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Pelizacus-Merzbacher disease(PMD) is very rare x-liked recessive leukodystrophy,
rather dysmyelinating disease due to defect of biosynthesis of proteolipid protein, a
component of myelin. Its usual clinical features are stridor, pendular nystagmus,
extrapyramidal sign, pyramydal sign, developmental delay and cognition
deterioration. Until now PMD has not, been published in our country.

A 4year 3 month-old boy developed abnormal eye movement at 3 months of age.
His psychomotor development was delayed. On our examination, definite horizontal
pendular nystagmus was noted. He showed severe dysarthria, quadriparesis with
generalized hyperreflexia, bilateral extensor plantar signs. All laboratory findings
including cerebrospinal fluid study were normal. Brain magnetic resonance im-
age(MRI) revealed diffuse and symmetrical white matter changes in cerebrum and
cerebellum. His 23-year-old younger maternal uncle also showed similar clinical
history and brain MRI findings. Although the diagnosis of PMD depended on
histopathologic investigation, recently MRI can make an important contribution to
the diagnosis of PMD with characteristic clinical features. So we could diagnose him
and his uncle as PMD.
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Fig. 1. Family pedigree
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Fig. 2. Normal absoute latencies of wave I, but no wave 1 and V on bilateral BAEP pathways to 100 4B
rarefaction moncaural click stimuli, No cortical waves on bilateral median nerve SEP and posterior
tibial nerve SEP pathways, right side.

Fig. 3 Brain MRI findings of the
4ryear old patient. T2-wei
ghted(TR 2500 ms, TE %
me) axial@ and coronal®)

sh

matter of the cerebral and
cerebellar hemisphe
row head) and corticaspinal
tractarrow)
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Fig. 4. Brain MRI findings of the 4-year old patient. T1-weight(TR 600 ms, TE 25 ms) axial(a) image shows
no abnormal findings, but extensively diffuse high intensity signal from the white matter of cerebral
hemispheres with involvement of posterior limb of the internal capsule(arrow) (b) and subcortical u
fibers(arrow head) (c).

Fig, 5. Brain MRI findings of the
23-year old younger ma
ternal uncle, Marked low
intensity signal from bil
ateral basal gonglia and
diffuse high intensity sig-
nal from white matter of
bilateral cerebral hemis-
phere on ighted ax
ial image(a, b).
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Table 1.

Metachromatic  spongy
Krable leukodystrophy  degeneration PMD ALD
Onset 3-6months 1-2years 0-4months 62months  48Years
Progression  Rapid Slow Rapid Slow Rapid
Genetic AR AR AR X-linked R Xlinked R
Seizures Tonic spasm  Rare Uncommen Late Rare, late
Eye Optic atrophy ~ Optic atrophy  Optic atrophy  Slow optic Cortical
blindness atrophy blindness
Neurologics  Spastic paresis  Ataxia Hypotonia Pendular Spastic paralysis
signs Head retraction  Upper and Spastic diplegia  nystagmus Dementia
Bubbar paly  Lower motor  Decercbrate Titubation Pseudobulbar
Dementia neuron signs  rigidity Spastic diplegia  pal
Dementia
Blosd Normal Normal Normal Normal Cortisol |
Urine Normal Metachromatic  Normal Normal Normal
bodies
csF Protein | Normal or Pressure | Normal Normal
Protein | Normal or Normal or
Protein T Protein |
Biopsy Brain Sural nerve Brain Brain
Adrenal gland
Xeray Norfilling of ~ Suture
gall bladder seperation
PMD * Pl bacher discase, ALD :
AR ; Autosomal Recessive,
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Ag 9 R Aeel olgdele Yo AmEm
sleh(Strautnieks , 1992).
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