genetic counselling at
the appropriate time.
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