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ABSTRACT: Bardet Biedl syndrome includes presence of retinitis pimentosa along with obesity,
polydactyl, hypogonadism, renal deformities,and learning disabilities. Orbital dystopia is any type
of abnormal displacement of the entire orbital cones and their contents that can occur in three
different dimensional planes. Situs describes the anatomic position of cardiac atria and visera.
Situs solitus is normal anatomic position and situs inversus is the mirror image of the situs solitus.
We report a case of a 13 year old male whom we diagnosed as a case of BBS with rare
association with vertical orbital dystopia and situs inversus with dextrocardia.
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INTRODUCTION: Bardet Biedl syndrome is an autosomal recessive disease which includes
systemic features of obesity, polydactyl, hypogonadism, renal deformities and learning disabilities.
Ophthalmic manifestations include rod-cone dystrophy, keratoconus, ophthalmoplegia, cataract,
ptosis, nystagmus and strabismus.

Facial dysmophism is present in upto 70% of the diagnosed cases of BBS still no specific
set of deformities are consistent, despite some authors describing a subset of children to have
facial similarities comprising of deep set eyes, hypertelorism with downward slanting palpebral
fissures, a flat nasal bridge with anteverted nares and prominent nasolabial folds, a long philtrum,
and a thin upper lip. Presence of a bony deformity like orbital dystopia in association with BBS
has only rare if no mention in literature.

CASE REPORT: A thirteen year old male presented with ptosis of right lid and progressive night
blindness. He was a product of full term normal delivery born out of second degree
consanguineous marriage. He has a younger male sibling. He had no family history of RP or any
other hereditary disease was diagnosed in the family. He has multiple systemic abnormalities
including facial asymmetry due to orbital dystopia, dextrocardia with situs inversus,
hypogonadism, fetal lobulation of kidneys, central polydactyl of right hand and learning
disabilities. He had moderate ptosis of right upper lid and jaw winking is positive. He had a
vertical orbital dystopia of 6mm. Rest of the anterior segment examination is normal for both
eyes. The corrected visual acuity of right eye is 6/36 with -10.00 sphere and that of the left eye is
6/36 with -8.00 sphere.

Indirect ophthalmoscopy revealed myopic discs, attenuated vessels, clumps of pigment
along the vessels in the mid peripheral retina characteristic of RP. Peripheral constriction of visual
fields is observed.
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The younger sibling’s ocular and systemic examination is within normal limits. His
intellectual, and physical development is in accordance with his age.

Fig. 1: Dystopia is clearly
seen in this image

Fig. 4 & 5: Fundus images showing retinitis
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DISCUSSION: Bardet-Biedl syndrome is an autosomal recessive and genetically heterogeneous
ciliopathy characterized by retinitis pigmentosa, obesity, kidney dysfunction, polydactyly,
behavioral dysfunction, and hypogonadism (summary by Beales et al.,).

This syndrome can be quite crippling for the patient. A holistic approach is needed for an
early diagnosis and management of this disease. The child we examined, as of now had no
metabolic abnormalities, heart, kidney, liver and endocrinal parameters are within normal limits.
We need to follow up the child and look out for any newly evolving medical or surgical conditions
as the BBS phenotype evolves slowly throughout the first and second decades of life.

Since the child had atypical associations with situs inversus and orbital dystopia, we
should be prepared to discover any other atypical features in the child in future.

Another point to stress upon is the follow up of the apparently normal younger sibling
keeping in view the consanguineous nature of their birth and atypical presentations seen in the
older sibling.
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