A Case of the Week

Case 418
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Leukodystrophy : BBFKAL

X-linked adrenoleukodystrophy,

« Metachromatic leukodystrophy,

Krabbe's disease,

« Alexander’s disease,
= Canavan disease,

Pelizaeus—Merzbacher disease,

Aicardi—Goutieres Syndrome

Types of Leukodystrophies

Genitic Inharitance

(1) X-linked Adrenoleukodystrophy X linked

(Z)Metachromatic Leukodystrophy | ool
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(:)Nﬁmmﬂrhm isease ¥ linked

(8)  Mlexanders Disease Eﬁ;ﬁ?
(&) canavan biseaze Rocessine.
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MRI Findings:

White matter changes
Parieto-oocipital invohvement

Parivantricular while mafber
ehanges
COMpuUs CAlOSUM INvohamant

Periventricular and
subcortical changes
Irvalvement of the thalamus
and globus pallidus

Duffuse white matter
abnommalities
Irvotvemient of the corpus
callosum

Whitis matler Changes
Fromal plmﬂ‘\ii\lnni
Basal ganghia imvolvement

Ditfuss whits matter
abnormalities
Subcortical U-fiber
invodvemnent

Periventricular and deep
wihite matter abnormalities
Brain caleficationss

CSF/Bloodwork
Markers
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Reduced arylsulfatase A
levels in blood or uine

Elevated C5F proten
levels

Low levels M-acetyl
Anpaiane

Elevatud GRAP levels in
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Elevated BAL levels in
urine

Elevated hevels of
interferor-alpha ard
‘other cylokines
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Diagroestic Modalities
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Other Key Features

Adrenal gland
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MG1Er and Cognithve
detericmiion

Periphensd neuropathy,
aptic atrephy

Mysiagmus, tremor,
azia

Macrooephaly, seinures

Macrocephaly, severe
FE1EF ImpakTent

Microcephaly.
spasticity, seizures
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Elementary school boy with Pelizasus—Merzbacher disease with AL~ duplication, a
representative hypomyelinating leukodystrophy.

T2-weighted image (A) showing mild diffuse hyperintensity in the white matter, with
hypointensity in the posterior limb of the internal capsule indicating myelination. T1-
weighted image (B) showing the white matter having nearly equal signal to the cortex,
with hyperintensity in the posterior limb of the internal capsule and optic

radiation reflecting myelination. MRS of the left white matter (C) appears normal,
with quantitative analysis showing normal MAA, decreased Cho, and increased mlns.
MAA, NMacetyl aspartate: Cho, choline: mlns, myo-inositol.

NAA
Cho

A

Elementary school boy with adrenoleukodystrophy, a representative

demyelinating leukodystrophy.

T2-weighted (A) and T1-weighted (B) images showing prominent hyperintensity
and hypointensity in bilateral occipital periventricular white matter. MRS (C)
showing markedly reduced NAA.

NAA, N-acetyl aspartate.
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Tigroid or Leopard skin pattern:
Metachromatic Leukodystrophy




Metachromatic Adrenoleukodystrophy
leukodystrophy
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The Leopard skin sign (also known
as tigroid pattern or stripe sign)
results from dark-spots or stripes
(spared perivascular white matter)
within bright demyelinated
periventricular white matter on T2W

STRIPE SIGN/TIGROID PATTERN. Linear hypointensities radiating from the
ventricular margins within hyperintense periventricular white matter and the ¢ ; bosde
images. It is characteristically seen

centrum semiovale on T2W MRI axial image. Schematic drawings and pictures. .

a) Metachromatic leukodystrophy

b) Pelizaeus-Merzbacher disease

c) Autosomal recessive spastic ataxia of Charlevoix
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metachromatic leukodystrophy
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