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Genetic white matter diseases mimicking inflammatory disorders: 
shared phenotypes and pathophysiological mechanisms 
 
 

Genetic leukoencephalopathies are considered rare in adult patients. However, our experience and 

scientific evidence suggests that there is a larger than expected number of adult subjects with 

genetic white matter disorders that currently remain without a final molecular diagnosis or are 

misdiagnosed. Our work focuses on identifying novel genetic entities in adult patients presenting 

with white matter abnormalities. The clinical and radiological overlap with acquired demyelinating 

disorders represents another major challenge in the diagnostic process of adult genetic 

leukoencephalopathies. Interestingly, the study of shared pathophysiological mechanism between 

hereditary white matter diseases such as microgliopathies and acquired inflammatory conditions can 

increase our understanding of both disease entities and uncover novel facets of glial cell biology. 
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