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Case Report

Ataxia-Telangiectasia ararediseasein two sibling
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Abstract

Ataxia-telangiectasia is a rare inherited disonthet affects the nervous system, immune systemo#met body systems. Ataxia-telangiectasia

occurs in 1 in 40,000 to 100,000 people worldwidetations in the ATM gene cause ataxia-telangiéatasve are going to report two sibling

presented with Ataxia and Bulbar conjuctival teliactasia.
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INTRODUCTION

taxie telangiectasia isa rare, neurodegenerativ
Ainherited disease causing  severedisability.
Ataxia anc telangiectasi to small dilated blood vesse
botr of which are consideredto  hallmarks of the
diseasé!  Most children with Ataxia telangiectasia are
stable for the first 4-5 years of life , but betprmanifest
symptoms in early schoolears Peoplt with Ataxia
telangiectasi have a highly increase incidence c
cancerd? Ataxia telangiectas  can cause features of e:
aging, vitiligo warts chronic inflammator skin diseas
(granulomas) .[¢ Chronic lung disease develis in more
thar 25% ol people with Ataxi  telangiectasi!*  Most
people develop telangiectasia sclera of the e).®  The
diagnosis o Ataxia telangiectas is usuall suspecte
by the Combination of neurologic features alonghwiith
telangiectasia, increased infections, and is cowidt by
specific laboratory abnormalities. (elevated alfdtaprotein
levels, increased chromosomal breakage after erpdsuX-
rays, absence of ATM protein in white blood cellsy,
mutations in each of the person's ATM genes . Tdme ds
reported for it's rarity and lack of awareness alloe disease.

CASE PRESENTATION

A 10 vyear-old girl
marriage presented with pain abdomen, occasionaliting
and constipation. She had a history of difficulty walking
associated with fall, dysarthria, intention tremadrich was
progressive. She had a history of birth asphyxiah wi
delayed milestones. She was earlier admitted fdmpuoary
infection and was diagnosed as a case of birthyagplwith
sequelae with Lower respiratory tract infection.eStleft
schooling due to these problems. On general exdimimahe
patient was conscious, cooperative, poor built.téNervous
system examination revealed intact cranial nersessory and
autonomic system. Deep Tendon Reflex were dimiiski¢h
extensor response on right side and incoordinatain
movement and ataxic gait. Telangiectasias were seethe
bulbar conjunctiva of both eyes (figure:1) .Her
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born of non-consanguinous

speech was slow, soft with delayed response. Rélse systemic

examination was within normal limits.Contrastinhadc
computedtomographyofbraimsweddiffuse
volumeloss(CASE 2) Her younger sibling , A 4 yelt male too
had a similar history of ataxic gait with bulbalategiectasias on
both eyes.(figure :2) Centraervous system examinatic
showed no apparent abnormal findings excer  ataxia
Laboratory investigations revealed Hemoglobin 8gritéia
leucocyte count 9500/cumm, platelets 4.83 lac/cuRiB.C
count 2.6 million/cumm, reticulocyte count 0.8%.ight stain
Peripheral blood smear showed predominantly normeocic and
mildly hypochromic with few microcytes. No immatucells of
myeloid or erythroid series were seen. Ultrasourmioanen
showed pyloric thickening of approximately 7 mm rgjothe
pyloric region and multiple enlarged mesenteric pymnodes.
Serum alfa-fetoprotein was raised ( 84.05 IU/nmgrum IgE was
decreased (2.58 kUA/L) and Serum IgG was withinnrarrange
(777mg/dl). Liver function tests showed no derangem
.Laboratory investigation of her younger brotheveaded
elevated Serum alfa-fetoprotein ( 188.40ng/ml )righeral
blood smear showed Red Blood cell count 5.25 mmiltamm,
Platelet count 3.05 lacs/cmm, Total
13100/cmm. No immature cells of myeloid or erytdrgeries
were seen. Hemoglobin 9.8g/dl, MCV 62.4iu/l Retimytes
0.5%
,examination & lab investigations a diagnosis ofx&
telangiectasia and associated Cerebral palsy & ¢ase and
ataxia telangiectasia in second case were made.

Figure 1A 10yr old female child with Bulber

Telanglectesias on both eyes.

4

leucocyte count

and No haemoparasites.On the basis of history
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Figure 2 sibling with bilateral bulbar conjuctival
telangiectasia

DISCUSSION

In our case, there is a history of progressiaxia
bulbal telangiectasias ,respiratt trac infections raise(
serun alfs- feto proteir in both sibling and decreased se

IgE in the case 1. Theseare theclinches us to reach ti
diagnosis of Ataxia telangiectasia. Ataxia telantfsia also
referred to as Louis—Bar syndrome, affects manisparf
the body : It impairs certain areas of the braircluding
the cerebellum,
coordination. It weakens the immune system causing
predisposition to infection. It prevents repair bfoken
DNA, increasing therisk ofcancer. 1 Ataxia telangiectasia
is caused by a defect in the ATM gene which isoasjble

for managini the cell's respons to multiple forms of
stress including dout-strand breal in DNA.®!  The
first indications of Ataxiatelangiectas usually occul

during the toddler years. Children walking at ¢
normal age, bt may no improve muct from their initial

causing difficulty with movement dan

suspected by the combination of neurologic clinical

feature with telangiectasiaai sometime increase
infections , anc confirmec by specific abnormalitie
(elevated alpt-fetoproteir  levels increase chromosom:
breakage or cell death white blood cell: aftel
exposure to -rays, absence ATM proteir in  white
blooc cells or mutation in eact of the person' ATM
gene . Increase sensitivity of cells to x-rayexposure
Cerebella atrophy on MRI scan.13,14,1 There are
several other disorders  with similar symptoms or

laboratory features that physicians may considehen
diagnosing +T. 16 The three most comrr disorder. that
are sometimi confuser  with A-T are: Cerebral pals’
Friedreich ataxia, Cogan oculomotor apre as in our first
case rise in alpha fe proteir helpful in diagnosing Ataxi

telangiectasia apart from CP. The life expectancy of
people with A-T is highly variable. The average
approximately 25 years, but continues to improvéthw
advances in care. The two most common causes o dea
chronic lung disease and cancer . There is nonbeat

knowr to slow or stop the progressii of the neurologit
problems Treatmer of A-T is symptomati anc
supportive  Physical occupation: anc speec therapie
and exercic may helg maintain functio but  will not
slow the courst of neurodegeneratic Therapeuti
exercises. Shou not be used tothe point of fatigue
shoulc not interfere with activities of daily life. Certair

anti-Parkinson and anti-epileptic  drugs may be useful.
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