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Fig. 1

Brain Images.

Axial fluid attenuated inversion recovery (FLAIR) MRI shows a lot of patchy and confluent white
matter lesions and slitlike hyperintensity lesions in bilateral external capsules, while the
involvement in anterior temporal poles is unnoticeable. (15T, TR 9,000ms, TE 89ms)

Fig. 2 Electron micrograph of a dermal artery.

There are many granular osmiophilic materials (arrows) located in the basement membrane of
vascular smooth muscle cells (a) (Bar =5um). Higher magnification image of the rectangular area in

Fig. 2a is shown (b) (Bar =1um).
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Abstract
A case of CADASIL without characteristic anterior temporal pole lesion diagnosed by skin biopsy

Takuya Konno, M.D.”, Maiko Umeda, M.D.", Yoshitaka Umeda, M.D.",
Hiroaki Nozaki, M.D.”, Mutsuo Oyake, M.D."” and Nobuya Fujita, M.D."
"Department of Neurology, Nagaoka Red Cross Hospital
“Department of Neurology, Brain Research Institute, Niigata University

A 40 year-old man with migraine presented cerebral ischemic attacks several times in one year. He had no
risk factors for cerebrovascular disease including hypertension, but had strong family history suggesting autoso-
mal dominant inheritance. A brain MRI on T. weighted and FLAIR images revealed patchy and confluent hyper
intensity areas in the subcortical white matters and bilateral external capsules, while no anterior temporal pole le-
sions characteristic of CADASIL (cerebral autosomal dominant arteriopathy with subcortical infarcts and leu-
koencephalopathy) were detected. His skin biopsy demonstrated granular osmiophilic materials (GOM) on the
basement membrane of the vascular smooth muscle cells in dermis as shown by an electron microscope. The fol-
lowing mutational analysis of the Notch3 gene disclosed a missense mutation of p.Argl33Cys in exon 3. Molecular
diagnosis of CADASIL may be time consuming because Notch3 is a huge gene and mutations may occur at multi-
ple sites. GOM on skin biopsy is diagnostic especially in cases where anterior temporal pole involvement on MRI is
negative.

(Clin Neurol 2011;51:770-773)
Key words: CADASIL, small vessel disease, skin biopsy, GOM, Notch3 gene




