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Recent investigations on familial thoracic aortic aneurysm and dissection (TAAD) identified
several genetic variants. Meanwhile, intracranial vasculopathy in familial TAAD has been
scarcely reported. We report a case of a young man with Marfanoid habitus and familial
TAAD carrying MFAP5, c.472C>T variant. He presented with recurrent thunderclap headache
and multifocal intracranial vasculopathy, which is predominantly suggestive of reversible
cerebral vasoconstriction syndrome. While the role of MFAP5 in vasculopathy requires
clarification, we propose its haploinsufficiency may contribute to both TAAD and intracranial
stenosis, highlighting a potential risk of cerebrovascular disease in familial TAAD.
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Figure 1. Brain MRI and MRA of the patient. (A, B) The brain
magnetic resonance angiography demonstrates multifocal mild
stenosis at bilateral distal posterior cerebral arteries of sausage on
a string appearance (yellow arrowheads). (C) Diffusion weighted
image and (D) fluid attenuated inversion recovery image demon-
strates focal acute infarction in the right caudate nucleus (red
arrowhead) which did not result in any focal neurological deficit.
The brain parenchyme was otherwise normal. MRI; magnetic reso-
nance imaging, MRA; magnetic resonance angiography.
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Figure 2. Pedigree of the patient shows no family history of aortic
disease or other phenotypes related to Marfanoid habitus. Arrow
indicates the patient in this case report.
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