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Autosomal Dominant Cerebral Arteriopathy with Subcortical Infarcts
and Leukoencephalopathy (CADASIL) Associated with Multiple
System Cerebellar Atrophy (MSA)
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Abstract

CADASIL, an autosomal dominant
genetic  disease linked to NOTCH3 gene
mutations, manifests itself with  small
vessel brain infarctions. MSA is a group of
neurodegenerative syndromes characterized
by  autonomic  dysfunctions,  cerebellar
abnormalities, parkinsonism, and corticospinal
degeneration.

A 66-year-old woman presented with episodes
of altered balance and gait after cerebral
ischemia, maintaining episodes of imbalance
and lipothymia; ataxic gait, dysmetria and
extrapyramidal signs. Prior family history was
positive for ischemic brain disease. Genetic
study identified mutation in the NOTCH3
gene, in MRI, signs of periventricular
microangiopathy compatible with CADASIL
and signal alteration in the pons, in the cross
aspect, were identified.
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Resumo

Arteriopatia Cerebral Autossémica Dominan-
te com Enfartes Subcorticais e Leucoence-
falopatia (CADASIL) é uma doenga genética
autossomica dominante ligada a mutagdes no
gene NOTCH3, se manifesta com enfartes
cerebrais de pequenos vasos. Atrofia Cerebe-
losa de Multiplos Sistemas (MSA) é um grupo
de sindromes neurodegenerativas caracteri-
zadas por disfuncoes autondmicas, anomalias
cerebelosas, parkinsonismo e degeneragio cor-
ticoespinhal.

O caso relata uma mulher de 66 anos, que
apresentou episodios de alteracio do equilibrio
e da marcha, apds isquemia cerebral, mantendo
episodios de desequilibrio e lipotimia; marcha
ataxica, dismetria e sinais extrapiramidais. Havia
antecedentes familiares de doenca isquémica
do cérebro. Um estudo genético identificou a
mutacio no gene NOTCH3, na ressonancia
magnética, foram identificados sinais de
microangiopatia  periventricular compativeis
com CADASIL e alteragio de sinal na ponte,
no aspecto cruzado.
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We describe a case of coexistence of MSA and CADASIL

Subcortical Infarcts and Leukoencephalopathy (CADASIL)
is an autosomal dominant inherited disease linked to
mutations of the NOTCH3 gene that manifests with small
vessel cerebral infarctions.”” Multiple System Cerebellar
Atrophy (MSA) is a group of neurodegenerative syndromes
characterized by autonomic dysfunctions, cerebellar
anomalies, parkinsonism and spinal cortical degeneration.?

that presents clinical and radiological similarities with the
only report described in the literature.”> Here, ischemic
events, stiffness, hypokinesia, dysarthria, hyperreflexia,
bradykinesia and bradypsychism were detected. This case
presents the neuroradiological changes described (Figure 1)
and the genetic analysis with identification of the NOTCH
3 gene mutation that supported the high clinical suspicion
of CADASIL.
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Figure 1 — Skull MRI. A: cetebral volumetric
reduction, hypersignal area in
petiventricular white matter, frontoparietal
subcortical; hypersignal in T2, with a cruciform
aspect in the pons. B: Findings related to MSA
with a cruciform-looking sign anomaly on the
pons indicating degeneration of the transverse
fibers and median raphe. Signal anomaly and
atrophy of the middle cerebellar peduncles and
moderate atrophy of the pons. C: Moderate
atrophy of the cerebellar hemispheres, with
widening of the grooves and compensatory
dilation of the IV ventricle.
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