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Ataxia Telangiectasia- A Case Report 
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Abstract 

Ataxia Telangiectasia (AT) is a rare autosomal recessive disease with multisystem disorder. A-T is 

characterized by progressive cerebellar degeneration, telangiectasia, immunodeficiency, recurrent Sino 

pulmonary infections, radiation sensitivity, premature aging, and a predisposition to cancer development. 

Here we report a case of 6-year-old female child who presented to our pediatric department with complaints 

of unsteady gait, feeding difficulty, hand mouth in coordination, slurring of speech diagnosed to be a case of 

Ataxia Telangiectasia. Our aim is to create a deep insight into the subject and help in adding valuable 

knowledge to the same. 
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Introduction 

AT is a rare inherited disorder that affects the 

nervous, immune and other body system
 [1]

. Its 

incidence is 1 in 100,000 births
 [2]

. The male and 

female are equally affected. The two diagnostic 

hallmarks are 1
st
 being ataxia and 2

nd
 is 

oculocutaneous telangiectasia. It is relentlessly 

progressive
[3]

. The mutation of ATM gene 

mapped on 11q22-23is responsible for this 

disease. The ATM gene is involved in cell 

division and DNA repair
 [4]

. It also plays an 

important role in normal development and activity 

of several body systems and immune system. 

 

Case Report 

6-year-old female child born out of non-

consanguineous marriage was admitted in 

emergency department of pediatrics MKCG 

Medical college with complains of difficulty in 

walking steadily and frequently falling while 

walking since last 6 months. Also, she was unable 

to feed herself due to in coordination between 

hand and mouth. She also developed slurring of 

speech and difficulty in swallowing (deglutition) 

during the same period. Past history revealed 

recurrent respiratory tract infections which was 

treated in outpatient basis and cured. On 

examination, the child had ataxic gait and bulbar 

telangiectasia (Fig 1 and 2), oculomotorapraxia, 

truncal ataxia. The child has been immunized with 

all the vaccines as per ACVIP schedule. 

The AFP level was found to be high(194.68 

ng/ml). The serum IgA level was done and found 

to be normal(100 mg/dl).MRI brain showed 

diffuse cerebellar atrophy [Fig 3].The parents 

were adequately counselled regarding the 

complications and prognosis of the disease, and 

was discharged on day 3.  
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Fig 1 abnormal stature 

 

 
Fig 2 bulbar telangiectasia 

 

 
Fig 3 MRI showing diffuse cerebellar atrophy 

 

 

 

Discussion 

A-T is characterized by progressive cerebellar 

degeneration, telangiectasia, immunodeficiency, 

recurrent Sino pulmonary infections, radiation 

sensitivity, premature aging, and a predisposition 

to cancer development, especially of lymphoid 

origin. Other abnormalities include poor growth, 

gonadal atrophy, delayed pubertal development 

and insulin resistant diabetes 
[5]

. Most children 

with classic A-T have stable neurologic symptoms 

for the first 4–5 years of life, they initially may be 

labeled as having “ataxic cerebral palsy” 
[6]

. 

During school years children often have 

increasing difficulty with reading because of 

impaired coordination of eye movement. At the 

same time, other problems with fine motor 

functions (writing, coloring, and using utensils to 

eat) and with dysarthria may arise 
[7,8].

Sino 

pulmonary infections are common in people with 

A-T. About two-thirds of people with A-T have 

abnormalities of the immune system 
[9,10].

 The 

most common abnormalities are low levels of one 

or more classes of immunoglobulin (IgG, IgA, 

IgM or IgG subclasses), failure to make antibodies 

in response to vaccines or infections, and 

lymphopenia, especially affecting T-lymphocytes. 

Feeding and swallowing (deglutition) may 

become difficult for people with A-T as they age 
[11].

 Most devastating symptoms of A-T are a 

result of progressive cerebellar degeneration, 

characterized by the gradual loss and/or aberrant 

location of PCs and, to a lesser extent, the gradual 

loss of granule cells 
[12,13].

 Approximately 95% of 

people with A-T have elevated serum AFP levels 

after the age of two, and measured levels of AFP 

appear to increase slowly over time 
[14].

 

 

Conclusion 

Recurrent Sino pulmonary infections, progressive 

ataxia and bulbar/retinal telangiectasia can easily 

clinch the diagnosis of A-T. In the initial 5 years 

of life they have recurrent acute respiratory 

infections and failure to thrive and to confirm Alfa 

feto-protein estimation should be done
[15]

. 

Progressive ataxia develops after 5 years. High 
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degree of suspicion of the rareentity AT will give 

a path towards clinical diagnosis. There should be 

good parental counselling and explanation of the 

disease. 
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