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Fig. S1: Radiological findings when the patient had a second stroke at the age of 43 years (a and b) and presented with altered consciousness at the age of 44 years (c and d).
(a) She developed a second lacunar stroke in the posterior limb of the internal capsule at the age of 43 years. White matter abnormalities are confirmed on fluid-attenuated inversion recovery magnetic resonance imaging owing to globotriaosylceramide accumulation. (b) The vertebral artery is identified on magnetic resonance angiography with elongation, ectasia, and tortuosity. (c) and (d) Computed tomography and angiography images showing cerebral haemorrhage, ventricular perforation, and left vertebral artery rupture at the age of 44 years.

Item S1: Positive findings on the Mainz Severity Score Index (MSSI) at the time of death at the age of 44 years.
The MSSI comprises sections related to general, neurological, cardiovascular, and renal disease manifestations. To assess disease severity, the total score obtained is categorised as mild (≤18), moderate (19–38), or severe (>38).

Fig. S2: Clinical course from the patient’s first visit until death
The first cardiovascular event (CI) occurred at the age of 33 years. She was diagnosed with Fabry disease based on a renal biopsy at the age of 34 years. ERT was initiated at the age of 35 years, and PD was started at the age of 37 years owing to ESRD. LVMI and plasma GL-3 levels decreased gradually; however, she died because of ICH at the age of 44 years.
Abbreviations: CI, cerebral infarction; e-GFR, estimated glomerular filtration rate; ERT, enzyme replacement therapy; ESRD, end-stage renal disease; GL-3, globotriaosylceramide; ICH, intracerebral haemorrhage; LVMI, left ventricular mass index; PD, peritoneal dialysis.

