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Table S1: A/ Published data for previously reported intracellular domain mutations of β3 
giving MTP 
 

 
TP, thrombocytopenia; MTP, macrothrombocytopenia; AD, autosomal dominant; * after 
transfection 

 

B/ List of genes involved in macrothrombocytopenia (Savoia A, Curr Opin Hematol 2016; 23:486-
492) or abnormal α-granules and for whom  

no potential causal mutations were identified by whole exome sequencing. FLI1, ACTN1, GFI1B, 
PKACG, FLNA, ETV6, MYH9, DIAPH1, TRPM7, SLFN14, GP1BA, GPIBB, GP9, RUNX1, GATA1, 
SRC, VPS33, VIPA39, NBEAL2. 


