Korean Journal of Pediatrics Vol. 48, No. 1, 2005

A 18

AA e ATl ot sofrhst

olojo} - giF ™

- olele - &t

O

ol

2l []

A7 FETl FHE EopRory 19

1 A]
=

]:1

0E
ok

A Case of Moyamoya Disease with Neurofibromatosis Type 1
Mi A Lee, M.D., Joo Pil Eum, M.D., Hae Young Lee, M.D. and Byung Ho Cha, M.D.

Department of Pediatrics, Wonju College of Medicine, Yonsei University, Wonju, Korea

Neurofibromatosis type I is an autosomal dominant disorder with varied manifestations in bone, soft
tissue, the nervous system and skin. This is characterized by cafe—au-lait spots, neurofibromas,
Lisch nodules, optic glioma, bony displasia, and intertriginous freckling. One of the more serious as-
pect of the disease relates to the arterial involvement. Vascular changes in neurofibromatosis may
occur in any arterial tree from the proximal aorta to the small arteries but these changes are most
common in the renal arteries, aorta, celiac arteries and mesenteric arteries. Of the many complica-
tions observed in neurofibromatosis type I, cerebrovascular lesions may be the least appreciated.
About 40 cases of neurofibromatosis type I associated with occlusive cerebrovascular disorders have
been reported in the literature, but MRI and angiographic findings typical of moyamoya disease are
rarely described. We experienced a case of moyamoya disease associated with neurofibromatosis type
I in a 3-year-old girl who of complained gait disturbance and paraparesis and showed findings typ-
ical of moyamoya disease on MRI and carotid angiogram. (Korean J Pediatr 2005;48:93-96)
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Fig. 1. The patient’s skin showed multiple cafe-au-lait spots
on whole body.

Fig. 2. Brain MRI shows marked hyperintensity in the subcortical and periventricular
white matter, and deep gray matter secondary to ischemia and infarction in the internal
carotid artery territories. (A) Enlargement of the small collateral vessels, particularly in
the basal ganglia, can be demonstrated on T1-weighted axial image as numerous small
circular or serpentine foci of signal void (B).
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