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[ Abstract]

disorder of hereditary white matter degeneration in the central nervous system (CNS).

Hereditary diffuse leukoencephalopathy with spheroids (HDLS) is a rare and progressive
Clinically, the
prominent manifestations are progressive cognitive impairment, personality change, mental and behavioral
symptoms and movement disorders. Imaging is mainly characterized by asymmetric, patchy or diffuse white
malter lesions. Distinctive neuropathology revealed diffuse white matter lesions with marked axonal
degenerative spheroids. Colony stimulating factor 1 receptor (CSFIR) gene is currently the only pathogenic

gene identified. This article reviews the research progress in clinical study, genetics and pathogenesis of

A -

the disease.
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Figure 1 Head MRI findings of HDLS patients Axial FLAIR image showed high-intensity signals in the periventricular
white matter (arrows indicate, Panel la). Axial DWI showed periventricular enlargement (arrow indicates, Panel 1b). Sagittal
T:WI showed thinning of the corpus callosum (arrows indicate, Panel 1c).
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Figure 1 A 27-year-old female was admitted to our hospital for back pain and lower extremity
weakness for 5 months. Cervical and thoracic MRI revealed a Cs-T, intraspinal occupied lesion.
Then an exploratory craniotomy was performed and postoperative pathological diagnosis was lipoma.
Sagittal T'WI indicated an intraspinal heterogeneously hyperintense lesion located in dorsal spinal
cord (arrow indicates) which was parallel with the spine through Cs;-T, level. The spinal cord was
compressed severely to the anterior part of spinal canal (Panel la). Sagittal T-WI showed a subdural heterogeneously hyperintense
lesion (arrow indicates) with involvement of the adjacent spinal cord (Panel 1b). Sagittal T\WI with fat suppression showed the
hyperintense signal within the lesion disappeared, indicating fatty content (arrow indicates, Panel Ic¢). Enhanced sagittal T\WI with fat

suppression showed no enhancement of the lesion (arrow indicates), but several linear enhancements which indicated vessels within the
lesion (Panel 1d). Axial ToWI on T, level showed the lesion was located in the dorsal spinal cord and spine cord was compressed
forward obviously. The abnormal heterogeneously hyperintense signal revealed fatty infiltration (arrow indicates, Panel le).
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