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INTRODUCTION 

Laurence Moon Bardet Biedl syndrome (LMBBS) is a rare 

autosomal recessive disorder characterized by retinitis 

pigmentosa, obesity, hypogonadism, mental retardation 

and polydactyly.1,2 It is commonly found in families with 

inter family marriages. The prevalence of LMBBS is 

estimated to be 1: 1,60,000.3 Only a few cases were 

reported in India, so we are presenting a case case of 

classical LMBBS with chronic kidney disease. 

CASE REPORT 

A 20-year-old male, who is morbidly obese [BMI=41] 

with history of intellectual delay, speech impairment and 

progressive vision loss. Presented with chief complaints 

of Breathlessness, oliguria, abdominal distension since 15 

days. Upon examination he is morbidly obese, lethargic, 

lying down on bed and he is short statured, crowded teeth 

present, pedal edema present, facial puffiness present, with 

polydactyly of feet and micro penis. Opthalmological 

examination revealed retinitis pigmentosa. He is mentally 

retarded. Family history revealed that mother and father 

had consanguineous marriage. 

 

Figure 1: Polydactyly of right and left foot. 
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Figure 2: Micro-penis 

His mother had no history of consumption of any drugs 

during pregnancy. He was born by normal vaginal delivery 

and he was born by full term. According to the patient 

mother he had delayed mental and physical growth. He 

started walking at the age of 5 years and speech was started 

at the age of 6 years. Laboratory investigations revealed 

hemoglobin of 6.9%, serum creatinine is 12 mg/dl, serum 

urea is 217 mg/dl, potassium of 7.7 meq/L, serum 

bicarbonate of 8.3 meq/L. 2D Echo was which showed 

eccentric left ventricular hypertrophy. CT abdomen 

revealed hepatomegaly, right contracted kidney with renal 

pelvic lipomatosis, left enlarged kidney with 

hydroureteronephrosis grade 4. 

DISCUSSION 

In 1886 Laurence and Moon first described a case with 

mental retardation, hypogenitalia, polydactyly, obesity and 

rod-cone dystrophy. Then in 1920 Bardet described a case 

with polydactyly, obesity and rod-cone dystrophy.4,5 Later 

Biedl explained about two cases with clinical findings of 

mental retardation, skull abnormalities and gastrointestinal 

problems. Later years, termed as LMBBS. 

LMBBS has pentad of features retinitis pigmentosa, 

obesity, hypogonadism, mental retardation and 

polydactyly.6 Secondary features include renal 

impairment, speech delay, congenital heart diseases, eye 

abnormalities and diabetes mellitus. Our patient had 

pentad of primary features with secondary features like 

speech delay, developmental, chronic kidney disease stage 

4 and concentric left ventricular hypertrophy.  

He had a seizure episode during the course of hospital and 

for which antiepileptics was started. He had derangement 

of renal function tests and decreased urine output which 

prompted the need for nephrologist referral and started on 

hemodialysis. Genetic evaluation was not done as they are 

not financially affordable and due to unavailability of 

genetic testing in our centre. 

Management of LMBBS is supportive. Management of 

chronic kidney disease by haemodialysis or renal 

replacement.7 Hormonal replacement with testosterone 

with low hormones. Low calorie diet for treatment of 

obesity. Regular screening for hypertension, diabetes, 

cardiac and renal involvement.8 Rehabilitation for 

mentally retarded and vision loss patients. 

Consanguineous marriages are associated with LMBBS, 

so awareness of consequences of consanguineous 

marriages should be done.  

CONCLUSION 

LMBBS is a disorder with identified pentad of symptoms 

which are obesity, hypogonadism, polydactyly, 

intellectual impairment and retinitis pigmentosa. Renal 

function loss is most common cause of mortality in these 

patients. Because of these seemingly unrelated symptoms 

this disorder remains largely under diagnosed. Most the 

reported cases in LMBBS are associated with 

consanguineous marriages, so the affected families should 

undergo genetic counselling. And also, genetic counselling 

of affected families raises awareness about need to get the 

other family members assessed for renal and 

cardiovascular problems. 
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