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Abstract

Ataxia Telangiectasia (AT) is a rare autosomal recessive multisystem disease. The diagnosis is of-
ten made on a clinical triad that combines neurological signs dominated by a progressive cerebel-
lar ataxia, oculocutaneous signs (telangiectasia, coffee stain milk), immunodeficiency (humoral
and cellular) with sinopulmonary infections and elevated alphaphetoprotein. The diagnosis of AT
is usually early, however, some forms may be revealed late. We reported a case of a 19-year-old
patient, admitted for severe pneumonia with Klebsiella Pneumonia. In its history, it was found a
notion of recurrent respiratory infections and bronchiectasis. In its clinical examination, it had
been discovered cerebellar ataxia and occulocutaneous telangiectasia. The determination of
plasmatic alphafoetoprotein was elevated, and the search of immunodeficiency showed a mixed
deficit (humoral and cellular) suggesting the diagnosis of AT.
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1. Introduction

Ataxia Telangiectasia (AT) is a rare autosomal recessive multisystem disease. Its prevalence is about 1/40,000 to
1/300,000 live births [1] [2]. Diagnosis of AT is often made on a clinical triad that combines neurological signs
dominated by a progressive cerebellar ataxia, oculocutaneous signs (telangiectasia, coffee stain milk), immuno-
deficiency (humoral and cellular) with sinopulmonary infections and elevated alphaphetoprotein [3]. It usually
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begins around the age of 5 years old [4], it is more apparent to the age of 10 years old [5], but the mean age of
diagnosis is on average 3 years old [3]. Furthermore, the later forms are possible [4]. We report the case of an AT
syndrome revealed at the age of 19 years old during a severe pneumonia with Klebsiella pneumoniae.

2. Case Report

A 19-year-old North African patient, born of a non-consanguineous marriage, is the eldest in a family of three,
his two brothers are healthy. He was admitted in an array of severe pneumonia consisting of nux and moderate
hemoptysis and right chest pain in context of fever sensations and decline in general health. In its history, it was
found a notion of recurrent and dragging respiratory infections on a plot of bronchiectasis with a psychomotor
retardation discovered at the age of 7 years old. Clinical examination noted polypnea to 35 cycles/minute
(normal respiratory rate is 16 - 20 cycles/minute), a blood pressure at 110/60 mm Hg (the normal rate is <120
mmHg for systolic and <80 mmHg for diastolic), a fever at 39.8°C, an oxygen saturation of 96% (normal rate is
between 95% and 100%), and incomplete condensation syndrome in right basi-thoracic, a finger clubbing and
failure to thrive at —2 SD, with cerebellar ataxia, ocular bobbing in neurological examination. The mucocutane-
ous examination noted ocular telangiectasia and in the ear lobes. A Chest X-ray showed opacity with air fluid
level in right basithoracic, associated with blunting ipsilateral pleural cul-de-sac (Figure 1). Chest computerized
tomography (CT) was objectified tissue density opacity with excavation and signs for bronchiectasis (Figure 2).
Laboratory tests showed leukocytosis at 14,200 cells/mm?. C-reactive protein was very high at 256.75 mg/l.
Probabilistic antibiotic therapy was started with amoxicillin clavulanic acid intravenously at 1000 mg/8 hours,
without improvement after 48 hours. The search for Mycobacterium tuberculosis (BK) on direct microscopic
examination was negative. The cytobacteriological sputum had isolated a gram-positive cocci in favor of Kleb-
siella pneumoniae resistant to penicillin but susceptible to cephalosporin. The patient was put under 3rd genera-
tion of cephalosporin with good clinical, biological and radiological outcome. Before the notion of repeated res-
piratory infection, bronchectasis, cerebellar ataxia, cutaneous telangiectasia, diagnosis of Ataxia Telangiectasia
syndrome was discussed. The a-fetoprotein was high at 570 ng/ml. The search of combined immunodeficiency
showed rates of IgA, IgM and 1gG respectively at 7 g/l; 1.76 g/l; 11.3 g/l. The CD4/CD8 ratio was down to 0.6.
Brain Magnetic Resonance Imaging (MRI) showed cerebellar atrophy. Oral consent was obtained from the
patient’s family to publish this case.

Figure 1. Opacity with air fluid level in right
basithoracic, associated with blunting ipsilateral
pleural cul-de-sac.
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Figure 2. Tissue density opacity with excavation and signs for bronchiectasis.

3. Discussion

The ataxia telangiectasia (AT) is a rare autosomal recessive disease, relatively common in the Mediterranean
area [6]. Described for the first time by Louis-Bar in 1941 [7], it is a monogenic disease whose gene is located in
11922-23 that was cloned in 1995 by Savitsky et al. [8]. The diagnosis of this disease is usually based on a
clinical triad of neurologic signs, dominated by an evolutive static cerebellar syndrome, consisting of dyssyner-
gia, intentional tremor, adiadochokinesia, and complete hypotonia leading to loss of ambulation generally diag-
nosed around the age of 2 years old and bedridden state in adolescence with stature-weight impact. The clinical
array also includes oculocutaneous signs (telangiectasia, coffee stain milk), immunodeficiency responsible to
repeated sinopulmonary infections and elevated alphaphetoprotein. It was the case of our patient, who sent to us
for severe pulmonary infection and in whom we found on clinical examination cerebellar ataxia and oculo-cu-
taneous telangiectasia reflecting an AT syndrome. Actually, the AT is considered as a disease entity in its own
right contained in both serious constitutional immunodeficiencies that in the group of autosomal recessive cere-
bellar ataxias [6]. The neurological symptoms can be explained by the mutation of the gene responsible for
ATM, in homozygous state, to systematic elimination of certain cell population. This is expressed by a progres-
sive atrophy of cerebellar cortex, a destruction of the basal ganglia, a demyelination of the posterior columns
and a loss of neurons in the anterior horn of the spinal cord [9]. Oculocutaneous signs [10], as telangiectasia, are
the second signs after neurological manifestations, these are most often inaugural. Telangiectasia are generally
present but inconsistent. They are first in the eyes and then appear on the skin especially in the ear lobes. Other
cutaneous signs as coffee stain milk, vitiligo, early skin atrophy, early onset of gray hair; warty lesions are also
described [9]. The immunodeficiency is very common in AT, which is the case of our patient, who presented
respiratory infections since childhood highly suggestive of immunodeficiency. This deficit is often mixed, pro-
gressively worsening, on cellular immunity (CD4 and CD8) but also on humoral immunity, reaching immu-
noglobulin A and subclasses of immunoglobulin G [3]. The IgM levels are normal or sometimes high. This im-
mune deficiency is responsible for respiratory disorders that are common and may precede the onset of neuro-
logical signs. It is often repeated bronchial infections, diffuse lung diseases, bronchiectasis, and rarely interstitial
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chronic syndrome. It was noted that patients with AT also exhibited increased sensitivity to ionizing radiation,
most notably y and X. Thus, radiologic examination should be limited to the maximum in these patients [11]. A
high of development cancer has been reported in patients homozygous (100 times greater in the normal popula-
tion) [12]. This predisposition is partly due to the increased radiosensitivity but especially acquired chromoso-
mal abnormalities [6]. For homozygous individuals, it is essentially lymphoma (50%), lymphoid leukemia
(30%), and carcinomas (20% especially in adults) [13] [14]. Among females heterozygous for the gene mutation,
breast cancers are more often seen than in the general population [3].

The management of AT is multidisciplinary, requiring neurologically, motor physiotherapy and nutrition pro-
gram (fight against inhalations and reflux) [3] [15]. Neurological drugs (dopaminergic) did not demonstrate their
effectiveness [3]. Active respiratory management should also be considered (chest physiotherapy and antibiotics
in case of infection). Regular pulmonary monitoring should be installed; hypoxemia requires the prescription of
long-term oxygen therapy and radiological investigations should be limited to the maximum. Replacement ther-
apy of polyvalent immunoglobulins can be started when a humoral deficiency is diagnosed [2]. Cancer treatment
must be done in centers with experience in such patients, because of their sensitivity of ionizing radiation.

4. Conclusion

Ataxia Telangiectasia is a rare, multisystemic disease. Its management is multidisciplinary. Its prognosis is poor,
depends primarily on respiratory infections and the susceptibility to cancer. Diagnosis is usually early, late
forms of revelations have also been described, which is the case of our patient.
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