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INTRODUCTION
Krabbe's disease or globoid cell leukodystrophy is a rare autosomal 
recessive disorder characterised by defective functioning of beta 
galactocerebrosidase, leading to severe mylein loss due to increased 
destruction with myelin formation being normal. Initial symptoms 
include loss of previously attained milestones and feeding difculties. 
This disease is often misdiagnosed as colic, reux, food/milk allergy, 
or even cerebral palsy.

CASE REPORT
One year old male child born out of third degree consanguinous 
marraige having complaints of recurrent seizures since day two of life, 
child subsequently had global developmental delay, excessive 
irritability and persisting seizures despite being on multiple 
antiepileptics. Child presented to our hospital with episodes of active 
seizures, h/o nasal regurgitation, drooling of saliva, failure to thrive, 
progressive spasticity of muscles all over the body.

On Examination
Child was awake, supine with varying degree of exion in all four 
limbs, drooling of saliva present, pallor present, no visual xation, no 
neurocutaneous markers. VITALS : PR-124/min, RR-30/min, BP-
80/50 mmHg   

CNS : Increased tone in both upper and lower limbs  DTR Exaggerated           
Plantar Extensor on both sidesFundus examination : Pale retinal 
background present, no optic atrophy.Hearing evaluation : 
Normal.Other systems : Normal.

Investigationsmri
showed lack of normal myelination signals in centrum semi ovale 
close to bilateral frontal and subcortical white matter at bilateral 
parietal region for age. Low signal in bilateral basal ganglia and ventro 
lateral thalami on T2 weighted image suggestive of hypomyelination 
disorder.

CSF analysis showed normal study. EEG showed generalized spikes 
with burst supression pattern 

Genetic Study: Sent, reports awaited. 

Treatment Given
Seizures treated with levetiracetam, phenobarbitone, clobazam. 
Physiotherapy given. Nutritional advice given and proper feeding 
methods taught to the parents.

DISCUSSION
Infantile Krabbe's is characterised by onset before 3 months, 
Neuropsychomotor deterioration along with seizures and irritability, 
Hypertonia, Microcephaly, Multiple spontaneous spasms charecterised 
by hyperextension of limbs and head. Treatment modalities include 
symptomatic and supporive treatment for seizures and hypertonia. Cord 
blood stem cell transplantation can prolong the life expectancy of the 
child as it slows down the neurological degeneration. 

CONCLUSION 
Prognosis of krabbe's disease is poor owing to progressive 
demyelination caused by the toxicity of  psychosine. However with 
biochemical and molecular genetics evaluation, the diagnosis may be 
established early. This emphazise the importance of pediatrician in 
conrmation of diagnosis and subsequent genetic advice for family 
since there is risk of recurrence for future generations. 

REFERENCES
1.  Hagberg B, Sourander P, Svennerholm L. Diagnosis of Kabbe´s infantile 

leucodystrophy. J Neurol Neurosurg Psychiatry 1963;26:195-8. 
2.  Percy AK. Krabbe continuum or clinical conundrum. Neurology1997; 49:1203-4. 
3.  Suzuki K, Susuki Y. Globoid cell leukodystrophy (Krabbe´sdisease): deciency of galacto-

cerebroside-galactosidade inserum, leukocytes, and broblasts. Science 1971; 171:73-5.
4.  Zlotogora J, Regev R, Zeigler M, Iancu TC, Bach G. Krabbe disease: increased 

incidence in a highly inbred community. AmJ Med Genet 1985; 21:765-70. 
5.  Jardim LB, Pires RF, Haussen S, Burin M, Giugliani R, Ra MAE, Wenger DA. Krabbe’s 

disease – report of an adult case with molecular studies. J Neurol Sci 1997; 150 (suppl) S91.
6.  Jardim LB, Giugliani RE, Fensom AH. Thalamic and basal ganglia hyperdensities – a 

CT marker for globoid cell leukodystrophy? Neuropediatrics 1992; 23:30-1. 
7.  Rosemberg S, Kliemann SE, Arita FN. Krabbe’s disease (globoidcell leukodystrophy). 

Apropos of 5 cases. Arq Neuro-Psiquiat 1992; 50:334-42. 
8.  De Gasperi R, Gama Sosa MA, Sartorato EL, et al. Molecular heterogeneity of late-onset 

forms of globoid cell leukodystrophy.Am J Hum Genet 1996; 59:1233-42. 

Krabbe’s disease is a rapidly progressing genetic disorder that affects the central and peripheral nervous systems. Early 
Infantile form of Krabbe’s Disease is the most severe form, initial symptoms typically start between 3 to 6 months of age 

when the demyelination process begins. These children usually die before 2 years of age. We report a rare case of infantile krabbe’s in an one year 
old child.
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