
Evolution of brain lesions in a patient with
TREX1 cerebroretinal vasculopathy

A 44-year-old woman with a history of retinal vasculopathy presented with headaches and hemiparesis.
MRI brain showed a right frontal peripherally enhancing mass with surrounding edema (figure 1) thought
to represent a malignant glioma; however, pathology showed necrosis with reactive gliosis but no evidence
of neoplasm (figure 2). Family history was significant for multiple relatives with similar lesions on head
MRIs suspicious for neoplasm but excluded by biopsy. An underlying familial leukoencephalopathy was
suspected, and a novel heterozygous nonsense mutation c.1359G.T; p.Glu285* was identified in TREX1,
in which C-terminal frameshift mutations cause autosomal dominant retinal vasculopathy with cerebral
leukodystrophy.1
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Figure 1 An irregular peripherally enhancing mass in the right frontal lobe with extensive vasogenic edema
(2008)
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Figure 2 Serial MRIs over 6 years (2008–2014) show increasing confluent fluid-attenuated inversion recovery hyperintensity in bifrontal and
right periatrial white matter

The Best Way to Discuss Solutions Is Face-to-face
Join the AAN for 2016 Neurology on the Hill and help educate members of Congress so we can address
our health policy issues together. If selected, you will attend this highly successful program from February
29 to March 1, 2016, and receive training from advocacy and communication coaches, veteran advo-
cates, and AAN staff who will bring you up to date on recent issues. Then, we will go to Capitol Hill
for face-to-face meetings with congressional members and their staffs. The Academy will cover travel
expenses and hotel accommodations. There is a general registration fee of $150, or $50 for residents,
fellows, and members residing in the Washington, DC, area. Encourage your colleagues to become
involved and apply as well. Space is limited and fills quickly. The application deadline is December
2, 2015. Learn more and apply today at AAN.com/view/2016NOH.
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