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ABSTRACT
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Laurence moon Biedyl syndrome is a rare autosomal recessive condition with a
wide spectrum of clinical features. The accepted major criteria for diagnosis
include retinal dystrophy, obesity, Polydactyly, male hypogonadism, mental

Email: retardation and renal dysfunction. We have presented a 36 year old male patient
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INTRODUCTION

Laurence—moon (Bardet) Biedyl syndrome, first defined
by Bardet in 1922 is an autosomal recessive disorder
characterized by structural and functional abnormalities
of organs and tissues with diverse embryonic deviation.
The principal manifestations are rod-cone dystrophy
(Retinitis pigmentosa), postaxial polydactyly, central
obesity, mental retardation, hypogonadism, and renal
dysfunction. Other features not always present include
hepatic fibrosis, diabetes mellitus, neurological, speech
and language deficits, behavioral traits, facial
dysmorphism, dental anomalies and developmental
delay.?

Patient generally has onset of symptoms within the first
10 years of life and most often the first complaint is poor
night vision. Nystagmus is a common feature. Peripheral
visual fields are constricted. Fundus changes include
constricted arterioles, waxy disc pallor and peripheral
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exhibiting characteristic features of Laurence moon Biedyl syndrome and then
the literature is reviewed.
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pigmentary changes including pigment atrophy, Bone
specular pigmentation and areas of white deposits.

CASE REPORT

Here is a case of 36 year old male patient came to the
hospital with complaints of retinitis pigmentosa, night
blindness since childhood which progressed gradually
over years. There was no history of consanguineous
marriage between parents.

Systemic examination revealed obesity, Developmental
delay, and kidney problems. Fundus examination
revealed that retinitis. Cardiovascular and urinary
systems were normal.

Lab investigations including CBC, ESR, electrolytes and
urine examinations were normal. Abdominal and
echocardiogram were also normal.
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DISCUSSION

The syndrome was described by Bardet Biedl in the 1920.
It was later erroneously coupled with another disorder
described by Laurence and Moon, and was consequently
referred to as Laurence Moon-Biedl syndrome’. In 1925
Solis-Cohen and Weiss connected to this syndrome the
four patients in one family described by Laurence and
Moon in 1966.%° Solis-Cohen and Weiss coined the name
Laurence Moon Biedl syndrome. The cases reported by
Laurence and Moon were reevaluated and reported by
Hutchinson, the members were found to have a disease
characterized by typical pigmentary retinopathy , mental
retardation arrest of sexual development and progressive
weakness leading to paraplegia. Confusion exists in
medical literature regarding the differences between
Laurence moon and Bardet Biedl syndrome. Common to
both are pigmentary retinal degeneration, mental
retardation, and hypogonadism.>® Spastic paraplegia is
predominant feature in Laurence moon syndrome,
polydactyly and obesity is predominant in Bardet Biedyl
syndrome. Some researchers believe that Bardet Biedyl
syndrome is a sub division of Laurence moon syndrome.
Hence the term Laurence moon Biedl syndrome has
gained universal acceptance in the world literature.”®

CONCLUSION

We report a typical case of Laurence Moon Bardet Biedl
syndrome in a male of 36 years old. He presented with
early onset blindness and other ocular features like
Retinitis pigmentosa. He also showed characteristic
general features of obesity. He also had kidney problems
and developmental delay.

Funding: No funding sources
Conflict of interest: None declared
Ethical approval: Not required

REFERENCES

1.

Rajasekhar P, Parni Kumar M, Aalekhya PS.
Laurence Moon Bardet Biedl Syndrome- Case Report
and Review of Literature International Journal of
Science and Research. 2319-7064.

Qureshi T, Nasti A, Ashai M. Case report Laurence
Moon (Bardet) Bedyl Syndrome Jk-practitioner.
2003;10(3):217-18.

Haque MA, Sharmin LS, Islam QT, Saifuddin ARM.
Ekram Bardet Biedl Syndrome- A Case Report. The
Journal of Teachers Association RMC, Rajshahi.
1019-8555.

Bardet G. Surun syndrome d’obésité
avecpolydactyly et rétinite pigmentaire.
University of Paris, France;1920.

Green JS, Parfrey PS, Harnett JD, Farid NR, Cramer
BC, Johnson G, et al. The cardinal manifestations of
Bardet-Biedl syndrome, a form of Laurence-Moon-
Biedl syndrome. N Engl J Med. 1989;321:1002-9.
Schathat AP, Maumenee IH. Bardet-Biedl syndrome
and related disorders. Arch Ophthal. 1982;100:285-8.
Fulton AB, Hansen RM, Glynn RJ. Natural course of
visual functions in the Bardet-Biedl syndrome. Arch.
Ophthalmo. 1993;111:1500-06.

Farag, TI. and Teebi, AS Highbincidence of Bardet
Biedl syndrome among the Bedouin. Clin Genet.
1989;36:463-4.

infantile
Thesis,

Cite this article as: Hemalatha P, Deepthi CR.
Udayalakshmi K., Nirmala G, Lakshmi P. Case
report on laurence moon biedyl syndrome. Int J Basic
Clin Pharmacol 2017;6:1001-2.

International Journal of Basic & Clinical Pharmacology | April 2017 | Vol 6 | Issue 4 Page 1002



