Aseptic meningitis, stroke in the anterior territory: atypical presentations of Fabry disease, about a clinical case
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Abstract 
Introduction: Fabry disease is a rare pathology of lysosomal overload secondary to α-galactosidase-A deficiency. It leads to the accumulation of globotriaosylceramide in various organs, including the nervous system.
Observation: Mrs. A.F. consulted at age 35 for an ICH syndrome with a biological assessment in favor of aseptic meningitis for which no etiology was retained. A symptomatic treatment was instituted with a good evolution. Three years later, she presents a left deep sylvian stroke then a right capsulo-thalamic stroke, the exploration assessment of a stroke in the young subject including: cardiovascular assessment, autoimmunity assessment (vasculitis, connectivitis) standard metabolic assessment came back with no major anomalies. In addition, we find a positive inflammatory balance (PPE in favor of a chronic inflammatory reaction, accelerated ESR), hyperproteinuria as well as a whorled cornea on ophthalmological examination, a very suggestive sign of Fabry disease.This diagnosis was confirmed by enzymatic assay and genetic study.
Discussion: Our case presents two atypias: the first is the inaugural manifestation, represented by aseptic meningitis, which has been rarely reported in the literature. The second is the topography of the vascular involvement, which usually involves the posterior areas, whereas in our patient, the involvement mainly concerns the anterior areas (deep sylvian) and incidentally on the posterior area.
Conclusion: Aseptic meningitis in a young patient with iterative cerebral infarction without vascular risk factors – which may suggest cerebral vasculitis – does not exclude Fabry disease.
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I am a neurologist, having worked in a service of general neurology referent in inflammatory neurological pathology of the central nervous system, nevertheless confronting various pathologies, we also diagnose rare genetic diseases.
Passionate about neurology, I would like to contribute to improving the diagnostic and therapeutic fields of rare diseases, whether in my clinical activity or in a research activity.
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