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	HGVS cDNA Name 
	HGVS Protein Name
	Mutation Type
	Exon
	Codon (Yoshitake)
	Domain
	No. of patients
	Severity form factor level
	CpG
	Inhibitor history
	Reported in Hem B data Base

	c.82T>C               
	p.Cys28Arg
	Missense
	1
	-19
	Signal Peptide
	1
	Moderate
	
	
	Yes

	c.87A>G               
	p.Thr29Thr
	Synonymous
	1
	-18
	Signal Peptide
	1
	Mild
	
	
	Yes

	c.127C>T     
	p.Arg43Trp
	Missense
	2
	-4
	Pro
	2
	Severe/Mild
	
	
	Yes

	c.128G>A
	p.Arg43Gln
	Missense
	2
	-4
	Pro
	2
	severe/Moderate
	Y
	
	Yes

	c.155delT         
	p.Leu52Trpfs*52
	Frameshift
	2
	6
	GLA
	1
	Severe
	
	
	Yes

	c.172G>A          
	p.Gly58Arg
	Missense
	2
	12
	GLA
	1
	Moderate
	N
	
	Yes

	c.178C>T         
	p.Leu60Phe
	Missense
	2
	14
	GLA
	1
	Mild
	N
	
	Yes

	c.212T>C        
	p.Phe71Ser
	Missense
	2
	25
	GLA
	1
	Moderate
	
	
	Yes

	c.223C>T
	p.Arg75*
	Nonsense
	2
	29
	GLA
	9
	Severe/Moderate
	Y
	Yes
	Yes

	c.224G>A
	p.Arg75Gln
	Missense
	2
	29
	GLA
	2
	Mild
	Y
	
	Yes

	c.227_229delAAG
	p.Glu76del
	Small structural change (in-frame, <50 bp)
	2
	30
	GLA
	1
	Moderate
	
	
	Yes

	c.268C>T
	p.Gln90*
	Nonsense
	3
	44
	GLA
	2
	Severe
	N
	
	Yes

	c.301C>A
	p.Pro101Thr
	Missense
	4
	55
	EGF1
	2
	Mild
	
	
	Yes

	c.301C>G
	p.Pro101Ala
	Missense
	4
	55
	EGF1
	4
	Severe/Mild
	
	
	Yes

	c.304T>C
	p.Cys102Arg
	Missense
	4
	56
	EGF1
	4
	Severe
	
	
	Yes

	c.316G>A
	p.Gly106Ser
	Missense
	4
	60
	EGF1
	26
	Mod/Mild
	Y
	
	Yes

	c.316G>C
	p.Gly106Arg
	Missense
	4
	60
	EGF1
	2
	Severe
	
	
	Yes

	c.317G>A
	p.Gly106Asp
	Missense
	4
	60
	EGF1
	3
	Severe
	N
	
	Yes

	c.343T>A          
	p.Tyr115Asn
	Missense
	4
	69
	EGF1
	1
	Severe
	
	
	Yes

	c.354_356dupGTG 
	p.Trp118dup
	Small structural change (in-frame, <50 bp)
	4
	72
	EGF1
	1
	Severe
	
	
	Yes

	c.383G>A           
	p.Cys128Tyr
	Missense
	4
	82
	EGF1
	1
	Moderate
	N
	
	Yes

	c.401_407delGTAACAT 
	p.Cys134Leufs*67
	Frameshift
	5
	88
	EGF2
	1
	Moderate
	
	
	Yes

	c.420A>T                    
	p.Arg140Ser
	Missense
	5
	94
	EGF2
	1
	Moderate
	
	
	Yes

	c.434G>A                  
	p.Cys145Tyr
	Missense
	5
	99
	EGF2
	1
	Severe
	N
	
	Yes

	c.448_451dupGATA       
	p.Asn151Argfs*2
	Frameshift
	5
	105
	EGF2
	1
	Severe
	
	
	Yes

	c.470G>A
	p.Cys157Tyr
	Missense
	5
	111
	EGF2
	1
	Severe
	N
	
	Yes

	c.482A>G                  
	p.Tyr161Cys
	Missense
	5
	115
	EGF2
	1
	Severe
	
	
	Yes

	c.484C>A                   
	p.Arg162Arg
	Synonymous
	5
	116
	EGF2
	1
	Mild
	
	
	Yes

	c.484C>T                  
	p.Arg162*
	Nonsense
	5
	116
	EGF2
	1
	Severe
	Y
	
	Yes

	c.545_546delCT     
	p.Ser182Cysfs*6
	Frameshift
	6
	136
	EGF2
	2
	Severe
	
	
	Yes

	c.571C>T                    
	p.Arg191Cys
	Missense
	6
	145
	Activation
	1
	Severe
	Y
	
	Yes

	c.572G>A
	p.Arg191His
	Missense
	6
	145
	Activation
	4
	Mod/Mild
	Y
	
	Yes

	c.627delC
	p.Ile210Phefs*35
	Frameshift
	6
	164
	Activation
	2
	Severe
	
	
	Yes

	c.659C>G
	p.Ser220*
	Nonsense
	6
	174
	Activation
	1
	Severe
	
	Yes
	No

	c.676C>G              
	p.Arg226Gly
	Missense
	6
	180
	Activation
	1
	Severe
	
	
	Yes

	c.676C>T               
	p.Arg226Trp
	Missense
	6
	180
	Activation
	1
	Severe
	Y
	
	Yes

	c.677G>A
	p.Arg226Gln
	Missense
	6
	180
	Activation
	3
	Mod/Mild
	Y
	
	Yes

	c.723G>A              
	p.Gln241Gln
	Synonymous
	6
	195
	Protease
	1
	Moderate
	N
	
	Yes

	c.786T>G
	p.Ile262Met
	Missense
	7
	216
	Protease
	2
	Moderate
	
	
	Yes

	c.799C>T              
	p.His267Tyr
	Missense
	7
	221
	Protease
	1
	Severe
	N
	
	Yes

	c.802T>C
	p.Cys268Arg
	Missense
	7
	222
	Protease
	2
	Severe
	
	
	Yes

	c.836_837delCA
	p.Ala279Glyfs*1
	Frameshift
	7
	233
	Protease
	1
	Severe
	
	
	No

	c.839G>A              
	p.Gly280Asp
	Missense
	8
	234
	Protease
	1
	Moderate
	N
	
	Yes

	c.853G>T              
	p.Glu285*
	Nonsense
	8
	239
	Protease
	1
	Severe
	
	
	No

	c.878delA            
	p.Lys293Serfs*4
	Frameshift
	8
	247
	Protease
	1
	Severe
	
	
	Yes

	c.880C>T
	p.Arg294*
	Nonsense
	8
	248
	Protease
	5
	Severe/Moderate
	Y
	Yes
	Yes

	c.881G>A
	p.Arg294Gln
	Missense
	8
	248
	Protease
	4
	Moderate
	Y
	
	Yes

	c.881G>T
	p.Arg294Leu
	Missense
	8
	248
	Protease
	4
	Severe/Moderate
	
	
	Yes

	c.892C>T              
	p.Arg298*
	Nonsense
	8
	252
	Protease
	1
	Moderate
	Y
	
	Yes

	c.934T>G
	 p.Tyr312Asp
	Missense
	8
	266
	Protease
	1
	Severe
	
	
	No

	c.946A>T            
	p.Ile316Phe
	Missense
	8
	270
	Protease
	1
	Severe
	
	
	Yes

	c.1001T>C  
	p.Ile334Thr
	Missense
	8
	288
	Protease
	1
	Mild
	
	
	Yes

	c.1002T>G   
	p.Ile334Met
	Missense
	8
	288
	Protease
	1
	Moderate
	
	
	Yes

	c.1025C>T
	p.Thr342Met
	Missense
	8
	296
	Protease
	38
	Mod/Mild
	Y
	
	Yes

	c.1067G>A
	p.Trp356*
	Nonsense
	8
	310
	Protease
	3
	Severe
	N
	
	Yes

	c.1072A>G    
	p.Arg358Gly
	Missense
	8
	312
	Protease
	1
	Severe
	
	
	Yes

	c.1115T>C   
	p.Leu372Pro
	Missense
	8
	326
	Protease
	1
	Severe
	
	
	Yes

	c.1134_1135delCCinsAACTCTAA
	p.Asp378delinsGluThrLeu
	Small structural change (in-frame, <50 bp)
	8
	332
	Protease
	1
	Moderate
	
	
	Yes

	c.1136G>A    
	p.Arg379Gln
	Missense
	8
	333
	Protease
	1
	Mild
	Y
	
	Yes

	c.1150C>T    
	p.Arg384*
	Nonsense
	8
	338
	Protease
	1
	Severe
	Y
	
	Yes

	c.1157C>T    
	p.Thr386Ile
	Missense
	8
	340
	Protease
	1
	Moderate
	N
	
	Yes

	c.1168A>T     
	p.Ile390Phe
	Missense
	8
	344
	Protease
	1
	Moderate
	
	
	Yes

	c.1169T>C   
	p.Ile390Thr
	Missense
	8
	344
	Protease
	1
	Moderate
	
	
	Yes

	c.1175_1176insAA  
	p.Asn392Lysfs*35
	Frameshift
	8
	346
	Protease
	1
	Severe
	
	
	Yes

	c.1178_1180delACA
	p.Asn393del
	Small structural change (in-frame, <50 bp)
	8
	347
	Protease
	1
	Severe
	
	
	Yes

	c.1183T>A        
	p.Phe395Ile
	Missense
	8
	349
	Protease
	1
	Severe
	
	
	Yes

	c.1219T>C      
	p.Cys407Arg
	Missense
	8
	361
	Protease
	1
	Severe
	
	
	Yes

	c.1228G>T      
	p.Asp410Tyr
	Missense
	8
	364
	Protease
	1
	Severe
	
	
	Yes

	c.1240C>A
	p.Pro414Thr
	Missense
	8
	368
	Protease
	2
	Severe/mod
	
	
	Yes

	c.1242_1244delinsAAT  
	p.His415Ile
	Small structural change (in-frame, <50 bp)
	8
	369
	Protease
	1
	Severe
	
	
	Yes

	c.1256T>G       
	p.Val419Gly
	Missense
	8
	373
	Protease
	1
	Moderate
	
	
	Yes

	c.1279G>A  
	p.Gly427Arg
	Missense
	8
	381
	Protease
	1
	Moderate
	N
	
	Yes

	c.1294G>A      
	p.Gly432Ser
	Missense
	8
	386
	Protease
	1
	Severe
	N
	
	Yes

	c.1304G>A       
	p.Cys435Tyr
	Missense
	8
	389
	Protease
	1
	Severe
	N
	
	Yes

	c.1318A>G
	p.Lys440Glu
	Missense
	8
	394
	Protease
	1
	Severe
	
	
	Yes

	c.1328T>C
	p.Ile443Thr
	Missense
	8
	397
	Protease
	20
	Severe/Mod/Mild
	
	
	Yes

	c.1358G>A     
	p.Trp453*
	Nonsense
	8
	407
	Protease
	1
	Severe
	N
	
	Yes

	c.838+245_1283del
	p.Gly280_428del
	Large Structure Change (>50bp)
	8
	234-382
	Protease
	1
	Severe
	
	
	No

	c.253-25A>G        
	Splice Site Altered
	Splice Site
	intron 2
	
	
	1
	Severe
	
	
	Yes

	c.277+1G>C         
	Splice Site Altered
	Splice Site
	intron 3
	
	
	1
	Severe
	
	
	No

	c.278-3A>G          
	Splice Site Altered
	Splice Site
	intron 3
	
	
	1
	Severe
	
	
	Yes

	c.-29-?_1386+?del
	del exon 1-8
	Large Structure Change (>50bp)
	1-8
	
	
	12
	Severe/Mod/Mild
	
	Yes
	Yes

	c.-29-?_520+?del
	del exon 1-5
	Large Structure Change (>50bp)
	1-5
	
	
	1
	Severe
	
	Yes
	No

	c.-35G>A
	No amino acid affected
	Promoter
	5'UTR
	
	
	3
	Moderate/Mild
	Y
	
	Yes

	c.392-1G>C
	Splice Site Altered
	Splice Site
	intron 4
	
	
	2
	Severe
	
	
	Yes

	c.392-22_392-21del         
	Splice Site Altered
	Splice Site
	intron 4
	
	
	1
	Severe
	
	
	No

	c.89-?_723+?del
	del Exon 2-6
	Large Structure Change (>50bp)
	2--6
	
	
	1
	Severe
	
	Yes
	No

	No Mutation
	No amino acid affected
	No Mutation
	
	
	
	1
	Moderate
	
	
	




