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Basilar artery aneurysm and dilative arteriopathy are recognized complications in late-onset 

Pompe disease (LOPD).1 We present a case of basilar artery aneurysm in infantile Pompe 

disease (IPD).

The patient, a 9-year-old Hispanic girl with classic IPD, presented at age 3 months with 

cardiomegaly and a family history positive for IPD. Skin Western blot analysis revealed 

cross-reactive immunologic material–positive status. GAA mutation analysis revealed 

c.1802 C>T (p.Ser601Leu), c.1726 G>A (p.Gly576Ser), and c.2065 G>A (p.Glu689Lys) on 

allele 1, and c.1099 T>C (p.Trp367Arg) mutation on allele 2. At age 5 months, 

alglucosidase alfa enzyme replacement therapy (ERT, rhGAA; Myozyme; 20 mg/kg every 2 

weeks for 56 months, followed by 40 mg/kg every 2 weeks) was initiated. The patient 

demonstrated remarkable gains until age 5 years, with ability to walk, improved 

cardiomyopathy, and no need for ventilator support or tube feeding. Between ages 5 and 9 

years, she demonstrated phenotypic features of infantile survivors.2

At age 7 years, the patient sustained a closed head injury. Brain computed tomography (CT) 

revealed a posterior fossa epidural hematoma. Three days after the accident, magnetic 

resonance angiography/venography (MRA/MRV) demonstrated occlusion of the right 

sigmoid sinus without evidence of venous infarct in the right temporal lobe. Upon further 

review, MRA showed a 2-mm, broad-based aneurysm near the origin of the basilar artery 

(Fig. 1), which, given the lack of a neck, was not amenable to neurointerventional 

transcatheter occlusion. The patient has remained asymptomatic from this aneurysm with no 

visual field deficits, dizziness, nausea, vomiting, or sudden-onset speech or motor deficits.

At least 15 cases of basilar artery aneurysm or dilative arteriopathy, as well as cases of 

thoracic aortic dilation and other signs of diffuse arteriopathy, have been reported in LOPD.1 

To date, no similar findings have been reported in IPD. Autopsy reports from both IPD and 
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LOPD patients have shown glycogen accumulation in vascular smooth muscle cells.5 

Pathologic studies of cerebral arteries in LOPD patients have demonstrated vacuolation and 

glycogen-filled vacuoles in smooth muscle cells of cerebral arteries.7 As IPD patients 

survive longer with ERT, dilative arteriopathy could develop in this population.

In our patient’s case, the location and mechanism of injury made a posttraumatic etiology 

for the aneurysm highly unlikely, especially given the lack of clinical features predisposing 

to intracranial aneurysms. Although the basilar artery aneurysm in this case was not 

amenable to neurointerventional therapy, it is potentially important to identify this finding, 

as the risk for progression of the aneurysm and the presence of vasculopathy must be 

considered. Although there are not enough data to support routine MRA in IPD patients, if 

neuroimaging is conducted for other purposes, it is advisable to specifically evaluate the 

patient for cerebral vascular malformations.

Although we have presented a basilar artery aneurysm in only 1 IPD patient, and thus cannot 

prove a link between the 2 conditions, previous experience in LOPD urges clinicians to 

consider a vascular phenotype, including intracranial aneurysms, as part of the spectrum of 

clinical findings in IPD, especially as the life expectancy of these infants continues to 

increase.
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FIGURE 1. 
MRA with 3D time-of-flight was performed with (A) minimum-intensity thick slab (as 

viewed with slight anterior–superior rotation of reconstruction) of the posterior arterial 

circulation and (B) volume reconstruction of the arterial system at the skull base (as viewed 

from posterior), both from the axial data set, demonstrating a 2-mm aneurysm (arrows) 

arising just to the left of the proximal portion of the basilar artery. [Color figure can be 

viewed in the online issue, which is available at wileyonlinelibrary.com.]
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