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Table S1: A/ Published data for previously reported intracellular domain mutations of 33

giving MTP
o Ghevaert et al Gresele et al, Kashiwagi et al, Jayo et al Kobayashi et al,
O (ref 14) (ref 15) (ref 16) (ref 17) (ref 18)
. : B3(D621 p3(D621 p3-L718P :
Mutation p3-D723H E660del) E660del) p3-L718P
Platelet count and MTP MTP MTP TP %:md platellet TP %:md platellet
volume anisocytosis anisocytosis
Expression of Reduced
ollbp3 at the Reduced Mild reduction Reduced (67%) | Modest reduction
(45-75%)
platelet surface
Platelet aggregation Normal Impaired Not detailed Much reduced Much reduced
oo Weak spontaneous Spontaneous
O(Hbﬁ.?’ e i binding of PAC-1, Modest spontaneous|binding of PAC-1%,| . . S<.)me spontaneous
activation PAC-1, normal after . . binding of PAC-1, much
. . decreased (50%) | binding of PAC-1 | much reduced to _
(PAC-1 bindingf) activation L . decreased after activation
after activation activated platelets
Genetic
.. AD AD AD Isolated case AD
transmission
Sty Gitffie Mild Moderate/severe AlTiEE Severe Mild bleeding

bleeding syndrome

(few details)

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 a-granules and for whom

no potential causal mutations were identified by whole exome sequencing. FLII, ACTNI, GFIIB,
PKACG, FLNA, ETV6, MYHY, DIAPHI, TRPM7, SLFN14, GP1BA, GPIBB, GP9, RUNXI, GATAI,
SRC, VPS33, VIPA39, NBEAL?.




