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	[bookmark: _GoBack]Patiet  No.
	Family 
No.
	Sex 
	Age at diagnosis (y) 
	Presenting symptoms 
	Types of hemorrhage 
	Severity of hemorrhage 
	Splenomegaly 
	Myelofibrosis age/grade* 
	PLT count (K/_L) 
	Hb (g/dL) 
	WBC (K/_L) 
	Vitamin B12 (pg/mL)
	
cDNA
	Protein
	Mutaion site

	1[1,2]
	1(IV-2) 
	M
	46 
	Low PLT count 
	No symptoms 
	Mild 
	Yes 
	NE 
	37 
	14.3 
	3.6 
	1378 
	c.2701C>T 
	p.Arg901X 
	19 

	2[1,2]
	1(V-20) 
	F
	NR
	Low PLT count 
	Epistaxis,menometrorrhagia 
	Moderate 
	Yes 
	8/grade 1-
	59-225 
	11.3 
	3.3 
	5699 
	c.2701C>T 
	p.Arg901X 
	19 

	3[1,2]
	1(V-21) 
	M
	NR
	Low PLT count 
	No symptoms 
	Mild 
	Yes 
	NE 
	68-351 
	12.3 
	3.7 
	3627 
	c.2701C>T 
	p.Arg901X 
	19 

	4[1,2]
	2(VII-1) 
	M
	NR
	Sister with GPS 
	Easy bruising,epistaxis 
	Mild 
	Yes 
	NE 
	84-97 
	13 
	5.6 
	1852 
	c.881C>G 
	p.Ser294X 
	8 

	5[1,2]
	2(VII-2) 
	F
	NR
	Major bruise after minor injury 
	Easy bruising,epistaxis,intracranial hemorrhage 
	Severe 
	Yes 
	NE 
	88-97 
	12.7 
	6.1 
	1859 
	c.881C>G 
	p.Ser294X 
	8 

	6[1,2]
	3(V-1) 
	F
	Childhood 
	Mild epistaxis,easy bruising 
	Epistaxis,menometrorrhagia,hemorrhage duringsurgery and after deliveries, gastrichemorrhagewithout lesion 
	Moderate 
	Yes 
	NE 
	18-70 
	NA 
	NA 
	NE 
	c.1163T>C 
	p.Leu388Pro 
	11 

	7[1,2]
	4(IV-1) 
	F
	15 
	Easy bruising,anemia 
	Easy bruising,epistaxis,menometrorrhagia 
	Severe 
	Yes 
	2/no fibrosis,23/grade 
	28-46 
	8.6 
	3.3 
	1441 
	c.5720+5G>A 
	NR
	Intron 35 

	8[1,2]
	4(IV-2) 
	F
	10 
	Prolonged bleeding after dental work 
	Easy bruising,epistaxis,menometrorrhagia 
	Severe 
	Yes 
	NE 
	5-25 
	10.9 
	4.1 
	2139 
	c.5720+5G>A 
	NR
	Intron 35 

	9[1,2]
	5(IV-1) 
	M
	12 
	Splenomegaly, low PLT count 
	Easy bruising,epistaxis 
	Mild 
	Yes 
	NE 
	65 
	16 
	4.7 
	927 
	c.5515C>T 
	p.Arg1839Cys 
	34 

	10[1,2]
	5(IV-2) 
	F
	NR
	Low PLT count 
	Easy bruising 
	Mild 
	No 
	NE 
	23-105 
	12.5 
	4.8 
	NE 
	c.5515C>T 
	p.Arg1839Cys 
	34 

	11[1,2]
	6(IV-1) 
	F

	33 
	Low PLT count 
	Epistaxis,menometrorrhagia 
	Mild 
	Yes 
	33/grade 3-
	16 
	8.3 
	1.7 
	1078 
	c.1296+5G>C 
	NR
	Intron 12 

	12[1,2]
	7(II-2) 
	F
	17 
	Easy bruising 
	Easy bruising,epistaxis,hemorrhage aftertonsillectomy,menometrorrhagia 
	Severe 
	NA 
	17/grade 3-
	33-150 
	NA 
	NA 
	NE 
	c.2257_2260delGCCC 
	p.Ala753SerfsX65 
	16 

	13[1,2]
	7(II-3) 
	M
	12 
	Easy bruising 
	Hemorrhage aftertonsillectomy andtooth extraction 
	Severe 
	NA 
	NE 
	69-125 
	NA 
	NA 
	NE 
	c.2257_2260delGCCC 
	p.Ala753SerfsX65 
	16 

	14[1,2]
	8(II-1) 
	F

	NR
	Easy bruising 
	Subgalealhemorrhage,nasopharyngealhemorrhage,menometrorrhagia 
	Severe 
	Yes 
	10/grade 1,29/grade2-
	31 
	10 
	
	NE 
	c.1296+5G>C 
	NR
	Intron 12 

	15[1,2]
	9(II-1) 
	F

	NR
	Petechiae,epistaxis 
	Severe epistaxis,hematemesis,melena 
	Severe 
	Yes 
	NE 
	20-72 
	10.8 
	3.3 
	1524 
	c.3819_4174del356 
	p.Val1274GlyfsX32 
	27

	16[1,2]
	10 (II-1) 
	F
	16 
	NA 
	NA 
	NA 
	NA 
	NE 
	NA 
	NA 
	NA 
	NE 
	c.2029T>A 
	p.Trp677Arg 
	14

	17[1,2]
	10 (II-2) 
	M
	14 
	NA 
	NA 
	NA 
	NA 
	NE 
	95 
	NA 
	NA 
	NE 
	c.2029T>A 
	p.Trp677Arg 
	14

	18[1,2]
	11 (II-1) 
	F
	NR
	Major bruise after minor injury 
	Easy bruising,epistaxis,menometrorrhagia 
	Moderate 
	No 
	8/grade 
	15-56 
	13.7 
	4.7 
	5135 
	c.7604delG 
	p.Gly2535ValfsX5 
	50

	19[1,2]
	12 (II-1) 
	F
	NR
	Excessive bleeding after tonsillectomy 
	Menometrorrhagia,hemorrhage after dental work 
	Severe 
	Yes 
	4/no fibrosis,20/nofibrosis 
	40-150 
	12 
	3.6 
	NE 
	c.5505T>G 
	p.Tyr1835X 
	34

	20[1,2]
	13 (II-1) 
	M
	11 
	Easy bruising 
	Easy bruising,epistaxis 
	Moderate 
	Yes,
Splenectomy 
	11/nofibrosis,47/grade 
	25-300 
	13 
	7.2 
	1555 
	c.2701C>T 

c.6787C>T
	p.Arg901X 

p.His2263Tyr
	19
42

	21[1,2]
	14 (II-1) 
	M
	NR
	Easy bruising 
	Easy bruising 
	Mild 
	Yes 
	NE 
	71 
	13.2 
	3.2 
	4008 
	c.5497G>A
c.2156delT 
	p.Glu1833Lys 

p.Phe719SerfsX100
	34

	22[2]
	15
	NR
	NR
	NR
	NR
	Mild
	NR
	NR
	NR
	NR
	NR
	NR
	c.5301+1G>A 
	NR
	Intron 32

	23[3]
	16
	M
	28
	NR
	NR
	NR
	Yes/15.5
	Slight

	48-57
	NR
	NR
	High

	c.1504_1507del
(r.6801_6802insGTGAG)

	p.Leu502Alafs*4
p.Glu2268Valfs*44

	13

intron42


	243]
	17(II-1)
	M
	5
	NR
	NR
	Mild
	Yes/10.3
	nd
	60
	NR
	NR
	High

	c.5572C>T
c.6652G>T
c.7033C>T

	p.Arg1858*
p.Glu2218*
p.Arg2345Trp

	34
41
45

	25] 3]
	17(II-2)
	M
	53
	NR
	NR
	Mild
	No
	yes
	56-65
	NR
	NR
	High

	c.5572C>T
c.6652G>T
c.7033C>T

	p.Arg1858*
p.Glu2218*
p.Arg2345Trp

	34
41
45

	26] 3]
	18
	M
	42
	NR
	NR
	Mild
	Yes/15.9
	yes
	26-30
	NR
	NR
	High

	c.2187C>A

	p.Tyr729*

	16

	273]]
	19
	M
	11
	NR
	NR
	Mild
	Yes/13
	yes
	85
	NR
	NR
	High

	c.1253del
c.3584G>A
(r.5720_5721ins148)

	p.His418Leufs*54
p.Arg1195AGln
Frameshift

	12
25
intron35
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