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INTRODUCTION: Hemolytic Uremic Syndrome (HUS) is a condition characterized by the occurrence of
microangiopathic hemolytic anemia, thrombocytopenia, and acute kidney injury. The most common
mechanism of HUS in children involves protein synthesis inhibition caused by Shiga-toxin-producing
Escherichia coli in sensitive cells expressing globotriaosylceramide (Gb3), a substrate accumulated in
patients with Fabry Disease (FD). OBJECTIVE: To report a case of infection-induced HUS in a girl with FD.
METHODS: A chart review. RESULTS: A 7 months old female was referred to the hospital due to a
history of bloody diarrhea and fever. She is the daughter of a male with classical FD (GLA mutation
G328R). Laboratory results were remarkable for the presence of anemia (hemoglobin 5.2 g/dL), with
raised hemolysis markers (LDH 5258 U/L), thrombocytopenia (37.000) and kidney failure (creatinine 2.66
g/dL). Stool culture was negative for Shigella and Salmonella. She was treated with blood transfusion,
peritoneal dialysis and antibiotics and discharged after 23 days. In a 10 year follow-up period, she
developed hypertension, a known long-term complication of infection-associated HUS. Her eGFR
(Counahan-Barratt formula) is in the 85-105 mL/min/1.73m2 range in the last four measurements. Her
last lyso-Gb3 level is 6 nmol/L (normal range for females 0.91-3.86). As there is no clear major organ
damage attributable to FD until now, she remains on clinical and laboratory surveillance, without
receiving enzyme replacement therapy. DISCUSSION: Previously, it was demonstrated that mouse
models of FD, in spite of the high expression of Gb3, are less susceptible to the damage induced by Shiga-
toxin 2 (Stx2) when compared to wild-type mice. Furthermore, treatment with enzyme replacement
therapy reduced that protection. To the best of our knowledge, there is no report of a male with FD
developing infection-induced HUS. Nevertheless, our case demonstrates that at least females with FD are
still susceptible to developing this condition. As new treatments for HUS targeting sphingolipid
metabolism are emerging, we expect that new insights into the relationships between HUS and FD
pathophysiology will be gained.
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