JIMSA October - December 2015 Vol. 28 No. 4

may aso haveto be congdered, induding paraganglioma, branchid cleft
cyst, mdignant lymphoma, metastatic cervica lymphadenopathy etc @,

Tumors of the pargpharynged pace are rare, with neurogenic tumors
being themost common. Schwannomasaccount for 55% of thesetumors,
goproximately hdf of which arise from the vagus nerve*. Neoplasms of
the vagus nerve include paragangliomas (50%), schwannomas (31%),
neurofibromeas (14%), and neurofibrosarcomas (6%) 5.

Occasiondly, a paroxysma cough may be produced on papeting the
meass. Thisunique dinica sign, associated with amasslocated dong the
media border of the sternocleidomastoid musdle, should makedinicians
suspicious of vagd nerve shesth tumours 6,

Theussfulness of FNAC istill controversid; the mgority of authorsdo
not recommend open or needle biopsy for these masses 2. In our case, a
FNAC was performed but was inconclusive.

Imaging can be very useful in differentiating vegd schwannomas from
other lesions in this areq, dlowing the surgeon to plan the operaive
procedure to remove these tumors. On CT images, vagd schwannomeas
gopear aswdl-defined masses, usudly of higher attenuation than muscle
on contragt-enhanced images 2.
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Histologicdly, two main patterns, Antoni-A (Verocay body formation)
and Antoni-B (nodistinctivecell or fibre pattern) have been described. A
mixed picture of both types can exist 2.

Trestment of vagd nerve tumours is complete surgica excison with
preservation of the neurd pathway. Incomplete trestment, such as open
biopsy, should beavoided, sinceit makesdefinitiveexcison of thetumour
much more difficult 2.
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Abstract : Bardet-Biedl syndrome (BBS) is a genetically heterogeneous autosomal recessive disorder characterized by progres-
siveretinal dystrophy, polydactyly, obesity, hypogonadism, mental retardation, and renal dysfunction. \\e present a rare classi-
cal case with characteristic features of four major and four minor criteria along with a brief review of the literature.

INTRODUCTION

e Bardet-Biedl syndrome (BBS) isarare ciliopathic human
autosomal -recessive disorder. Its incidence 1:1,60,000. A

classical case of BBSfeatures such as marked central obesity,
retinal dystrophy, polydactyly, overcrowded teeth, high arched palate,
V' SD and mental retardation awith abrief review of theliterature, is
presented.

CASE REPORT

24 year old female with central obesity presented to our department for USG abdomino-
pelvis study with a history of fever, dimness of vision and irregular cycles. USG revealed
hepatosplenomegaly with ventricular-septal defect. On examination patient had central
obesity, oscilatting nystagmus, post-axial polydactyly in both hands and feet, overcrowding
of teeth, high arched palate and mild mental retardation. On ophthalmic examination b/l
consecutive ascending optic atrophy with retinitis pigmentosa. therefore, the diagnosis of
Bardet-Biedl syndrome was made.

DISCUSSION

Bardet-Biedl syndrome (BBS) wasinitially described by Bardet and
Biedl(1920). Laurence and Moon (1865) syndrome is a separate
entity because the patients of Laurence and Moon had paraplegia,
but no polydactyly and obesity.
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Postaxial polydactyly with hexadactyly of hands and feet
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