Supplemental data D: Details of variations
The following table gives details of all the variations used in this study given in nucleotide number order along the two genes, BRCA1 and BRCA2.

Notes:

1.  Fragment number within amplification scheme. This is the exon number with a text suffix for fragments in exons with overlapping fragments. Exons 5 and 6 of BRCA2 are both within fragment 5 (BRCA2) due to their small size and close proximity. Some variations are seen in two overlapping fragments and are listed twice

2. Predicted protein consequence

3. 10 base pairs before variation (on coding strand)

4. Major allele (wild type)

5. Minor allele (variant)

6. 10 base pairs after  variation (on coding strand)

7. Position of variant within fragment measured in in base pairs to the nearest end of the fragment

8. Overall fragment length (including universal tags)

9. Percentage G+C content of fragment

10. Average manual analysis resolution score (fails excluded).

11. Average automated analysis score above the most relevant analysis threshold.  In this context the average SRMS+MAXDIFF will not give a meaningful value since the values of SRMS and MAXDIFF are evaluated against their respective analysis cut-offs independently.  This has been emulated in the average score by independently calculating the average of the two parameters for the three labs and deducting the appropriate analysis cut-off value (SRMS=8, MAXDIFF=6), and then taking the higher of the two values. Thus a negative score indicates a false negative (on average) whist the magnitude of the score indicates how robust the analysis is.

BRCA1 variations
	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	02
	c.11C>T
	point
	p.Ser4Phe
	ATGGATTTAT
	C
	T
	TGCTCTTCGC
	161
	345
	33.3
	3.5
	50.1

	02
	c.41T>C
	point
	p.Val14Ala
	GTACAAAATG
	T
	C
	CATTAATGCT
	155
	345
	33.3
	3.7
	64.6

	02
	c.53T>C
	point
	p.Met18Thr
	ATTAATGCTA
	T
	C
	GCAGAAAATC
	143
	345
	33.3
	2.0
	17.6

	02
	c.66dupA
	insdel
	p.Glu22fs-X18
	GAAAATCTTA
	
	A
	GAGTGTCCCA
	131
	345
	33.3
	4.0
	87.5

	02
	c.68_69delAG
	insdel
	p.Glu23fs-X17
	AAAATCTTAG
	AG
	
	TGTCCCATCT
	128
	345
	33.3
	4.0
	78.1

	02
	c.68dupA + c.80+67T>C
	compound
	
	
	
	
	
	
	
	33.3
	4.0
	79.0

	03
	c.114G>A
	point
	p.=
	TCTCCACAAA
	G
	A
	TGTGACCACA
	178
	362
	39.0
	3.0
	46.7

	03
	c.122A>G
	point
	p.His41Arg
	AAGTGTGACC
	A
	G
	CATATTTTGC
	177
	362
	39.0
	2.0
	22.2

	03
	c.133A>C
	point
	p.Lys45Gln
	CATATTTTGC
	A
	C
	AGTAAGTTTG
	166
	362
	39.0
	2.0
	16.4

	03
	c.81-14C>T
	point
	
	TTTTCTCCCC
	C
	T
	CCTACCCTGC
	131
	362
	39.0
	3.0
	39.0

	03
	c.81-65G>C
	point
	
	ACTAAGAATA
	G
	C
	CTTTATTTTT
	80
	362
	39.0
	3.0
	38.3

	03
	c.81-6T>C
	point
	
	CCCCCTACCC
	T
	C
	GCTAGTCTGG
	139
	362
	39.0
	2.0
	13.1

	05
	c.135-27T>A
	point
	
	TAAATTAAAT
	T
	A
	GTTCTTTCTT
	98
	439
	34.2
	4.0
	67.5

	05
	c.181T>G
	point
	p.Cys61Gly
	GCCTTCACAG
	T
	G
	GTCCTTTATG
	171
	439
	34.2
	3.0
	39.7

	06
	c.213-11T>G
	point
	
	TCTCAAACAA
	T
	G
	TTAATTTCAG
	164
	446
	36.5
	4.0
	71.3

	06
	c.213-12A>G
	point
	
	TTCTCAAACA
	A
	G
	TTTAATTTCA
	163
	446
	36.5
	3.0
	52.5

	06
	c.288C>T
	point
	p.=
	TTCAGCTTGA
	C
	T
	ACAGGTTTGG
	197
	446
	36.5
	3.7
	56.6

	07
	c.314A>G
	point
	p.Tyr105Cys
	GCAAACAGCT
	A
	G
	TAATTTTGCA
	111
	293
	37.9
	3.7
	51.6

	07
	c.406dupA
	insdel
	p.Arg136fs-X6
	CGTGCCAAAA
	
	A
	GACTTCTACA
	92
	293
	37.9
	3.7
	55.8

	07
	c.427G>T
	point
	p.Glu143X
	GAGTGAACCC
	G
	T
	AAAATCCTTC
	70
	293
	37.9
	3.2
	21.4

	07
	c.439T>C
	point
	p.=
	AAATCCTTCC
	T
	C
	TGGTAAAACC
	58
	293
	37.9
	3.0
	23.5

	08
	c.442-34C>T
	point
	
	AACTGGCCAA
	C
	T
	AATTGCTTGA
	63
	361
	42.4
	3.0
	37.3

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	08
	c.470_471delCT
	insdel
	p.Ser157X
	GTCCAACTCT
	CT
	
	AACCTTGGAA
	125
	361
	42.4
	4.3
	84.1

	08
	c.520delC
	insdel
	p.Gln174fs-X60
	GATACAACCT
	C
	
	AAAAGACGTC
	175
	361
	42.4
	3.7
	29.1

	08
	c.547+1G>T
	point
	
	ATTGAATTGG
	G
	T
	TAAGGGTCTC
	159
	361
	42.4
	5.2
	76.8

	09
	c.564A>G
	point
	p.=
	ATTCTTCTGA
	A
	G
	GATACCGTTA
	89
	274
	34.3
	3.5
	67.0

	09
	c.571G>A
	point
	p.Val191Ile
	TGAAGATACC
	G
	A
	TTAATAAGGC
	96
	274
	34.3
	5.2
	75.3

	09
	c.591C>T
	point
	p.=
	CAACTTATTG
	C
	T
	AGGTGAGTCA
	116
	274
	34.3
	2.7
	24.0

	10
	c.670+16G>A
	point
	
	GGCAAAGTTT
	G
	A
	CCAACTTAAC
	158
	445
	40.7
	2.2
	23.9

	11A
	c.671-2A>G
	point
	
	GTATATTTTC
	A
	G
	GCTGCTTGTG
	168
	473
	40.2
	2.0
	26.2

	11A
	c.734A>T
	point
	p.Asp245Val
	AGTAATAATG
	A
	T
	TTTGAACACC
	233
	473
	40.2
	1.5
	17.9

	11A
	c.736T>G
	point
	p.Leu246Val
	TAATAATGAT
	T
	G
	TGAACACCAC
	235
	473
	40.2
	2.8
	43.3

	11A
	c.765G>A
	point
	p.=
	GTGCAGCTGA
	G
	A
	AGGCATCCAG
	210
	473
	40.2
	2.2
	22.4

	11A
	c.783T>G
	point
	p.Tyr261X
	CAGAAAAGTA
	T
	G
	CAGGGTAGTT
	192
	473
	40.2
	3.0
	40.9

	11A
	c.843_846delCTCA
	insdel
	p.Ser281fs-X16
	CTCATGCCAG
	CTCA
	
	TTACAGCATG
	132
	473
	40.2
	4.0
	79.5

	11A
	c.849_850ins7
	insdel
	p.Gln283fs-X4
	CAGCTCATTA
	
	7
	CAGCATGAGA
	126
	473
	40.2
	4.0
	71.7

	11B
	c.929delA
	insdel
	p.Gln310fs-X4
	AAAAGCAAAC
	A
	
	GCCTGGCTTA
	102
	440
	42.7
	4.0
	16.2

	11A
	c.929delA
	insdel
	p.Gln310fs-X4
	AAAAGCAAAC
	A
	
	GCCTGGCTTA
	46
	473
	40.2
	2.0
	71.4

	11B
	c.962G>A
	point
	p.Trp321X
	CATAACAGAT
	G
	A
	GGCTGGAAGT
	135
	440
	42.7
	0.8
	25.5

	11B
	c.981A>G
	point
	p.=
	GTAAGGAAAC
	A
	G
	TGTAATGATA
	154
	440
	42.7
	2.0
	34.7

	11B
	c.1016delA
	insdel
	p.Lys339fs-X2
	ACAGAAAAAA
	A
	
	GGTAGATCTG
	189
	440
	42.7
	2.0
	30.8

	11B
	c.1065G>A
	point
	p.=
	AATGGAATAA
	G
	A
	CAGAAACTGC
	203
	440
	42.7
	2.0
	49.7

	11B
	c.1067A>G +  c.1121delC
	compound
	
	
	
	
	
	
	
	42.7
	2.0
	25.7

	11B
	c.1141A>T
	point
	p.Lys381X
	CAGCATTCAG
	A
	T
	AAGTTAATGA
	127
	440
	42.7
	3.3
	70.3

	11B
	c.1175_1214del40
	insdel
	p.Leu392fs-X4
	AGTGATGAAC
	40
	
	AAATGCCAAA
	93
	440
	42.7
	4.0
	61.9

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11C
	c.1292delT
	insdel
	p.Leu431fs-X10
	AAAATAGACT
	T
	
	ACTGGCCAGT
	151
	441
	41.3
	4.0
	64.2

	11C
	c.1292dupT
	insdel
	p.Leu431fs-X5
	AAATAGACTT
	
	T
	ACTGGCCAGT
	150
	441
	41.3
	4.0
	71.9

	11C
	c.1319dupT
	insdel
	p.Leu440fs-X4
	ATGAGGCTTT
	
	T
	AATATGTAAA
	177
	441
	41.3
	3.0
	54.8

	11C
	c.1326T>A
	point
	p.Cys442X
	CTTTAATATG
	T
	A
	AAAAGTGAAA
	185
	441
	41.3
	2.0
	31.1

	11C
	c.1418A>G
	point
	p.Asn473Ser
	AGCCTCCCCA
	A
	G
	CTTAAGCCAT
	165
	441
	41.3
	2.0
	16.9

	11C
	c.1486C>T
	point
	p.Arg496Cys
	AATACAAGAG
	C
	T
	GTCCCCTCAC
	97
	441
	41.3
	1.5
	23.3

	11C
	c.1487G>A
	point
	p.Arg496His
	ATACAAGAGC
	G
	A
	TCCCCTCACA
	96
	441
	41.3
	2.0
	27.6

	11C
	c.1529C>G
	point
	p.Ser510X
	AGACCTACAT
	C
	G
	AGGCCTTCAT
	54
	441
	41.3
	2.0
	32.8

	11D
	c.1529C>G
	point
	p.Ser510X
	AGACCTACAT
	C
	G
	AGGCCTTCAT
	71
	472
	39.6
	2.3
	36.3

	11D
	c.1616C>T
	point
	p.Thr539Met
	ACTAACCAAA
	C
	T
	GGAGCAGAAT
	158
	472
	39.6
	4.0
	64.5

	11D
	c.1687C>T
	point
	p.Gln563X
	TGATTCTATT
	C
	T
	AGAATGAGAA
	229
	472
	39.6
	2.0
	22.6

	11D
	c.1757delC
	insdel
	p.Pro586fs-X2
	AAAGCTGAAC
	C
	
	TATAAGCAGC
	174
	472
	39.6
	3.5
	73.3

	11E
	c.1865C>T
	point
	p.Ala622Val
	CATATTCATG
	C
	T
	GCTTGAACTA
	86
	301
	43.5
	2.8
	12.9

	11D
	c.1865C>T
	point
	p.Ala622Val
	CATATTCATG
	C
	T
	GCTTGAACTA
	66
	472
	39.6
	1.0
	26.9

	11E
	c.1878A>G
	point
	p.=
	TTGAACTAGT
	A
	G
	GTCAGTAGAA
	99
	301
	43.5
	1.3
	9.6

	11D
	c.1878A>G
	point
	p.=
	TTGAACTAGT
	A
	G
	GTCAGTAGAA
	53
	472
	39.6
	0.7
	10.1

	11E
	c.1881_1884delCAGT
	insdel
	p.Val627fs-X4
	AACTAGTAGT
	CAGT
	
	AGAAATCTAA
	102
	301
	43.5
	4.0
	65.3

	11D
	c.1881_1884delCAGT
	insdel
	p.Val627fs-X4
	AACTAGTAGT
	CAGT
	
	AGAAATCTAA
	50
	472
	39.6
	4.0
	67.5

	11E
	c.1961delA
	insdel
	p.Lys654fs-X47
	AAGAAAAAAA
	A
	
	GTACAACCAA
	120
	301
	43.5
	3.0
	28.6

	11E
	c.2019delA
	insdel
	p.Glu673fs-X28
	AAGGTAAAGA
	A
	
	CCTGCAACTG
	62
	301
	43.5
	3.0
	37.2

	11F
	c.2019delA
	insdel
	p.Glu673fs-X28
	AAGGTAAAGA
	A
	
	CCTGCAACTG
	76
	506
	42.1
	3.0
	48.1

	11F
	c.2060A>C
	point
	p.Gln687Pro
	CCAAATGAAC
	A
	C
	GACAAGTAAA
	117
	506
	42.1
	2.0
	20.7

	11F
	c.2071delA
	insdel
	p.Arg691fs-X10
	GACAAGTAAA
	A
	
	GACATGACAG
	128
	506
	42.1
	7.0
	56.8

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11F
	c.2077G>A
	point
	p.Asp693Asn
	TAAAAGACAT
	G
	A
	ACAGCGATAC
	134
	506
	42.1
	4.0
	61.2

	11F
	c.2077G>A + c.2082C>T
	compound
	
	
	
	
	
	
	
	42.1
	4.3
	59.8

	11F
	c.2077G>A + c.2082C>T + c.2311T>C
	compound
	
	
	
	
	
	
	
	42.1
	4.3
	62.3

	11F
	c.2082C>T
	point
	p.=
	GACATGACAG
	C
	T
	GATACTTTCC
	139
	506
	42.1
	5.5
	50.8

	11F
	c.2082C>T + c.2311T>C
	compound
	
	
	
	
	
	
	
	42.1
	5.3
	47.2

	11F
	c.2311T>C
	point
	p.=
	CAGTATTTCA
	T
	C
	TGGTACCTGG
	139
	506
	42.1
	4.0
	59.7

	11G
	c.2445_2448delTCAT
	insdel
	p.Ile815fs-X30
	AGGGACTAAT
	TCAT
	
	GGTTGTTCCA
	144
	415
	43.4
	6.0
	74.7

	11G
	c.2521C>T
	point
	p.Arg841Trp
	TAACCACAGT
	C
	T
	GGGAAACAAG
	196
	415
	43.4
	2.7
	35.9

	11G
	c.2612C>T
	point
	p.Pro871Leu
	TCATTTGCTC
	C
	T
	GTTTTCAAAT
	105
	415
	43.4
	3.0
	18.8

	11G
	c.2646_2648delTGC
	insdel
	p.Cys882X
	AAGAGGAATG
	TGC
	
	AACATTCTCT
	71
	415
	43.4
	3.0
	16.9

	11H
	c.2681_2682delAA
	insdel
	p.Lys894fs-X8
	TCCTTAAAGA
	AA
	
	CAAAGTCCAA
	73
	379
	42.0
	3.5
	59.1

	11H
	c.2898delT
	insdel
	p.Ile966fs-X34
	CTGGACTCAT
	T
	
	ACTCCAAATA
	90
	379
	42.0
	3.3
	48.7

	11I
	c.2898delT + c.3119G>A
	compound
	
	
	
	
	
	
	
	39.0
	4.0
	62.4

	11H
	c.2920T>C
	point
	p.=
	ACATGGACTT
	T
	C
	TACAAAACCC
	68
	379
	42.0
	2.0
	15.9

	11I
	c.2920T>C + c.3113A>G
	compound
	
	
	
	
	
	
	
	39.0
	4.2
	52.2

	11I
	c.3037_3038delGA
	insdel
	p.Glu1013fs-X4
	ACCTGAAAGA
	GA
	
	AATGGGAAAT
	177
	428
	39.0
	4.0
	92.5

	11I
	c.3108dupT
	insdel
	p.Lys1037X
	AAATGTTTTT
	
	T
	AAAGAAGCCA
	182
	428
	39.0
	3.0
	45.6

	11I
	c.3113A>G
	point
	p.Glu1038Gly
	GTTTTTAAAG
	A
	G
	AGCCAGCTCA
	176
	428
	39.0
	3.0
	52.5

	11I
	c.3119G>A
	point
	p.Ser1040Asn
	AAAGAAGCCA
	G
	A
	CTCAAGCAAT
	170
	428
	39.0
	2.5
	37.5

	11I
	c.3210A>T
	point
	p.=
	ACATTCAAGC
	A
	T
	GAACTAGGTA
	79
	428
	39.0
	3.0
	53.4

	11J
	c.3254_3255dupGA
	insdel
	p.Leu1085fs-X2
	TATGCTTAGA
	
	GA
	TTAGGGGTTT
	65
	500
	42.2
	4.0
	62.7

	11J
	c.3302G>A
	point
	p.Ser1101Asn
	CTTCCTGGAA
	G
	A
	TAATTGTAAG
	114
	500
	42.2
	3.8
	57.8

	11J
	c.3302G>A + c.3548A>G
	compound
	
	
	
	
	
	
	500
	42.2
	7.0
	53.7

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11J
	c.3329dupA
	insdel
	p.Lys1110fs-X5
	AAATAAAAAA
	
	A
	GCAAGAATAT
	140
	500
	42.2
	6.0
	72.1

	11J
	c.3331_3334delCAAG
	insdel
	p.Gln1111fs-X5
	AATAAAAAAG
	CAAG
	
	AATATGAAGA
	143
	500
	42.2
	4.7
	92.8

	11J
	c.3418A>G
	point
	p.Ser1140Gly
	TATGGGAAGT
	A
	G
	GTCATGCATC
	230
	500
	42.2
	2.8
	31.4

	11J
	c.3481_3491del11
	insdel
	p.Glu1161fs-X2
	TGAAATAAAG
	11
	
	TTTTGCTGAA
	208
	500
	42.2
	4.0
	85.5

	11J
	c.3485delA
	insdel
	p.Asp1162fs-X48
	ATAAAGGAAG
	A
	
	TACTAGTTTT
	204
	500
	42.2
	3.8
	74.1

	11J
	c.3548A>G
	point
	p.Lys1183Arg
	AGCGTCCAGA
	A
	G
	AGGAGAGCTT
	141
	500
	42.2
	3.0
	45.9

	11J
	c.3549_3550delAGinsT
	insdel
	p.Lys1183fs-X27
	GCGTCCAGAA
	AG
	T
	GAGAGCTTAG
	140
	500
	42.2
	3.5
	87.9

	11J
	c.3549_3550insT
	insdel
	p.Gly1183fs-X4
	CGTCCAGAAA
	
	T
	GGAGAGCTTA
	140
	500
	42.2
	3.3
	38.3

	11K
	c.3598C>T
	point
	p.Gln1200X
	ACATTTGGCT
	C
	T
	AGGGTTACCG
	69
	416
	44.2
	2.0
	21.3

	11J
	c.3598C>T + c.3548A>G
	compound
	
	
	
	
	
	
	500
	42.2
	3.8
	66.3

	11K
	c.3607C>T
	point
	p.Arg1203X
	TCAGGGTTAC
	C
	T
	GAAGAGGGGC
	78
	416
	44.2
	2.0
	23.7

	11J
	c.3607C>T + c.3548A>G
	compound
	
	
	
	
	
	
	500
	42.2
	4.0
	84.2

	11K
	c.3640G>A
	point
	p.Glu1214Lys
	GTCCTCAGAA
	G
	A
	AGAACTTATC
	111
	416
	44.2
	3.0
	45.5

	11J
	c.3640G>A + c.3548A>G
	compound
	
	
	
	
	
	
	500
	42.2
	3.8
	66.9

	11K
	c.3661G>T
	point
	p.Glu1221X
	TAGTGAGGAT
	G
	T
	AAGAGCTTCC
	132
	416
	44.2
	2.7
	33.5

	11K
	c.3699delA
	insdel
	p.Lys1233fs-X2
	TATTTGGTAA
	A
	
	GTAAACAATA
	170
	416
	44.2
	4.0
	88.1

	11K
	c.3708T>G
	point
	p.Asn1236Lys
	AAGTAAACAA
	T
	G
	ATACCTTCTC
	179
	416
	44.2
	3.8
	64.5

	11K
	c.3747C>T
	point
	p.=
	CCGTTGCTAC
	C
	T
	GAGTGTCTGT
	199
	416
	44.2
	2.0
	25.2

	11K
	c.3748G>A
	point
	p.Glu1250Lys
	CGTTGCTACC
	G
	A
	AGTGTCTGTC
	198
	416
	44.2
	3.2
	40.9

	11K
	c.3756_3759delGTCT
	insdel
	p.Leu1252fs-X11
	CCGAGTGTCT
	GTCT
	
	AAGAACACAG
	190
	416
	44.2
	4.0
	73.7

	11K
	c.3800T>C
	point
	p.Leu1267Ser
	AAGAATAGCT
	T
	C
	AAATGACTGC
	146
	416
	44.2
	2.7
	24.4

	11K
	c.3820dupG
	insdel
	p.Val1274fs-X13
	AGTAACCAGG
	
	G
	TAATATTGGC
	127
	416
	44.2
	1.8
	18.9

	11L
	c.3841C>T
	point
	p.Gln1281X
	AAAGGCATCT
	C
	T
	AGGAACATCA
	41
	341
	44.3
	2.0
	20.1

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11K
	c.3841C>T
	point
	p.Gln1281X
	AAAGGCATCT
	C
	T
	AGGAACATCA
	105
	416
	44.2
	3.0
	43.6

	11K
	c.3845A>T
	point
	p.Glu1282Val
	GCATCTCAGG
	A
	T
	ACATCACCTT
	101
	416
	44.2
	3.0
	46.0

	11L
	c.3869_3870delAA
	insdel
	p.Lys1290fs-X4
	GAGGAAACAA
	AA
	
	TGTTCTGCTA
	69
	341
	44.3
	3.8
	40.8

	11K
	c.3869_3870delAA
	insdel
	p.Lys1290fs-X4
	GAGGAAACAA
	AA
	
	TGTTCTGCTA
	77
	416
	44.2
	3.5
	59.1

	11L
	c.3891_3893delTTC
	insdel
	p.=
	GCTTGTTTTC
	TTC
	
	ACAGTGCAGT
	91
	341
	44.3
	4.0
	66.8

	11K
	c.3891_3893delTTC
	insdel
	p.=
	GCTTGTTTTC
	TTC
	
	ACAGTGCAGT
	55
	416
	44.2
	4.0
	86.1

	11L
	c.3903T>A
	point
	p.Ser1301Arg
	CACAGTGCAG
	T
	A
	GAATTGGAAG
	103
	341
	44.3
	2.3
	27.8

	11K
	c.3903T>A
	point
	p.Ser1301Arg
	CACAGTGCAG
	T
	A
	GAATTGGAAG
	43
	416
	44.2
	1.8
	31.4

	11L
	c.4039A>G
	point
	p.Arg1347Gly
	TGATGAAGAA
	A
	G
	GAGGAACGGG
	103
	341
	44.3
	2.0
	26.3

	11L
	c.4041_4042delAG
	insdel
	p.Arg1347fs-X8
	ATGAAGAAAG
	AG
	
	GAACGGGCTT
	101
	341
	44.3
	2.3
	26.9

	11L
	c.4065_4068delTCAA
	insdel
	p.Asn1355fs-X10
	AAGAAAATAA
	TCAA
	
	GAAGAGCAAA
	77
	341
	44.3
	3.3
	75.2

	11L
	c.4088C>G
	point
	p.Ser1363X
	AGCATGGATT
	C
	G
	AAACTTAGGT
	54
	341
	44.3
	1.0
	26.5

	11L
	c.4096+1G>A
	point
	
	TCAAACTTAG
	G
	A
	TATTGGAACC
	45
	341
	44.3
	2.8
	42.6

	12
	c.4165_4166delAG
	insdel
	p.Ser1389X
	ATCCTCTCAG
	AG
	
	TGACATTTTA
	138
	306
	46.4
	5.0
	85.8

	12
	c.4185+21_4185+22delTG
	insdel
	
	TGTGTGTGTG
	TG
	
	CACATGCGTG
	97
	306
	46.4
	4.0
	72.5

	12
	c.4185G>A
	point
	p.=
	TAACCACTCA
	G
	A
	GTAAAAAGCG
	118
	306
	46.4
	3.5
	51.3

	13
	c.4186-11C>T
	point
	
	TGCCATTTAT
	C
	T
	GTTTTTGAAG
	159
	463
	41.5
	4.2
	53.2

	13
	c.4308T>C
	point
	p.=
	TAAGTGACTC
	T
	C
	TCTGCCCTTG
	172
	463
	41.5
	3.0
	53.1

	13
	c.4315C>T
	point
	p.Leu1439Phe
	CTCTTCTGCC
	C
	T
	TTGAGGACCT
	165
	463
	41.5
	3.0
	46.9

	13
	c.4327C>T
	point
	p.Arg1443X
	TGAGGACCTG
	C
	T
	GAAATCCAGA
	153
	463
	41.5
	2.0
	27.5

	13
	c.4328G>A
	point
	p.Arg1443Gln
	GAGGACCTGC
	G
	A
	AAATCCAGAA
	152
	463
	41.5
	3.0
	52.9

	13
	c.4342A>G
	point
	p.Ser1448Gly
	TCCAGAACAA
	A
	G
	GCACATCAGA
	138
	463
	41.5
	3.0
	53.9

	13
	c.4357+6T>C
	point
	
	AAAAGGTGTG
	T
	C
	ATTGTTGGCC
	117
	463
	41.5
	2.2
	60.6

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	14
	c.4358-10C>T
	point
	
	TTTTCTCATT
	C
	T
	CATTTAAAGC
	61
	258
	41.1
	3.0
	50.2

	14
	c.4435delG
	insdel
	p.Val1479fs-X26
	CAAGTTTGAG
	G
	
	TGTCTGCAGA
	111
	258
	41.1
	2.0
	20.8

	14
	c.4484+14A>G
	point
	
	AGAAACATCA
	A
	G
	TGTAAAGATG
	48
	258
	41.1
	4.0
	61.8

	15
	c.4535G>T
	point
	p.Ser1512Ile
	TACATGCACA
	G
	T
	TTGCTCTGGG
	131
	397
	43.3
	2.8
	52.0

	15
	c.4574_4575delAA
	insdel
	p.Gln1525fs-X5
	TACCCATCTC
	AA
	
	GAGGAGCTCA
	170
	397
	43.3
	4.0
	85.3

	16
	c.4676-10T>A
	point
	
	ACTTCTCCCA
	T
	A
	TCCTTTCAGA
	90
	486
	45.5
	2.0
	17.8

	16
	c.4676-34G>A
	point
	
	AACATTCATC
	G
	A
	TTGTGTAAAT
	66
	486
	45.5
	0.3
	-0.1

	16
	c.4689C>G
	point
	p.Tyr1563X
	GAACCCCTTA
	C
	G
	CTGGAATCTG
	113
	486
	45.5
	2.0
	15.9

	16
	c.4766G>C
	point
	p.Arg1589Pro
	GAGTCAGCTC
	G
	C
	TGTTGGCAAC
	190
	486
	45.5
	3.0
	27.2

	16
	c.4812A>G
	point
	p.=
	AAGTTCCCCA
	A
	G
	TTGAAAGTTG
	236
	486
	45.5
	4.0
	76.5

	16
	c.4837A>G
	point
	p.Ser1613Gly
	ATCTGCCCAG
	A
	G
	GTCCAGCTGC
	226
	486
	45.5
	2.0
	15.9

	16
	c.4868C>G
	point
	p.Ala1623Gly
	ACTGATACTG
	C
	G
	TGGGTATAAT
	195
	486
	45.5
	2.7
	31.1

	16
	c.4883T>C
	point
	p.Met1628Thr
	TATAATGCAA
	T
	C
	GGAAGAAAGT
	180
	486
	45.5
	2.2
	25.7

	16
	c.4956G>A
	point
	p.Met1652Ile
	GAATGTCCAT
	G
	A
	GTGGTGTCTG
	107
	486
	45.5
	2.2
	29.1

	16
	c.4964C>T
	point
	p.Ser1655Phe
	ATGGTGGTGT
	C
	T
	TGGCCTGACC
	99
	486
	45.5
	2.3
	39.8

	17
	c.4987-3C>G
	point
	
	GATTTAATTT
	C
	G
	AGATGCTCGT
	71
	235
	41.7
	2.0
	17.8

	17
	c.5005G>T
	point
	p.Ala1669Ser
	GTACAAGTTT
	G
	T
	CCAGAAAACA
	92
	235
	41.7
	2.0
	41.6

	17
	c.5054C>T
	point
	p.Thr1685Ile
	GAAGAGACTA
	C
	T
	TCATGTTGTT
	95
	235
	41.7
	1.5
	24.6

	17
	c.5074+3A>G
	point
	
	GAAAACAGGT
	A
	G
	TACCAAGAAC
	72
	235
	41.7
	1.7
	29.1

	18
	c.5080G>T
	point
	p.Glu1694X
	TGCAGATGCT
	G
	T
	AGTTTGTGTG
	133
	292
	42.5
	3.7
	55.6

	18
	c.5096G>A
	point
	p.Arg1699Gln
	GTGTGTGAAC
	G
	A
	GACACTGAAA
	117
	292
	42.5
	2.5
	23.8

	18
	c.5117G>A
	point
	p.Gly1706Glu
	TATTTTCTAG
	G
	A
	AATTGCGGGA
	96
	292
	42.5
	2.0
	43.8

	18
	c.5123C>A
	point
	p.Ala1708Glu
	CTAGGAATTG
	C
	A
	GGGAGGAAAA
	90
	292
	42.5
	3.0
	47.6

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	18
	c.5137delG
	insdel
	p.Val1713X
	AGGAAAATGG
	G
	
	TAGTTAGCTA
	76
	292
	42.5
	3.3
	44.9

	19
	c.5153-13A>G
	point
	
	TGTCTTTTCT
	A
	G
	TGATCTCTTT
	92
	281
	40.6
	2.8
	27.1

	19
	c.5153G>A
	point
	p.Trp1718X
	ATCTCTTTAG
	G
	A
	GGTGACCCAG
	105
	281
	40.6
	3.0
	48.7

	19
	c.5158A>G
	point
	p.Thr1720Ala
	TTTAGGGGTG
	A
	G
	CCCAGTCTAT
	110
	281
	40.6
	1.8
	21.9

	19
	c.5177_5178delGA
	insdel
	p.Arg1726fs-X5
	ATTAAAGAAA
	GA
	
	AAAATGCTGA
	129
	281
	40.6
	3.7
	83.2

	19
	c.5177_5180delGAAA
	insdel
	p.Arg1726fs-X3
	ATTAAAGAAA
	GAAA
	
	AATGCTGAAT
	129
	281
	40.6
	2.0
	37.5

	19
	c.5193+2delT
	insdel
	p.splice
	CTGAATGAGG
	T
	
	AAGTACTTGA
	135
	281
	40.6
	3.0
	72.7

	20
	c.5194-12G>A
	point
	
	GGTTGTGTTT
	G
	A
	GTTTCTTTCA
	52
	398
	43.5
	1.0
	3.6

	20
	c.5216A>G
	point
	p.Asp1739Gly
	GTCAGAGGAG
	A
	G
	TGTGGTCAAT
	86
	398
	43.5
	3.2
	58.4

	20
	c.5266dupC
	insdel
	p.Gln1756fs-X74
	AGAGAATCCC
	
	C
	AGGACAGAAA
	135
	398
	43.5
	4.0
	68.7

	20
	c.5277+78G>A
	point
	
	GAGATGGGCC
	G
	A
	CTTCATTTTG
	174
	398
	43.5
	4.0
	61.5

	21
	c.5278-1G>A
	point
	
	TCTTCTTCCA
	G
	A
	ATCTTCAGGG
	63
	278
	51.8
	2.3
	39.1

	21
	c.5309G>T
	point
	p.Gly1770Val
	TGTTGCTATG
	G
	T
	GCCCTTCACC
	95
	278
	51.8
	2.2
	26.3

	21
	c.5324T>G
	point
	p.Met1775Arg
	TTCACCAACA
	T
	G
	GCCCACAGGT
	110
	278
	51.8
	2.5
	32.8

	22
	c.5335delC
	insdel
	p.Gln1779fs-X14
	CATTTTAGAT
	C
	
	AACTGGAATG
	159
	410
	50.2
	3.7
	66.7

	22
	c.5346G>T
	point
	p.Trp1782Cys
	AACTGGAATG
	G
	T
	ATGGTACAGC
	170
	410
	50.2
	3.7
	55.7

	22
	c.5365G>T
	point
	p.Ala1789Ser
	GCTGTGTGGT
	G
	T
	CTTCTGTGGT
	189
	410
	50.2
	4.0
	65.3

	22
	c.5369_5385del17
	insdel
	p.Ser1790fs-X33
	TGTGGTGCTT
	17
	
	TCATCATTCA
	193
	410
	50.2
	3.0
	91.2

	23
	c.5425G>T
	point
	p.Val1809Phe
	CCCAATTGTG
	G
	T
	TTGTGCAGCC
	103
	279
	49.5
	4.0
	43.6

	23
	c.5444G>A
	point
	p.Trp1815X
	CCAGATGCCT
	G
	A
	GACAGAGGAC
	122
	279
	49.5
	3.0
	31.2

	24
	c.5503_5564del62
	insdel
	p.Arg1835fs-X23
	TGTGGTGACC
	62
	
	ACCCCAGATC
	129
	334
	56.3
	2.3
	63.2

	24
	c.5503C>T
	point
	p.Arg1835X
	TGTGGTGACC
	C
	T
	GAGAGTGGGT
	129
	334
	56.3
	2.7
	32.6


BRCA2 variations

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	02
	c.1-26G>A
	point
	
	TATTTACCAA
	G
	A
	CATTGGAGGA
	95
	284
	39.1
	4.0
	67.5

	02
	c.1-51_1-49delTCT + c.67+40G>A
	compound
	
	
	
	
	
	
	
	39.1
	4.0
	83.8

	02
	c.26delC
	insdel
	p.Pro9fs-X16
	AAAGAGAGGC
	C
	
	AACATTTTTT
	139
	284
	39.1
	4.0
	70.9

	02
	c.67+4T>C
	point
	
	AAAGCAGGTA
	T
	C
	TGACAAATTT
	94
	284
	39.1
	3.7
	78.2

	02
	c.67+62T>G
	point
	
	TAAAAAATGC
	T
	G
	TGCTAAAAAC
	36
	284
	39.1
	3.8
	59.3

	02
	c.7A>G
	point
	p.Ile3Val
	AAAAATGCCT
	A
	G
	TTGGATCCAA
	127
	284
	39.1
	4.0
	82.0

	03
	c.125A>G
	point
	p.Tyr42Cys
	GCTCCACCCT
	A
	G
	TAATTCTGAA
	148
	430
	37.7
	2.8
	42.1

	03
	c.145G>T
	point
	p.Glu49X
	ACCTGCAGAA
	G
	T
	AATCTGAACA
	168
	430
	37.7
	1.5
	13.0

	03
	c.165_167delCAA
	insdel
	p.Asn56del
	ATAAAAACAA
	CAA
	
	TTACGAACCA
	188
	430
	37.7
	3.8
	78.8

	03
	c.171C>G
	point
	p.Tyr57X
	ACAACAATTA
	C
	G
	GAACCAAACC
	194
	430
	37.7
	2.7
	22.3

	03
	c.198A>G
	point
	p.=
	AAACTCCACA
	A
	G
	AGGAAACCAT
	210
	430
	37.7
	3.3
	30.2

	03
	c.223G>C
	point
	p.Ala75Pro
	TAATCAGCTG
	G
	C
	CTTCAACTCC
	185
	430
	37.7
	2.2
	27.1

	03
	c.262_263delCT
	insdel
	p.Leu88fs-X12
	AGGGCTGACT
	CT
	
	GCCGCTGTAC
	146
	430
	37.7
	5.0
	68.6

	03
	c.68-7T>A
	point
	
	ATTTTTTTTT
	T
	A
	AAATAGATTT
	84
	430
	37.7
	1.2
	11.8

	04
	c.425+33A>G
	point
	
	AAATATTTAA
	A
	G
	TGAAACATTT
	84
	365
	34.0
	2.0
	33.7

	04
	c.425+67A>C
	point
	
	TGTTCTATAA
	A
	C
	GATGAATCTG
	50
	365
	34.0
	3.8
	63.4

	05
	c.426-13dupT
	insdel
	
	GATTTGCTTT
	
	T
	GTTTTATTTT
	122
	405
	31.9
	3.5
	50.0

	05
	c.426-89T>C
	point
	
	ACAATTTATA
	T
	C
	GAATGAGAAT
	47
	405
	31.9
	0.7
	10.8

	05
	c.426-8dupT
	insdel
	
	GCTTTGTTTT
	
	T
	ATTTTAGTCC
	127
	405
	31.9
	4.0
	54.4

	05
	c.467A>G
	point
	p.Asp156Gly
	CCACAAAGAG
	A
	G
	TAAGTCAGGT
	177
	405
	31.9
	3.0
	68.7

	05
	c.475+26T>C
	point
	
	ATGCTTTTTA
	T
	C
	TCTTAGAATA
	195
	405
	31.9
	4.5
	74.5

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	05
	c.516+52A>G
	point
	
	AGAATTTGAC
	A
	G
	ATAGCGTTAT
	37
	405
	31.9
	1.5
	9.9

	07
	c.572delAinsCT
	insdel
	p.GAT191fs-X15
	GTGGATCCTG
	A
	CT
	TATGTCTTGG
	121
	321
	40.8
	3.0
	53.5

	07
	c.574_575delAT
	insdel
	p.Met192fs-X13
	GGATCCTGAT
	AT
	
	GTCTTGGTCA
	119
	321
	40.8
	4.0
	63.4

	07
	c.575T>C
	point
	p.Met192Thr
	GATCCTGATA
	T
	C
	GTCTTGGTCA
	118
	321
	40.8
	2.8
	52.3

	08
	c.658_659delGT
	insdel
	p.Val220fs-X4
	ATCTGAAACT
	GT
	
	ATTTCCTCAT
	97
	311
	33.4
	3.7
	85.9

	09
	c.682-32A>G
	point
	
	GAGAGTTTTT
	A
	G
	TACTAGTGAT
	102
	294
	38.4
	3.0
	44.6

	09
	c.755_758delACAG
	insdel
	p.Asp252fs-X24
	TCTGTGACAG
	ACAG
	
	TGAAAACACA
	88
	294
	38.4
	4.0
	88.1

	10A
	c.865A>C
	point
	p.Asn289His
	GTCAATGCCA
	A
	C
	ATGTCCTAGA
	133
	397
	33.8
	4.0
	82.8

	10A
	c.978C>A
	point
	p.Ser326Arg
	TAAGAACTAG
	C
	A
	AAGACTAGGA
	152
	397
	33.8
	4.0
	69.7

	10B
	c.1114A>C
	point
	p.Asn372His
	AAATGTAGCA
	A
	C
	ATCAGAAGCC
	130
	501
	39.5
	2.0
	47.4

	10B
	c.1127T>G
	point
	p.Phe376Cys
	CAGAAGCCCT
	T
	G
	TGAGAGTGGA
	143
	501
	39.5
	4.0
	76.4

	10B
	c.1151C>T
	point
	p.Ser384Phe
	GACAAAATCT
	C
	T
	CAAGGAAGTT
	167
	501
	39.5
	4.0
	64.4

	10B
	c.1187_1200del14
	insdel
	p.Ser396fs-X19
	TGTGAATGGT
	14
	
	TCAGGTCTAA
	203
	501
	39.5
	4.2
	91.6

	10B
	c.1205G>A + c.1389_1390delAG
	compound
	
	
	
	
	
	
	
	39.5
	4.0
	78.1

	10B
	c.1310_1313delAAGA
	insdel
	p.Lys437fs-X22
	AAAAGAAAGA
	AAGA
	
	TTTTCTTACT
	176
	501
	39.5
	4.7
	91.4

	10B
	c.1365A>G
	point
	p.=
	TACCAAAATC
	A
	G
	GAGAAGCCAT
	121
	501
	39.5
	2.5
	33.2

	10B
	c.1365A>G + c.1114A>C
	compound
	
	
	
	
	
	
	
	39.5
	2.8
	31.8

	10B
	c.1385A>G
	point
	p.Glu462Gly
	TTAAATGAGG
	A
	G
	AACAGTGGTA
	101
	501
	39.5
	3.0
	33.8

	10C
	c.1395A>C
	point
	p.=
	AAACAGTGGT
	A
	C
	AATAAGAGAG
	49
	409
	41.3
	1.8
	30.1

	10B
	c.1395A>C
	point
	p.=
	AAACAGTGGT
	A
	C
	AATAAGAGAG
	91
	501
	39.5
	3.0
	36.3

	10C
	c.1456C>T
	point
	p.Gln486X
	TGCAGTAAAG
	C
	T
	AGGCAATATC
	110
	409
	41.3
	3.0
	63.3

	10C
	c.1460C>A
	point
	p.Ala487Glu
	GTAAAGCAGG
	C
	A
	AATATCTGGA
	114
	409
	41.3
	3.3
	79.6

	10C
	c.1514T>C
	point
	p.Ile505Thr
	AAAAAGTCTA
	T
	C
	ATTCAGAATA
	168
	409
	41.3
	3.0
	48.6

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	10C
	c.1621G>T
	point
	p.Glu541X
	AAGTGGACTG
	G
	T
	AAATACATAC
	135
	409
	41.3
	1.8
	19.6

	10C
	c.1636delT
	insdel
	p.Cys546fs-X12
	ACATACTGTT
	T
	
	GCTCACAGAA
	120
	409
	41.3
	4.0
	82.8

	10D
	c.1689G>A
	point
	p.Trp563X
	ATGGAAGCTG
	G
	A
	CCAGCCACCA
	74
	341
	37.8
	1.0
	8.8

	10C
	c.1689G>A
	point
	p.Trp563X
	ATGGAAGCTG
	G
	A
	CCAGCCACCA
	67
	409
	41.3
	1.3
	11.2

	10D
	c.1705delC
	insdel
	p.Gln569fs-X4
	CACCACCACA
	C
	
	AGAATTCTGT
	90
	341
	37.8
	4.0
	34.8

	10C
	c.1705delC
	insdel
	p.Gln569fs-X4
	CACCACCACA
	C
	
	AGAATTCTGT
	51
	409
	41.3
	2.8
	65.6

	10D
	c.1763_1766delATAA
	insdel
	p.Asn588fs-X25
	AAGAAAACAA
	ATAA
	
	GTTTATTTAT
	148
	341
	37.8
	3.0
	59.1

	10D
	c.1786G>C
	point
	p.Asp596His
	TGCTATACAT
	G
	C
	ATGAAACATC
	171
	341
	37.8
	2.7
	39.0

	10D
	c.1792A>G
	point
	p.Thr598Ala
	ACATGATGAA
	A
	G
	CATCTTATAA
	165
	341
	37.8
	2.2
	27.8

	10D
	c.1804G>A
	point
	p.Gly602Arg
	ATCTTATAAA
	G
	A
	GAAAAAAAAT
	153
	341
	37.8
	4.0
	59.9

	10D
	c.1813dupA
	insdel
	p.Ile605fs-X11
	GGAAAAAAAA
	
	A
	TACCGAAAGA
	145
	341
	37.8
	4.0
	91.9

	11A
	c.1938C>T
	point
	p.=
	TGAAAAGAAG
	C
	T
	TGTTCACAGA
	92
	433
	37.2
	3.0
	55.5

	11A
	c.2135T>C
	point
	p.Leu712Pro
	CTGTCATGCC
	T
	C
	GCAGGAAGGA
	145
	433
	37.2
	5.7
	60.0

	11A
	c.2229T>C
	point
	p.=
	CAGTACAACA
	T
	C
	TCAAAAGTGG
	51
	433
	37.2
	1.0
	14.6

	11B
	c.2229T>C
	point
	p.=
	CAGTACAACA
	T
	C
	TCAAAAGTGG
	75
	504
	36.1
	2.0
	30.3

	11B
	c.2416G>C
	point
	p.Asp806His
	CAGTACAACA
	G
	C
	TCAAAAGTGG
	243
	504
	36.1
	2.0
	28.6

	11B
	c.2539delA
	insdel
	p.Arg847fs-X11
	ATCACCTTCA
	A
	
	GAAAGGTACA
	120
	504
	36.1
	2.0
	24.4

	11B
	c.2606C>G
	point
	p.Ser869X
	GAAACTACTT
	C
	G
	AATTTCAAAA
	53
	504
	36.1
	2.2
	22.0

	11C
	c.2606C>G
	point
	p.Ser869X
	GAAACTACTT
	C
	G
	AATTTCAAAA
	107
	509
	35.2
	3.8
	24.9

	11C
	c.2698A>G
	point
	p.Asn900Asp
	TGAAAGGAAT
	A
	G
	ATCTTGCTTT
	199
	509
	35.2
	3.2
	39.3

	11C
	c.2803G>A
	point
	p.Asp935Asn
	AGACACAGGT
	G
	A
	ATAAACAAGC
	206
	509
	35.2
	2.7
	25.3

	11C
	c.2808_2811delACAA
	insdel
	p.Lys936fs-X23
	CAGGTGATAA
	ACAA
	
	GCAACCCAAG
	201
	509
	35.2
	3.7
	73.5

	11C
	c.2883G>A
	point
	p.=
	GTGTAAAGCA
	G
	A
	CATATAAAAA
	126
	509
	35.2
	2.8
	41.2

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11C
	c.2905C>T
	point
	p.Gln969X
	GACTCTAGGT
	C
	T
	AAGATTTAAA
	104
	509
	35.2
	3.8
	63.5

	11D
	c.2971A>G
	point
	p.Asn991Asp
	TGATTACATG
	A
	G
	ACAAATGGGC
	76
	498
	35.1
	2.2
	11.8

	11C
	c.2971A>G
	point
	p.Asn991Asp
	TGATTACATG
	A
	G
	ACAAATGGGC
	38
	509
	35.2
	1.3
	22.5

	11D
	c.3283C>T
	point
	p.Gln1095X
	ATTTTCCAAG
	C
	T
	AGGATTTTAA
	111
	498
	35.1
	3.0
	41.1

	11E
	c.3396A>G
	point
	p.=
	AGTTTAGAAA
	A
	G
	CCAAGCTACA
	133
	489
	39.5
	2.0
	32.4

	11E
	c.3487delG
	insdel
	p.Asp1163fs-X5
	CAGAGATGCT
	G
	
	ATCTTCATGT
	224
	489
	39.5
	3.3
	34.9

	11E
	c.3516G>A
	point
	p.=
	AAATTTTTCT
	G
	A
	AATTCTAATA
	237
	489
	39.5
	4.0
	63.8

	11F
	c.3680_3681delTG
	insdel
	p.Leu1227fs-X5
	GGCACAAAAC
	TG
	
	AATGTTTCTA
	69
	478
	33.3
	3.0
	67.5

	11E
	c.3680_3681delTG
	insdel
	p.Leu1227fs-X5
	GGCACAAAAC
	TG
	
	AATGTTTCTA
	73
	489
	39.5
	4.2
	80.8

	11F
	c.3785C>G
	point
	p.Ser1262X
	AGTTTATCTT
	C
	G
	AAGTAAATGT
	174
	478
	33.3
	3.0
	43.0

	11F
	c.3807T>C
	point
	p.=
	ATGATTCTGT
	T
	C
	GTTTCAATGT
	196
	478
	33.3
	4.0
	63.6

	11F
	c.3847_3848delGT
	insdel
	p.Val1283fs-X2
	TGATAAAACT
	GT
	
	AAGTGAAAAA
	236
	478
	33.3
	3.7
	74.9

	11F
	c.4013G>C
	point
	p.Gly1338Ala
	GAATTTGATG
	G
	C
	CAGTGATTCA
	77
	478
	33.3
	3.0
	52.4

	11G
	c.4042dupT
	insdel
	p.Cys1348fs-X4
	GATACTGTTT
	
	T
	GTATTCATAA
	64
	466
	33.9
	2.0
	19.3

	11F
	c.4042dupT
	insdel
	p.Cys1348fs-X4
	GATACTGTTT
	
	T
	GTATTCATAA
	49
	478
	33.3
	4.0
	64.2

	11G
	c.4068G>A
	point
	p.=
	AAACGGACTT
	G
	A
	CTATTTACTG
	91
	466
	33.9
	3.0
	34.7

	11G
	c.4169delT + c.4189G>A
	compound
	
	
	
	
	
	
	
	33.9
	4.0
	82.7

	11G
	c.4258G>T
	point
	p.Asp1420Tyr
	AAATATAAAA
	G
	T
	ATTTTGAGAC
	186
	466
	33.9
	3.0
	45.7

	11G
	c.4301A>T
	point
	p.Lys1434Ile
	GCAAGTGGGA
	A
	T
	AAATATTAGT
	143
	466
	33.9
	2.8
	36.7

	11H
	c.4409_4412delTAAG
	insdel
	p.Ile1470fs-X8
	CATTCTGACA
	TAAG
	
	AAAGAACAAA
	136
	505
	38.4
	3.7
	87.9

	11H
	c.4436G>C
	point
	p.Ser1479Thr
	GACATTCTAA
	G
	C
	TTATGAGGAA
	163
	505
	38.4
	3.0
	27.2

	11H
	c.4449delA
	insdel
	p.Thr1483fs-X3
	ATGAGGAAAC
	A
	
	GACATAGTTA
	176
	505
	38.4
	3.3
	42.7

	11H
	c.4478_4481delAAAG
	insdel
	p.Glu1493fs-X10
	ATACTGAAAG
	AAAG
	
	TGTCCCAGTT
	205
	505
	38.4
	4.0
	80.5

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11H
	c.4539_4540ins4
	insdel
	p.Glu1513fs-X16
	CGAACGTGAT
	
	4
	GAAAAGATCA
	240
	505
	38.4
	3.7
	71.5

	11H
	c.4585G>A
	point
	p.Gly1529Arg
	TACAGCTAGC
	G
	A
	GGAAAAAAGT
	194
	505
	38.4
	2.0
	15.5

	11I
	c.4935delA
	insdel
	p.Lys1645fs-X25
	ATGTAGAAAA
	A
	
	GAAACAGCAA
	206
	495
	37.6
	4.0
	90.1

	11I
	c.4965C>G
	point
	p.Tyr1655X
	CAACTTGTTA
	C
	G
	ACAAATCAGT
	176
	495
	37.6
	2.0
	51.5

	11J
	c.5199C>T
	point
	p.=
	ATCATCTCTC
	C
	T
	GAAAAACAAG
	217
	504
	34.5
	2.0
	23.3

	11J
	c.5213_5216delCTTA
	insdel
	p.Thr1738fs-X2
	AAACAAGATA
	CTTA
	
	TTTAAGTAAC
	231
	504
	34.5
	4.0
	91.0

	11J
	c.5245A>G
	point
	p.Tyr1749Asp
	CAACAAAGGC
	A
	G
	TATTCCTAAA
	242
	504
	34.5
	2.0
	35.2

	11J
	c.5279C>G
	point
	p.Ser1760X
	TATAATGATT
	C
	G
	AGGATATCTC
	208
	504
	34.5
	2.0
	16.3

	11J
	c.5286T>A
	point
	p.Tyr1762X
	ATTCAGGATA
	T
	A
	CTCTCAAAAA
	201
	504
	34.5
	1.0
	14.6

	11K
	c.5350_5351delAA
	insdel
	p.Asn1784fs-X2
	AGATCAAAAA
	AA
	
	CACTAGTTTT
	56
	492
	36.2
	3.3
	34.7

	11J
	c.5350_5351delAA
	insdel
	p.Asn1784fs-X2
	AGATCAAAAA
	AA
	
	CACTAGTTTT
	137
	504
	34.5
	3.0
	48.4

	11K
	c.5552T>G
	point
	p.Ile1851Ser
	AAACAGTGGT
	T
	G
	AATAAGAGAG
	235
	492
	36.2
	1.2
	14.9

	11K
	c.5595_5596delAT
	insdel
	p.Ile1865fs-X7
	TGAAAGACAT
	AT
	
	TTACAGACAG
	192
	492
	36.2
	4.0
	81.6

	11K
	c.5645C>A
	point
	p.Ser1882X
	GAGAATAAAT
	C
	A
	AAAAATTTGC
	142
	492
	36.2
	2.7
	39.3

	11K
	c.5682C>G
	point
	p.Tyr1894X
	CAGGTTGTTA
	C
	G
	GAGGCATTGG
	105
	492
	36.2
	2.0
	16.3

	11L
	c.5682C>G
	point
	p.Tyr1894X
	CAGGTTGTTA
	C
	G
	GAGGCATTGG
	40
	501
	37.5
	2.3
	21.0

	11K
	c.5722_5723delCT
	insdel
	p.Leu1908fs-X2
	TCATAACTCT
	CT
	
	AGATAATGAT
	65
	492
	36.2
	4.0
	49.8

	11L
	c.5722_5723delCT
	insdel
	p.Leu1908fs-X2
	TCATAACTCT
	CT
	
	AGATAATGAT
	80
	501
	37.5
	4.0
	77.1

	11K
	c.5744C>T
	point
	p.Thr1915Met
	GAATGTAGCA
	C
	T
	GCATTCACAT
	43
	492
	36.2
	1.5
	17.9

	11L
	c.5744C>T
	point
	p.Thr1915Met
	GAATGTAGCA
	C
	T
	GCATTCACAT
	102
	501
	37.5
	2.0
	25.2

	11L
	c.5771_5774delTTCA
	insdel
	p.Ile1924fs-X38
	TTTGCTGACA
	TTCA
	
	GAGTGAAGAA
	129
	501
	37.5
	4.0
	73.9

	11L
	c.5869A>G
	point
	p.Ile1957Val
	TACTGCTATA
	A
	G
	GTACTCCAGA
	227
	501
	37.5
	3.2
	73.4

	11L
	c.5909C>A
	point
	p.Ser1970X
	TGTTCTATAA
	C
	A
	GATGAATCTG
	235
	501
	37.5
	3.7
	75.8

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11L
	c.5924T>C
	point
	p.Cys1975Ser
	TAAAAAATGC
	T
	C
	TGCTAAAAAC
	220
	501
	37.5
	3.0
	33.3

	11L
	c.5945G>C
	point
	p.Ser1982Thr
	AGCACAGCAA
	G
	C
	TGGAAAATCT
	199
	501
	37.5
	3.0
	40.3

	11L
	c.6025C>T
	point
	p.Gln2009X
	TAGTACCAAG
	C
	T
	AAGTCTTTTC
	119
	501
	37.5
	2.0
	63.5

	11M
	c.6100C>T
	point
	p.Arg2034Cys
	TACTGCTATA
	C
	T
	GTACTCCAGA
	69
	490
	36.1
	2.0
	13.9

	11L
	c.6100C>T
	point
	p.Arg2034Cys
	TACTGCTATA
	C
	T
	GTACTCCAGA
	44
	501
	37.5
	1.7
	30.9

	11M
	c.6172T>A
	point
	p.Phe2058Ile
	TTTCTCTGGA
	T
	A
	TTAGTACAGC
	141
	490
	36.1
	4.0
	53.9

	11M
	c.6270_6271delTA
	insdel
	p.His2090fs-X9
	GAACTGAGCA
	TA
	
	GTCTTCACTA
	239
	490
	36.1
	4.0
	65.5

	11M
	c.6275_6276delTT
	insdel
	p.Leu2092fs-X7
	GAGCATAGTC
	TT
	
	CACTATTCAC
	244
	490
	36.1
	4.0
	83.9

	11M
	c.6317T>C
	point
	p.Leu2106Pro
	TCAAAAATAC
	T
	C
	TCCTCGTGTT
	205
	490
	36.1
	3.0
	55.1

	11M
	c.6323G>A
	point
	p.Arg2108His
	ATACTTCCTC
	G
	A
	TGTTGATAAG
	199
	490
	36.1
	2.0
	40.5

	11N
	c.6369A>C
	point
	p.Glu2123Asp
	CAGAAATGGA
	A
	C
	AAAACCTGCA
	53
	475
	36.0
	2.0
	27.7

	11M
	c.6369A>C
	point
	p.Glu2123Asp
	CAGAAATGGA
	A
	C
	AAAACCTGCA
	153
	490
	36.1
	3.3
	57.9

	11N
	c.6402_6404delTAA
	insdel
	p.=
	AATTATCAAA
	TAA
	
	CTTAAATGTT
	86
	475
	36.0
	4.0
	85.2

	11M
	c.6402_6404delTAA
	insdel
	p.=
	AATTATCAAA
	TAA
	
	CTTAAATGTT
	120
	490
	36.1
	4.0
	87.6

	11N
	c.6405_6409delCTTAA
	insdel
	p.Asn2135fs-X3
	TATCAAATAA
	CTTAA
	
	ATGTTGAAGG
	89
	475
	36.0
	4.0
	77.5

	11M
	c.6405_6409delCTTAA
	insdel
	p.Asn2135fs-X3
	TATCAAATAA
	CTTAA
	
	ATGTTGAAGG
	117
	490
	36.1
	4.0
	79.3

	11N
	c.6420_6421insA
	insdel
	p.Gly2140fs-X6
	TGTTGAAGGT
	
	A
	GGTTCTTCAG
	104
	475
	36.0
	4.0
	65.1

	11M
	c.6420_6421insA
	insdel
	p.Gly2140fs-X6
	TGTTGAAGGT
	
	A
	GGTTCTTCAG
	102
	490
	36.1
	4.0
	68.8

	11N
	c.6455C>A
	point
	p.Ser2152Tyr
	ATTAAAGTTT
	C
	A
	TCCATATCTC
	139
	475
	36.0
	1.0
	16.0

	11M
	c.6455C>A
	point
	p.Ser2152Tyr
	ATTAAAGTTT
	C
	A
	TCCATATCTC
	67
	490
	36.1
	2.0
	21.7

	11N
	c.6535_6536insA
	insdel
	p.Val2179fs-X10
	AACATTCATG
	
	A
	TTTTGGGAAA
	219
	475
	36.0
	4.0
	81.5

	11N
	c.6550C>G
	point
	p.Gln2184Glu
	ACAATTTATA
	C
	G
	GAATGAGAAT
	234
	475
	36.0
	2.0
	31.4

	11N
	c.6591_6592delTG
	insdel
	p.Thr2197fs-X5
	TTGGTAAAAC
	TG
	
	AAACTTTTTC
	201
	475
	36.0
	4.0
	81.1

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	11O
	c.6634_6637delTGTT
	insdel
	p.Cys2212fs-X16
	TATAGAAGTT
	TGTT
	
	CTACTTACTC
	79
	345
	38.0
	4.0
	36.9

	11N
	c.6634_6637delTGTT
	insdel
	p.Cys2212fs-X16
	TATAGAAGTT
	TGTT
	
	CTACTTACTC
	158
	475
	36.0
	2.3
	59.9

	11O
	c.6763dupA
	insdel
	p.Thr2255fs-X6
	TCTCTTTTTA
	
	A
	CATGTCCCGA
	139
	345
	38.0
	3.0
	51.1

	11O
	c.6816_6817delAA
	insdel
	p.Arg2272fs-X20
	TTGGAAAAAG
	AA
	
	GAGGAGAGCC
	85
	345
	38.0
	3.0
	84.4

	11O
	c.6821G>T
	point
	p.Gly2274Val
	AAAAGAAGAG
	G
	T
	AGAGCCCCTT
	80
	345
	38.0
	2.7
	39.2

	12
	c.6842-20T>A
	point
	
	TAAAAACATA
	T
	A
	ATGAAATATT
	206
	472
	33.5
	4.0
	71.8

	12
	c.6918T>C
	point
	p.=
	CCTTAAAGGC
	T
	C
	TCAAAAAGCA
	171
	472
	33.5
	2.3
	24.6

	13
	c.6944_6947delTAAA
	insdel
	p.Ile2315fs-X12
	CTAGGCACAA
	TAAA
	
	AGATCGAAGA
	137
	423
	32.2
	3.3
	73.5

	13
	c.7007+24A>G
	point
	
	AAATTTTTCT
	A
	G
	AATTCTAATA
	50
	423
	32.2
	2.5
	27.9

	14A
	c.7008-34G>A
	point
	
	ATGTGTACTA
	G
	A
	TCAATAAACT
	78
	332
	38.9
	2.2
	57.6

	14A
	c.7008-62A>G
	point
	
	CAACAAAGGC
	A
	G
	TATTCCTAAA
	50
	332
	38.9
	2.3
	22.4

	14A
	c.7017G>C
	point
	p.Lys2339Asn
	GCACAACTAA
	G
	C
	GAACGTCAAG
	121
	332
	38.9
	3.0
	26.1

	14A
	c.7055C>T
	point
	p.Pro2352Leu
	TTTACCGCAC
	C
	T
	TGGTCAAGAA
	159
	332
	38.9
	2.0
	41.9

	14A
	c.7078T>C
	point
	p.Ser2360Pro
	TCTGTCTAAA
	T
	C
	CTCATTTGTA
	151
	332
	38.9
	3.0
	43.3

	14A
	c.7112C>A
	point
	p.Ser2371Tyr
	TTGGAAAAAT
	C
	A
	TTCAAGCAAT
	117
	332
	38.9
	2.3
	45.5

	14B
	c.7242A>G
	point
	p.=
	AAACTAAATC
	A
	G
	CATTTTCACA
	145
	464
	37.1
	1.8
	30.0

	14B
	c.7319A>G
	point
	p.His2440Arg
	AGAATTTGAC
	A
	G
	ATAGCGTTAT
	222
	464
	37.1
	1.5
	24.7

	14B
	c.7397C>T
	point
	p.Ala2466Val
	AATCAAGCAG
	C
	T
	AGCTGTAACT
	165
	464
	37.1
	1.5
	31.8

	14B
	c.7419_7420delTG
	insdel
	p.Cys2473X
	TCACAAAGTG
	TG
	
	AAGAAGAACC
	143
	464
	37.1
	4.0
	79.9

	14B
	c.7435+53C>T
	point
	
	TAGATATTTC
	C
	T
	GTTGTTAAAT
	74
	464
	37.1
	1.5
	30.0

	15
	c.7469T>C
	point
	p.Ile2490Thr
	GCCAGAGATA
	T
	C
	ACAGGATATG
	106
	314
	42.0
	3.7
	63.3

	15
	c.7480C>T
	point
	p.Arg2494X
	ACAGGATATG
	C
	T
	GAATTAAGAA
	117
	314
	42.0
	2.0
	28.3

	15
	c.7558C>T
	point
	p.Arg2520X
	CACTCTGCCT
	C
	T
	GAATCTCTCT
	120
	314
	42.0
	2.5
	44.3

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	15
	c.7565C>T
	point
	p.Ser2522Phe
	CCTCGAATCT
	C
	T
	TCTGAAAGCA
	113
	314
	42.0
	4.0
	75.1

	16
	c.7618-2A>G
	point
	
	TATTTTGTGT
	A
	G
	GCTGTATACG
	113
	388
	36.1
	2.8
	30.3

	16
	c.7757G>A
	point
	p.Trp2586X
	GATGGTGGAT
	G
	A
	GCTCATACCC
	135
	388
	36.1
	2.2
	20.1

	16
	c.7758G>A
	point
	p.Trp2586X
	ATGGTGGATG
	G
	A
	CTCATACCCT
	134
	388
	36.1
	3.0
	61.7

	16
	c.7759C>T
	point
	p.Leu2587Phe
	TGGTGGATGG
	C
	T
	TCATACCCTC
	133
	388
	36.1
	2.0
	31.4

	17
	c.7806-14T>C
	point
	
	AATATTCTAC
	T
	C
	TTTATTTGTT
	209
	489
	36.6
	1.5
	21.7

	17
	c.7934delG
	insdel
	p.Arg2645fs-X3
	TTTGCTAATA
	G
	
	ATGCCTAAGC
	139
	489
	36.6
	4.0
	49.5

	17
	c.7976+24G>A
	point
	
	ATTACATTAC
	G
	A
	TAATCATATA
	73
	489
	36.6
	2.0
	38.5

	18A
	c.7988A>T
	point
	p.Glu2663Val
	TATGATACGG
	A
	T
	AATTGATAGA
	88
	422
	41.7
	2.0
	27.9

	18A
	c.7994A>G
	point
	p.Asp2665Gly
	ACGGAAATTG
	A
	G
	TAGAAGCAGA
	94
	422
	41.7
	2.0
	19.2

	18A
	c.8058delT
	insdel
	p.Leu2686fs-X8
	CAAAAACACT
	T
	
	GTTCTCTGTG
	158
	422
	41.7
	4.0
	81.7

	18A
	c.8063T>C
	point
	p.Leu2688Pro
	ACACTTGTTC
	T
	C
	CTGTGTTTCT
	163
	422
	41.7
	3.2
	33.8

	18A
	c.8090G>A
	point
	p.Ser2697Asn
	ATTTCATTGA
	G
	A
	CGCAAATATA
	190
	422
	41.7
	3.0
	30.1

	18A
	c.8149G>T
	point
	p.Ala2717Ser
	CCAAAAAGTG
	G
	T
	CCATTATTGA
	174
	422
	41.7
	3.0
	27.2

	18A
	c.8167G>C
	point
	p.Asp2723His
	TGAACTTACA
	G
	C
	ATGGGTGGTA
	156
	422
	41.7
	3.5
	34.4

	18A
	c.8168A>G
	point
	p.Asp2723Gly
	GAACTTACAG
	A
	G
	TGGGTGGTAT
	155
	422
	41.7
	3.5
	47.2

	18A
	c.8178T>A
	point
	p.Tyr2726X
	ATGGGTGGTA
	T
	A
	GCTGTTAAGG
	145
	422
	41.7
	1.0
	17.4

	18A
	c.8182G>A
	point
	p.Val2728Ile
	GTGGTATGCT
	G
	A
	TTAAGGCCCA
	141
	422
	41.7
	3.0
	36.3

	18B
	c.8243G>A
	point
	p.Gly2748Asp
	CTGACAGTTG
	G
	A
	TCAGAAGATT
	64
	346
	39.0
	3.0
	44.1

	18A
	c.8243G>A
	point
	p.Gly2748Asp
	CTGACAGTTG
	G
	A
	TCAGAAGATT
	80
	422
	41.7
	2.0
	48.5

	18B
	c.8297delC
	insdel
	p.Thr2766fs-X11
	GATGCCTGTA
	C
	
	ACCTCTTGAA
	118
	346
	39.0
	3.8
	52.4

	19
	c.8332-2A>G
	point
	p.splice
	TAATTTGTCC
	A
	G
	GATTTCTGCT
	113
	368
	36.7
	2.3
	28.8

	19
	c.8351G>A
	point
	p.Arg2784Gln
	AACAGTACTC
	G
	A
	GCCTGCTCGC
	134
	368
	36.7
	2.0
	22.8

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	19
	c.8395delA
	insdel
	p.Arg2799fs-X22
	TCCTGACCCT
	A
	
	GACCTTTTCC
	178
	368
	36.7
	4.0
	73.4

	19
	c.8432A>G
	point
	p.Asp2811Gly
	CTTTTCAGTG
	A
	G
	TGGAGGAAAT
	154
	368
	36.7
	2.0
	25.4

	20
	c.8525G>A
	point
	p.Arg2842His
	TACATATTTC
	G
	A
	CAATGAAAGA
	122
	439
	34.2
	3.8
	62.1

	20
	c.8567A>C
	point
	p.Glu2856Ala
	AAATATGTGG
	A
	C
	GGCCCAACAA
	164
	439
	34.2
	3.2
	62.0

	20
	c.8575delC
	insdel
	p.Gln2859fs-X4
	GGAGGCCCAA
	C
	
	AAAAGAGACT
	172
	439
	34.2
	2.2
	70.0

	20
	c.8632+21C>A
	point
	
	TTATATGGTA
	C
	A
	ACATTGTTAT
	190
	439
	34.2
	4.2
	62.4

	21
	c.8694G>A
	point
	p.=
	TTCGTGCTTT
	G
	A
	CAAGATGGTG
	181
	362
	41.2
	3.7
	45.9

	21
	c.8739C>G
	point
	p.Asp2913Glu
	ATGCAGCAGA
	C
	G
	CCAGCTTACC
	136
	362
	41.2
	2.0
	41.6

	21
	c.8754+5G>A
	point
	
	CTTGAGGTGA
	G
	A
	AGAGTAAGAG
	116
	362
	41.2
	2.0
	36.8

	22
	c.8850G>T + c.8904delC
	compound
	
	
	
	
	
	
	
	36.6
	3.5
	80.7

	22
	c.8851G>A
	point
	p.Ala2951Thr
	AATTAGGAAG
	G
	A
	CCATGGAATC
	158
	355
	36.6
	3.0
	49.5

	22
	c.8951C>G
	point
	p.Ser2984X
	GAAAAAGATT
	C
	G
	AGGTAAGTAT
	98
	355
	36.6
	4.0
	65.4

	23
	c.8956dupA
	insdel
	p.Ile2986fs-X32
	CAAACAGTTA
	
	A
	TACTGAGTAT
	69
	330
	35.5
	3.0
	55.3

	23
	c.9038C>T
	point
	p.Thr3013Ile
	CATCTTGCAA
	C
	T
	TTCAAAATCT
	152
	330
	35.5
	4.0
	82.4

	23
	c.9054_9055delTA
	insdel
	p.Ser3018fs-X3
	AATCTAAAAG
	TA
	
	AATCTGAAAG
	163
	330
	35.5
	4.0
	74.8

	23
	c.9099_9100delTC
	insdel
	p.Thr3033fs-X10
	CAAAAAAAAC
	TC
	
	AGTATCAACA
	118
	330
	35.5
	4.0
	76.1

	23
	c.9104A>C
	point
	p.Tyr3035Ser
	AAAACTCAGT
	A
	C
	TCAACAACTA
	113
	330
	35.5
	3.0
	32.6

	23
	c.9116C>G
	point
	p.Pro3039Arg
	CAACAACTAC
	C
	G
	GGTACAAACC
	101
	330
	35.5
	3.3
	35.4

	23
	c.9116C>T
	point
	p.Pro3039Leu
	CAACAACTAC
	C
	T
	GGTACAAACC
	101
	330
	35.5
	2.8
	33.9

	23
	c.9117G>A
	point
	p.=
	AACAACTACC
	G
	A
	GTACAAACCT
	100
	330
	35.5
	2.5
	34.8

	24
	c.9155G>A
	point
	p.Arg3052Gln
	TACCAGCCAC
	G
	A
	GGAGCCCCTT
	112
	371
	37.2
	3.0
	52.1

	24
	c.9227delG
	insdel
	p.Gly3076fs-X7
	GACCTAATAG
	G
	
	ATTTGTCGTT
	184
	371
	37.2
	4.0
	68.0

	24
	c.9228A>T
	point
	p.=
	ACCTAATAGG
	A
	T
	TTTGTCGTTT
	185
	371
	37.2
	4.0
	62.2

	Frag1
	Nucleotide
	Type
	Protien2
	Before3
	Wt4
	Var5
	After6
	Pos7
	Lgth8
	GC9
	Manual score10
	Auto score11

	25
	c.9257-16T>C
	point
	
	ATTCTTTTCT
	T
	C
	TTTTTTCCAT
	83
	447
	37.1
	3.0
	44.3

	25
	c.9292T>C
	point
	p.Tyr3098His
	AGACGAATGT
	T
	C
	ACAATTTACT
	134
	447
	37.1
	2.8
	37.0

	25
	c.9294C>G
	point
	p.Tyr3098X
	ACGAATGTTA
	C
	G
	AATTTACTGG
	136
	447
	37.1
	3.0
	22.3

	25
	c.9367A>G
	point
	p.Ser3123Gly
	AATTGCTGCA
	A
	G
	GCAACCTCCA
	209
	447
	37.1
	2.0
	28.5

	25
	c.9376C>T
	point
	p.Gln3126X
	AAGCAACCTC
	C
	T
	AGTGGCGACC
	218
	447
	37.1
	2.0
	18.4

	25
	c.9382C>T
	point
	p.Arg3128X
	CAGGTTGTTA
	C
	T
	GAGGCATTGG
	224
	447
	37.1
	1.0
	12.5

	25
	c.9435_9436delGT
	insdel
	p.Val3145fs-X4
	ATTTTTCTGT
	GT
	
	TTTCTGCTAG
	171
	447
	37.1
	4.0
	53.4

	25
	c.9501+3A>T
	point
	
	CTGTTGAGGT
	A
	T
	AGGTTACTTT
	102
	447
	37.1
	4.5
	49.7

	27A
	c.9672dupA
	insdel
	p.Tyr3224fs-X30
	TTGTGAGATA
	
	A
	TATTATCAAA
	170
	422
	40.5
	3.3
	54.3

	27B
	c.9909T>C
	point
	p.=
	CACCAAGGAG
	T
	C
	TGTGGCACCA
	165
	346
	42.8
	1.5
	26.8

	27B
	c.9924C>G
	point
	p.Tyr3308X
	GCACCAAATA
	C
	G
	GAAACACCCA
	167
	346
	42.8
	2.0
	22.7

	27B
	c.9976A>T
	point
	p.Lys3326X
	GACTCCATTT
	A
	T
	AAAAATTCAA
	115
	346
	42.8
	1.7
	31.4

	27C
	c.10085T>C
	point
	p.Phe3362Ser
	GAAAAACAAT
	T
	C
	TATATCTGTC
	101
	387
	39.8
	2.0
	19.9

	27C
	c.10095_10096ins11
	insdel
	p.Ser3365fs-X20
	TATATCTGTC
	
	11
	AGTGAATCCA
	111
	387
	39.8
	3.3
	73.6

	27C
	c.10110G>A
	point
	p.=
	AATCCACTAG
	G
	A
	ACTGCTCCCA
	126
	387
	39.8
	3.5
	50.5


15

