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ABSTRACT 
 

Ataxia telangiectasia is a rare autosomal recessive neurodegenerative disorder primarily 
characterized by cerebellar degeneration manifested as ataxia, telangiectasia, immunodeficiency, 
and cancer susceptibility and radiation sensitivity. Clinically A-T cases presents itself with a 
variability of symptoms but basic primary presentations are almost always present. This case 
demonstrates a 7yrs old girl who presented with tremulousness of limbs, difficulty to move the eye 
ball with command and dysarthria. On further clinical examination, a plain MRI of Brain and other 
relevant investigations suggested this as a case of A-T. Thus rationale of this typical case report 
gives a glimpse about a variant of A-T which is often misdiagnosed as other ataxic disorders. 
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1. INTRODUCTION 
 

Ataxia telangiectasia or Louis-Bar syndrome is a 
neurodegenerative disorder which is found to be 

autosomal recessive and primarily characterised 
by Ataxia, abnormal control of eye movement, 
and postural instability with variable symptoms 
like telangiectasia, dysarthria etc [1]. These 
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symptoms are most likely to appear in the first 
year of life when the child learns to sit, walk and 
speak [2]. But sometimes the child learns for a 
period and then impairment starts and continues. 
A significant relationship has been found in 
pathological mutations in ATM gene and the 
development of A-T [3]. Sometimes some 
serological markers like Alpha Fetoprotein (AFP) 
also increased [4]. There are several other 
neurological conditions that the physician has to 
consider while diagnosing ataxic disorders such 
as cerebral palsy, autosomal recessive 
cerebellar ataxia, etc [5]. Several studies have 
found that A-T patients are prone to develop 
cancer and other immunological disorders, so 
proper diagnosis is needed not only for the 
symptomatic intervention but also for prognostic 
prevention [6]. A-T is still counted as a rare 
neurological condition having its world-wide 
prevalence estimated to be between 1 in 40,000 
and 1 in 100,000 live births but definitely it is a 
serious concern for physicians because of its 
complexity and uncertainty in diagnosis [7]. 
 

2. CASE REPORT 
 

A 7yrs old female child was brought in the Out 
Patient Department of National Institute of 
Homoeopathy, Kolkata with tremulousness of 
limbs, particularly while she was trying to take 
food into her mouth since 3 yrs of age. This 
problem was continuously increasing and 
suddenly observed by her parents. Before that 
she was apparently normal. After a few months, 
when the first symptom developed, she had 
difficulty in talking and difficulty in walking and 
since then, all those symptoms increased in 
severity. Her parents then noticed that she 
becomes easily irritable and withdraws herself 
from social affairs. 
  
No significant intrauterine, past and family history 
were found. 
 

On clinical examination vitals were normal (B.P.-
126/74 mm of Hg, Pulse rate-78/ min and resp. 
rate-19/ min), anxious face, and oxygen 
saturation was 98%, No sign of icterus, clubbing, 
lymphadenopathy or neck vein engorgement was 
noted. 
 

On neurological examination, slurred speech, 
hypophonia, restricted eyeball movement, 
impaired finger-nose-finger test, and wide-based 
imbalanced gait were noted but motor functioning 
was normal. Telangiectasia (dilated small blood 
vessels) in conjunctiva was noted during the eye 
examination (Fig. 1).  

On laboratory investigations serum AFP was 
significantly raised (183.3 ng/ml; normally <5.3 
ng/ml) but other haematological tests like 
complete blood count, liver function test, lipid 
profile, Plasma ceruloplasmin, Thyroid profile 
was normal.  
 
Plain MRI brain scan revealed prominent 
superior cerebellar folia with widened cerebellar 
sulci favouring cerebellar atrophy.  
 

 
 

Fig. 1. Telangiectasia in conjunctiva 
 

3. DISCUSSION AND CONCLUSION 
 
Although A-T is very rare disorder, it should be 
considered as a serious concern. Classically 
ataxia-telangiectasia (A-T) is characterized by 
ataxia primarily due to cerebellar dysfunction, 
telangiectasias, immunodeficiency, and an 
increased risk for malignancy, especially 
leukemia and lymphoma [1,8]. Lymphoid 
malignancy can alone may be the initial 
presenting feature of A-T and primarily described 
in some children [9]. In later life usually there is 
delayed puberty and gonadal problems [10]. In 
this case ataxia along with dysarthria, 
telangiectasia in conjunctiva and elevated serum 
AFP served as a lead to do further investigations 
and favoured the diagnosis of A-T. Every 
physician will have to do a proper examination 
and evaluation of the case. This case surely 
demonstrates a presentation of A-T which may 
help to evaluate such cases in future. 
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