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Abstract : 
 We report here, a case of a 14 year old 
boy who was admitted to our hospital 
with features of cirrhosis liver and re-
duced visual acuity. Further investiga-
tions revealed him to be case of Alstroms 
syndrome, a very rare genetic disorder. 
He was treated symptomatically and was 
discharged in reasonably good health. 
Keyword :Alstroms syndrome, Cirrhosis 
liver, childhood blindness. 
 
 
 
 
 
 
 
 
 
 
 
 
 
Alstrom syndrome patient 
Introduction: 
Alstrom’s syndrome is a very rare auto-
somal recessive genetic disorder caused  

By mutation of the ALMS1 gene. Only 266 
cases have been reported in medical litera-
ture till date. 
 
Clinical presentation: 
A 14 year old boy was brought to our hos-
pital with history of a single bout of hemate-
mesis. His parents gave a history of two 
similar episodes during the past two years. 
They also revealed that the boy had diffi-
culty in hearing and vision, which first came 
to their attention when he was 5 years old. 
During his first hospital admission 2 years 
back, he was found out to be diabetic and 
was started on insulin injection. He was 
born out of a second degree consanguine-
ous marriage and there were no peri-
partum complications. His developmental 
mile stones were delayed and scholastic 
performance was poor. His father, mother 
and sister are apparently normal. On ex-
amination, he was obese, with a BMI of 
32.6. Pallor was noted. There was no cya-
nosis, clubbing, lymphadenopathy or oe-
dema. Pulse rate was 86/min regular and 
BP was 100/70 mm Hg in supine position. 
He had Acanthosis nigricans. No digital or 
bony abnormalities were noted. 
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Acanthosis nigricans 
His abdomen was distended. Spleen was 
palpable 4 cms below the left costal margin. 
Liver was not palpable. Shifting dullness was 
present and Traube’s space was dull on per-
cussion. His external genitalia was pre pu-
bertal and the testis measured 3 ml, with an 
orchidometer. His cardiovascular and respi-
ratory systems were normal. His intelligence 
was subnormal for his age, and visual acuity 
was limited to perception of light bilaterally. 
 
 
 
 
 
 
 
 
 
 
 
 
Retinal Atrophy 
FUNDUS EXAMINATION – suggestive of 
Retinal Atrophy. 
Electro Retinogram 
ELECTRO RETINOGRAM - Extinguished 
r e s p o n c e s . 
VISUAL EVOKED POTENTIAL (VEP) – Ex-
t i n g u i s h e d  r e s p o n s e s e . 
OPTICAL COHERENCE TOMOGRAPHY 
(OCT) – Retinal Atrophy. 
 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
Normal central foveal thickness = 182 ± 
23 m Central foveal thickness in this 
case = 88 m 
AUDIOGRAM – Bilateral Sensory Neu-
ral Hearing Loss. 
These investigations revealed that we 
were dealing with a 14 year old boy, 
who was obese and had physical and 
biochemical evidence of insulin resis-
tance. He also had bilateral severe sen-
sory neural hearing loss and grossly im-
paired vision due to retinal atrophy. And 
he is now admitted with complications 
of cirrhosis liver.The two close differen-
tial diagnoses that would  
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prop up in this setting would be Alstrom 
syndrome and Bardet Biedel syndrome. The 
absence of polydactyly, presence of retinal at-
rophy and cirrhosis liver at a such a young age 
helped us narrow down the diagnosis in favour 
of Alstrom syndrome. 
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DISCUSSION: 
DIAGNOSTIC CRITERIA FOR ALSTROM’S 
SYNDROME At3–14 years of age:2 major 
criteria or 1 major and 3 minor criteria. Major 
criteria: 1) ALMS1 mutation in 1 allele and/
or family history of Alstrom Syndrome, 2) Vi-
sion pathology (nystagmus, photophobia, 
diminished acuity), cone dystrophy by ERG. 
Minor Criteria: 
Obesity / insulin resistance / Type 2 Diabe-
tes 2) History of dilated cardiomyopathy with 
congestive heart failure 3) Hearing loss 4) 
Hepatic dysfunction 5) Renal failure 6) Ad-
vanced bone age ALMS 1 gene analysis was 
not available in our state. Our case fulfils 1 
major and 3 minor criteria, thus qualifying for 
the diagnosis of ALSTROM’S SYNDROME. 
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