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Abstract

Background : There is an increasing interest in the
relation between retinal artery abnormalities and
cerebral small-vessel diseases (SVD), because retinal
vessels share common properties with cerebral small
vessels. We report a case of juvenile cerebrovascular
disease presenting retinal vessel abnormalities, which
clinically resembled cerebral autosomal dominant
arteriopathy with stroke and ischemic leukoencepha-
lopathy (CADASIL) but in which Notch3 gene mu-
tations were not detected.

Case : A 42-year old woman was hospitalized at the
department of Neurology in our hospital, complain-
ing of headache and dysarthria. MRI showed bilater-
al spotted white matter lesions in the paraventricular
area and the temporal lobe, and an ovoid lesion in the
right corona radiata. Despite steroid pulse therapy,
she developed right incomplete hemiparesis and new
lesions were detected in the anterior temporal pole
and external capsule. Her genetic analysis showed no

mutations in the Notch 3 gene. Ophthalmological
examination revealed arterial sheathing in the peri-
papillary region. Fluorescein angiography showed
narrowing of the retinal arterioles and distinguished
a peripheral vascular network.

Conclusion : In this case, ophthalmological exami-
nation revealed retinal vessel abnormalities in a
relatively young woman with no risk factors such as
hypertention or artheriosclerosis, presenting recur-
rent subcortical strokes. This actual case indicates
the association between retinal vessel abnormalities
and cerebral SVDs.

Nippon Ganka Gakkai Zasshi (J Jpn Ophthalmol Soc
115 : 391—397, 2011)

Key words : Cerebral small vessel disease, CADA-
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abnormalities, Juvenile cerebrovascular
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CARASIL : cerebral autosomal recessive arteriopathy with stroke and ischemic leukoencephalopathy
MELAS : mitochondorial myopathy, encephalopathy, lactic acidosis, and stroke-like episodes
HERNS : hereditary endotheliopathy with retinopathy, neuropathy, and stroke

CRV : cerebroretinal vasculopathy
HVR : hereditary vascular retinopathy
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