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Abstract 

Ataxia telangiectasia (AT) is an autosomal recessive neurodegenerative disorder caused by mutation in 

ATM gene. It is a complex multisystem disorder characterized by features of cerebellar degeneration, 

telangiectasia and immunodeficiency. Association of dandy walker syndrome with ataxia telangiectasia 

has been rarely reported. Here we present a case of 7year old female child who had features of ataxia 

telangiectasia and on further evaluation found to have dandy walker variant. 
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Introduction  

AT is a rare complex progressive disorder which 

presents with combination of neurological and 

systemic features
1,2

. In 1958, it was Boder et al. 

who recognize the clinical features, familial 

incidence and directed towards an autosomal 

recessive mode of inheritance for this disease
3
. 

The worldwide incidence was is found to be 1 in 

40000 to 1 in 100000 population
4,5

. AT is caused 

by mutation in ATM gene which is responsible for 

initiating a response to DNA damage, resulting in 

arrest of cell cycle, DNA repair or apoptosis. 

Initiation of repair of breaks in dsDNA requires 

ATM signaling. Dysfunction of this results in 

nuclear genomic instability which is the major 

mechanism for the pathogenesis of AT
6,7,8,9,10

. 

Dandy walker syndrome is a rare congenital 

malformation of posterior fossa with involvement 

of cerebellum and 4
th

 ventricular cystic 

dilatation
11

. Association of dandy walker 

syndrome with AT is rarely described in literature. 

http://jmscr.igmpublication.org/home/ 

ISSN (e)-2347-176x  ISSN (p) 2455-0450 

                           DOI: https://dx.doi.org/10.18535/jmscr/v11i2.02 

 

 

 



 

Dr Shefali P et al JMSCR Volume 11 Issue 02 February 2023 Page 6 
 

JMSCR Vol||11||Issue||02||Page 05-09||February 2023 

We present a very rare case of AT in 7year old 

girl with dandy walker variant.  

 

Case Report 

A 7 year old female child born to second degree 

consanguineously married couple presented with 

complaints of difficulty in walking, speech 

difficulty since 2years of age. Child was full term, 

normal vaginal delivery and had cried 

immediately after birth, weighing 2.5kg and had 

been discharged on day 3 of life. Parents had 

noticed child having an unsteady or wobbly gait 

when she had started to walk, associated with 

swaying movements of upper limbs and head, 

initially at the age of 2yearswith this unsteady 

gait, she was able to walk for 20steps which 

gradually started regressing to 4steps only at 

present. Previously she used to feed on her own 

but over the recent past she is unable to do so. 

Parents also had noticed that she had speech 

difficulty in the form of slow scanned speech with 

low output, initially she used to speak 2-3-word 

sentences at 3years of age with difficulty but over 

the recent past it has regressed to just one or two 

words. Also, significant past history of recurrent 

sinopulmonary infections requiring admission 

twice and multiple OPD and day care visits in the 

past were recorded. Her immediate younger 

sibling had died 10minutes immediately after birth 

due to respiratory distress. Other siblings were 

normal. Overall developmental age of the child 

was found to be approximate to 3years at present. 

On examination child was conscious, oriented and 

interacting with surroundings and cooperative, 

well-built but undernourished. Child had wide 

based ataxic gait. The head circumference was 

normal for age(46cm). child had malformed ears, 

telangiectasia in eyes, beaked nose and 

retrognathia. Neurological examination of the 

child revealed hypotonia in all four limbs, power 

>3/5 and sluggish deep tendon reflexes, she had 

slurring of speech as well as other cerebellar signs 

such as ataxia, swaying and inability to perform 

tandom walking. Ophthalmologist opinion was 

taken and bilateral conjunctival telangiectasia was 

diagnosed. Other systemic examination was 

normal. All routine investigations were within 

normal limits. Serum AFP levels were 

significantly high (109ng/ml). serum IgG and IgA 

levels were low. MRI brain was suggestive of 

hypoplastic inferior cerebellar vermis, enlarged 

posterior fossa and communication of CSF spaces 

with the fourth ventricle- a variant of dandy 

walker syndrome. Conservative line of 

management was advised by paediatric 

neurologist. Physiotherapy and speech therapy 

have also been advised.  

 

 
Picture showing bilateral conjunctival 

telangiectasias 
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MRI images showing bilateral inferior vermis 

hypoplasia, enlarged posterior fossa and 

communication of CSF spaces with the fourth 

ventricle, a variant of dandy walker syndrome 

 

Discussion 

Ataxia refers to poor coordination and 

telangiectasia to small dilated blood vessels
12

. 

Patients with AT have increased susceptibility to 

sinopulmonary infections and predisposition to 

malignancy
13

. The classical presentation of AT 

includes truncal ataxia with unstable gait more 

prominent during standing or sitting position. By 

the end of first decade most of the children might 

be wheel chair dependent. Oculomotor apraxia 

and dysarthria can occur gradually. Scholastic 

performance might be altered also due to 

additional visual handicap
14

. In majority of cases 

of AT, telangiectasias are very common, usually 

present by 6years of age, typically involving 

conjunctiva and the areas of face and ears which 

are exposed to sun
15

. Sometimes they are also 

found in brain and urinary bladder
16

. In our case, 

the child was noticed to have unsteady, wobbly 

gait when she started to walk from the age of 

2years. She also had telangiectasias in the eyes. In 

about 75% of cases of AT, an immunoglobulin 

deficiency occurs. Usually IgG and IgA levels are 

low when compared to IgM and this is responsible 

for frequent upper respiratory tract and sinus 

infections along with chronic inflammatory and 

autoimmune disorders. In majority of cases of AT, 

there is raised alpha-feto protein (AFP) levels
17,18

. 

Even in our case, the levels of AFP were 

significantly high and the levels of IgG, IgA and 

IgM were mildly lower which attributed to 

recurrent sinopulmonary infection. MRI done in 

our case was suggestive of cerebellar hypoplasia 

which is characteristic radiological finding of AT 

but also there was hypoplastic inferior cerebellar 

vermis, enlarged posterior fossa along with 

communication of CSF spaces with the 4
th

 

ventricle which was suggestive of a variant of 

Dandy walker syndrome (DWS). The incidence of 

DWS is 1 in 25000 to 35000 live deliveries which 

is a rare condition occurring in embryonic phase 

during the development of cerebellum affecting 

the posterior fossa
19

. The common clinical 

features of DWS are macrocephaly, signs of 

raised intracranial pressure, delayed development 

of motor milestones, altered intellectual and 

cognitive functions noticed as early as in the first 

year of life along with less common neurological 

signs like nystagmus, truncal ataxia, cranial nerve 

palsy and inarticulation of speech
20,21,22,23

. In our 

case, child had truncal ataxia withdelayed motor 

milestones but had normal head size without any 

signs of raised intracranial pressure and also had 

presented very late at the age of 7years.  

 

Conclusion 

AT is usually associated with various clinical 

signs such as cutaneous telangiectasias, cerebellar 

atrophy, ataxia and altered immunity leading to 

frequent infections of sinuses and respiratory tract 

with increased chances of malignancies but its 

association with DWS has been rarely described 

in literature. Certain clinical features like 

decreased cognition, ataxia, delayed 

developmental milestones, cerebellar atrophy, 

hypoplasia of cerebellar vermis have been found 

in both the conditions which can be misleading. 

Early radiological diagnostic evaluation in cases 

of AT is essential to rule out Dandy walker 

association as the later condition in some cases 

may not present with classical clinical findings. 

 



 

Dr Shefali P et al JMSCR Volume 11 Issue 02 February 2023 Page 8 
 

JMSCR Vol||11||Issue||02||Page 05-09||February 2023 

References 

1. Rothblum-Oviatt, C. et al. (2016) “Ataxia 

telangiectasia: A Review,” Orphanet 

Journal of Rare Diseases, 11(1). Available 

at: https://doi.org/10.1186/s13023-016-

0543-7.  

2. Keene, E.J. (2013) “Diagnostic dental 

radiographs not allowed! A child with 

ataxia telangiectasia,” European Archives 

of Paediatric Dentistry, 15(1), pp. 55–57. 

Available at: 

https://doi.org/10.1007/s40368-013-0077-

9.  

3. Boder, E. and Sedgwick, R.P. (1958) 

“Ataxia-telangiectasia,” Pediatrics, 21(4), 

pp. 526–554. Available at: 

https://doi.org/10.1542/peds.21.4.526.  

4. Cabana, M.D. et al. (1998) “Consequences 

of the delayed diagnosis of ataxia-

telangiectasia,” Pediatrics, 102(1), pp. 98–

100. Available at: 

https://doi.org/10.1542/peds.102.1.98. 

5. Chun, H.H. and Gatti, R.A. (2004) 

“Ataxia–Telangiectasia, an evolving 

phenotype,” DNA Repair, 3(8-9), pp. 

1187–1196. Available at: 

https://doi.org/10.1016/j.dnarep.2004.04.0

10.  

6. Abraham, R.T. (2001) “Cell cycle 

checkpoint signaling through the ATM and 

ATR kinases,” Genes & Development, 

15(17), pp. 2177–2196. Available at: 

https://doi.org/10.1101/gad.914401.  

7. Lavin, M.F. and Shiloh, Y. (1997) “The 

genetic defect in ataxia-

telangiectasia,” Annual Review of 

Immunology, 15(1), pp. 177–202. 

Available at: 

https://doi.org/10.1146/annurev.immunol.1

5.1.177.  

8. Shiloh, Y. (2003) “ATM and related 

protein kinases: Safeguarding genome 

integrity,” Nature Reviews Cancer, 3(3), 

pp. 155–168. Available at: 

https://doi.org/10.1038/nrc1011.  

9. Shiloh, Y. and Kastan, M.B. (2001) 

“ATM: Genome stability, neuronal 

development, and cancer cross 

paths,” Advances in Cancer Research, pp. 

209–254. Available at: 

https://doi.org/10.1016/s0065-

230x(01)83007-4.  

10. Kastan, M.B. and Lim, D.-sik (2000) “The 

many substrates and functions of 

ATM,” Nature Reviews Molecular Cell 

Biology, 1(3), pp. 179–186. Available at: 

https://doi.org/10.1038/35043058.  

11. Imataka, G., Yamanouchi, H. and Arisaka, 

O. (2007) “Dandy–Walker syndrome and 

chromosomal abnormalities,” Congenital 

Anomalies, 47(4), pp. 113–118. Available 

at: https://doi.org/10.1111/j.1741-

4520.2007.00158.x.  

12. BODER, E.L.E.N.A. (1987) “Ataxia-

telangiectasia,” Neurocutaneous Diseases, 

pp. 95–117. Available at: 

https://doi.org/10.1016/b978-0-409-90018-

7.50014-1.  

13. BALL, L.G. and XIAO, W. (2005) 

“Molecular basis of ataxia telangiectasia 

and related diseases,” Acta 

PharmacologicaSinica, 26(8), pp. 897–

907. Available at: 

https://doi.org/10.1111/j.1745-

7254.2005.00165.x.  

14. Ichizuka K, Mishina M, Hasegawa J, 

Matsuoka R, Sekizawa A, Pooh RK. 

Diagnosis of a case of Dandy-Walker 

malformation aided by measurement of the 

brainstem-vermis angle at 14 weeks 

gestation. J ObstetGynaecol Res. 2015 

May;41(5):790-3. doi: 10.1111/jog.12623. 

Epub 2014 Dec 10. PMID: 25490874. 

15. Greenberger S, Berkun Y, Ben-Zeev B, 

Levi YB, Barziliai A, Nissenkorn A. 

Dermatologic manifestations of ataxia-

telangiectasia syndrome. J Am Acad 

Dermatol. 2013 Jun;68(6):932-6. doi: 

10.1016/j.jaad.2012.12.950. Epub 2013 

Jan 27. PMID: 23360865. 



 

Dr Shefali P et al JMSCR Volume 11 Issue 02 February 2023 Page 9 
 

JMSCR Vol||11||Issue||02||Page 05-09||February 2023 

16. Lin DD, Barker PB, Lederman HM, 

Crawford TO. Cerebral abnormalities in 

adults with ataxia-telangiectasia. AJNR 

Am J Neuroradiol. 2014 Jan;35(1):119-23. 

doi: 10.3174/ajnr.A3646. Epub 2013 Jul 

25. PMID: 23886747; PMCID: 

PMC4106125. 

17. Nowak J, Horst A. Immunologic 

heterogeneity of the lymphocyte surface in 

various diseases. Ann Med Sect Pol Acad 

Sci. 1975;20(3):173-84. PMID: 1103513. 

18. McGrath-Morrow SA, Lederman HM, 

Aherrera AD, Lefton-Greif MA, Crawford 

TO, Ryan T, Wright J, Collaco JM. 

Pulmonary function in children and young 

adults with ataxia telangiectasia. Pediatr 

Pulmonol. 2014 Jan;49(1):84-90. doi: 

10.1002/ppul.22760. Epub 2013 Feb 8. 

PMID: 23401357; PMCID: PMC4423797. 

19. Bosemani T, Orman G, Boltshauser E, 

Tekes A, Huisman TA, Poretti A. 

Congenital abnormalities of the posterior 

fossa. Radiographics. 2015 Jan-

Feb;35(1):200-20. doi: 

10.1148/rg.351140038. PMID: 25590398. 

20. McClelland S 3rd, Charnas LR, SantaCruz 

KS, Garner HP, Lam CH. Progressive 

brainstem compression in an infant with 

neurocutaneous melanosis and Dandy-

Walker complex following 

ventriculoperitoneal shunt placement for 

hydrocephalus. Case report. J Neurosurg. 

2007 Dec;107(6 Suppl):500-3. doi: 

10.3171/PED-07/12/500. PMID: 

18154021. 

21. Spennato P, Mirone G, Nastro A, 

Buonocore MC, Ruggiero C, Trischitta V, 

Aliberti F, Cinalli G. Hydrocephalus in 

Dandy-Walker malformation. Childs Nerv 

Syst. 2011 Oct;27(10):1665-81. doi: 

10.1007/s00381-011-1544-4. Epub 2011 

Sep 17. PMID: 21928031. 

22. Economou A, Katsetos CD. Patterns of 

cognitive and fine motor deficits in a case 

of Dandy-Walker continuum. J Child 

Neurol. 2012 Jul;27(7):930-7. doi: 

10.1177/0883073811429500. Epub 2012 

Jan 12. PMID: 22241712. 

23. Boddaert N, Klein O, Ferguson N, Sonigo 

P, Parisot D, Hertz-Pannier L, Baraton J, 

Emond S, Simon I, Chigot V, Schmit P, 

Pierre-Kahn A, Brunelle F. Intellectual 

prognosis of the Dandy-Walker 

malformation in children: the importance 

of vermian lobulation. Neuroradiology. 

2003 May;45(5):320-4. doi: 

10.1007/s00234-003-0980-6. Epub 2003 

Apr 8. PMID: 12682795. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 


