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Adult-Onset Leukoencephalopathy with Axonal Spheroids and Pigmented
Glia (ALSP) with Novel CSF1IR Mutation
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Adult-onset leukoencephalopathy with axonal spheroids and pigmented glia (ALSP) is a subtype of dominantly inherited
leukoencephalopathies caused by novel CSF1R gene mutation predominantly affecting the cerebral white matter. High signal
lesions on diffusion weighted image (DWI) are characteristic. Herein, we describe a patent with ALSP with a novel mutation.
The patient had persistent DWI lesions, worsening white matter changes associated with rapidly progressive clinical
symptoms.
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Figure 1. Brain images of the patient. (A) Multifocal diffusion restriction lesions are observed in bilateral corona radiata, centrum semiovale, both
frontal and parietal periventricular white matter. (B) Initial FLAIR hyperintense signal alterations in both frontal and parietal periventricular white
matter are seen. Diffuse cerebral atrophy, especially frontal and parietal lobes. (C) In the second DWI, multifocal restricted lesion are found in a
location similar to bilateral corona radiate, centrum semiovale, both frontal and parietal periventricular white matter, which was previously found.
(D) Second FLAIR image reveal more extended and aggravated periventricular white matter changes, especially the posterior part of both lateral
ventricles and right parietal subcortical area. (E) 18F-FDG-PET show hypometabolism on right temporal and parietal lobes. FLAIR; fluid
attenuated inversion recovery, DWI; diffusion weighted image, 18F-FDG-PET; F-18-fluorodeoxyglucose positron emission tomography.
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Partial sequence of CSFIR gene

CTCAGTGCATCCACCGOGGG ACGTGGCAGCGC GEGTAACGTGC TGCGT TCGACCAATGGEGT CATGTGGCCAAG ATTGC
Normal — n

CTCAGTGCATCCACCGGGACGTGGCAGCGCGTA AMGTGC TGTTGACCAATGGTCATGTGGCCAAGATTGC
n

Subject v '\I Iﬂll
f i i| ol A n Ain

€.2349C>A (p.Asn783Lys), Novel heterozygote

M=CandA

Figure 2. PCR-sequencing analysis showing the heterozygous ¢.2349 C>A (p.Asn783Lys) mutation in the exon 18 of the CSFIR gene. PCR;
polymerase chain reaction.
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