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Background: Mutations of the gene coding Wiskott Aldrich syndrome protein leads to 
Wiskott Aldrich syndrome-WAS and X-linked thrombocytopenia-XLT (WAS/XLT). These 
diseases are characterized by a polymorphic phenotype, even between patients with 
identical mutations. The clinical severity of the disease can be evaluated through the 
Ochs score. Usually, patients older than 2 years of age and presenting with a score £3 
are considered as having a mild WAS/XLT disease. The care of these patients (follow-
up and treatments including hematopoietic stem cells transplantation (HSCT)) largely 
depends on this clinical scoring. However, there is no consensual guidelines for mild 
WAS/XLT patients care and previous publications have shown that patients with a low 
score in the first two years of life may eventually present severe and life-threatening 
complications. Better clinical description of these patients is thus critical in order to 
outline their long-term outcome. 
Methods: In this work, we analyze data of WAS/XLT patients, extracted from the French 
registry of the reference center for hereditary immune deficiencies (CEREDIH). Patients 
presenting with an Ochs score >3 before 2 years of age were considered as severe 
WAS. Patients presenting with an Ochs score £3 before 2 years of age were included 
as mild/XLT WAS patients. 
Results: Data from 283 WAS patients were available. Median age at the time of last 
follow-up was 12.8 years (range 0.04-58.8). Ninety-eight patients were classified as 
severe and 156 as mild WAS/XLT. Twenty-five severe WAS patients died, mostly 
because of severe infection or complications after HSCT. Among mild WAS/XLT 
patients, 15 died and causes of death were mainly lymphoma, severe infection and 



post-HSCT complications. Overall survival was significantly better among mild WAS 
patients (p<10-3). Among this later group, 50 patients reached an Ochs score ³ 4 after 
2 years of age, more than half because of autoimmune disorders. These complications 
occurred throughout life. Twenty-five percent of mild WAS/XLT patients received 
immunoglobulins replacement, 9.6% underwent a splenectomy and 14% a HSCT. 
Splenectomy and HSCT were significantly associated with a decreased survival rate. 
Remarkably, no death occurred in WAS patients transplanted after 2010.  
Conclusion: In our cohort, one third of mild WAS/XLT patients developed severe life-
threatening complications. As BMT outcome has incredibly improved during the last 
decade, our study supports HSCT indication for all WAS/XLT patients.  
 
 
 
 
 
 
 
 
 


