
RESIDENT
& FELLOW
SECTION

Section Editor
John J. Millichap, MD

Bow Wang, MD
Yi-Fang Tu, MD
Yi-Shan Tsai, MD

Correspondence to
Dr. Tsai:
n506356@gmail.com

Download teaching slides:
Neurology.org

Teaching NeuroImages:
Huge carotid artery aneurysm in TSC2/
PKD1 contiguous gene syndrome

A 1-day-old infant developed heart murmur with tachyp-
nea. Echocardiography showed multiple biventricular car-
diac rhabdomyomas (figure, A). Brain sonography showed

multiple cerebral cortical tubers (figure, B) and subepen-
dymal nodules (figure, D and E), confirming tuberous
sclerosis. Bilateral renal cysts were present (figure, C).

Figure Pediatric sonography (including cardiac, brain, and renal examination) and brain MRI

(A) Intra-cardiac rhabdomyomas. (B) Multifocal bilateral hyperechoic cortical tubers. (C) Bilateral renal cysts. (D, E) Subepen-
dymal hamartomas along the lateral ventricles and multifocal cortical tubers. (F, G) Huge left internal carotid aneurysm,
mainly at the cavernous portion. (H, I) Large heterozygous deletions cause TSC2/PKD1 contiguous gene syndrome.
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When the infant was 21 months old, brain MRI
showed multifocal subependymal hamartomas, corti-
cal tubers, and a huge left internal carotid artery aneu-
rysm (figure, F and G).

The TSC2 gene lies adjacent to the PKD1 gene on
chromosome 16p13.3. Large heterozygous deletions
cause TSC2/PKD1 contiguous gene syndrome (figure,
H and I), resulting in tuberous sclerosis and polycystic
kidney disease1 simultaneously and contributing the un-
ruptured intracranial aneurysm.2
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