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Gene Exon  Phenotype Mutation Reference  SKIP  SKIP ID! .
. included  excluded length
rank percentile
Auricchio,
A. et
CCTTCA CCTTCAT
Hirschsprun al.(1999) S1 TCGTCT TGTCTCG 257
RET 11 JISCISPIUNG  B11462C>T  Am. J. 9 0.89 CGG G
disease
Hum.
Genet. 64,
1216-1221.
Ferrari, S.
et al.
(2001) cagCTAC
TNFRS Hyper IgM Proc. Natl. cagCTACT
Fs 5 syndrome E5+5A>T Acad. Sci. 80 22.22 S2 ??TGGG GGGGTTT 94
USA 98,
12614-
12619.
Thude, H.
et al.
T cell (1995)
TCTCAC TCTCACC
PTPRC 4 activation E4+76C>G Eur. J. 560 72.16 S3 CCGCA GGCAAG 198
Immunol. AGCA CA
25,2101-
2106.
Steingrims
dottir, H. et
HPRT al. (1992) TGTGAT TGTGATG
HPRTI 3 _ E3+29A>T  Nycleic 129 17.92 S4  GAAGG TAGGAG 184
deficiency Acids Res. AGAT AT
20, 1201-
1208.
Liu, W.G.et
Marfan al. (1997) GGATC GGATCAT
FBNI 52 svndrome E52+41C>T Nat. Genet. 33 13.31 S5 ATCGTG TGTGGG 66
Y 16, 328- GGAC  AC
329.
Llewellyn,
Acute D.H.etal TGATTC TGATTCG
HMBS 3 intermittend  E3+33C>G 5191\22()1 3 1.50 S6  GCGTG  GGTGGG 54
porphyria Genet. 33, GGTA TA
437-438.
Ishii, S. et
Cryp- al. CCCACT CCCACTA
GLA tic Fabry discase ~ Ecr+54A>G AmJHum 111 52.36 S7 AAAGTg AGTgtaa 57
Genet, 70, taa
994-1002.
Dear, A. et
CACAG CACAGA
Cryp-  Afibrinogene al. 109 59.24 S8 ATGAA TAAAGC 50
FGB tic mia Ecr+23G>A J. Thromb. GCAAC AAC
Haemost,
4,471-472.
Hereditary z/tlzyem > gAAAGA - gAAAGA
) 233 61.32 S9 AGATCT ATATCTG 99
. GGA GA
non-polyposis (2006)
MLHI 3 colorectal E3+7G>T J. Med.
cancer Genet. 43,

153-156.
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Shiga, N. et
Muscular al. (1997) ACAAA  ACAAAA
DMD 27 dvstroph E27+27G>T J. Clin. 89 12.43 S11 AAGAA ATAAGC 183
ystrophy Invest. 100, GCGAA  GAA
2204-2210.
King, K. et
al. (2002) TAACA  TAACAA
COL44 Cryp-  Alport Ecr+45A>G Hum. 277 48.43 S12 AGATG GGTGGA 147
5 tic syndrome Genet, 111, GAGAG GAG
548-554.
Ryther,
igsf(())l\ifttid R.C. etal tagGAAG tagGAAG
GHI 3 hormone E3+5A>G (2003) 413 89.01 S13 AAGCCT - GAGCCT 120
. Hum. AT AT
Deficiency,
type I1 Genet. 113,
140-148.
Zatkova, A.
Neurofibro- et al. ATTTTT  ATTTTTG
NFI 30 matosis, E30+174G>T (2004 104 13.07 SI4 GGAAG TAAGAG 203
type I Hum. AGTG TG
Mutat. 24,
491-501.
Ozsahin, H.
Adenosine et al. TGTCCA TGTCCAC
ADA 7 deminase E7+37G>A (1997) 190 69.85 S15 CGCCG ACCGGG 72
deficiency Blood 89, GGGA GA
2849-2855.
Teraoka,
S.N. et
Ataxia al.(1999) TGACCT TGACCTC
ATM 44 telangiectasia E44+58G>A Am.J. 293 73.99 S16 CGAAA AAAACA 103
Hum. CAGC GC
Genet. 64,
1617-1631.
Vulpe, C. GGGAG  GGGAGA
ATP7A 4 Menkes E4+103G>A  Stal993)  Hee 3600 SI7  ATGGA  TAGAATC 204
disease Nat. Genet. ATCAA AA
3,7-13.
Mazoyer,
S. et
Breast and al.(1998) TGTGTG TGTGTGT
BRCAI 18 ovarian E18+18G>T Am.J. 50 16.89 S18  TGAAC  TAACGG 78
cancer Hum. GGAC AC
Genet. 62,
713-715.
Theophilus,
B.D. etal. AATTTG  AATTTGG
F8 19 Hacmophilia E19+47¢>T (200D =3 0.66 S19  GCGGG  TGGGTG 117
Haemophili TGGA GA
a’7,381-
391.
Wakamatsu
Sandhoff ' N. et CTTGCG  CTTGCGC
HEXB 11 30 BliegesT A9 yes o308 $20  CCGGG  TGGGCA 175
isease J. Biol. CACA CA
Chem. 267,
2406-2413.
Isovaleri- Vockley, J., ttagCTTC  ttagCTTTG
VD 2 e E2+4C>T ol 9 2.62 21 CFeaG Tercac 90
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(2000) AC
Am. J.
Hum.
Genet. 606,
356-367.
Jiang, Z et
Frontotempor al. (2000) TAATTA TAATTAA
MAPT 10 al dementia E10+15G>T Mol. Cell. 87 24.44 S23 AGAAG TAAGAA 93
Biol. 20, AAGC GC
4036-4048.
Jiang, Z et
al. (2000) CTGGAT CTGGATC
MAPT 10 E{‘é‘;ﬁgﬁgor E10+29C>T  Mol. Cell. 91 25.56 S24  CCTAGC TTAGCAA 93
Biol. 20, AAC C
4036-4048.
Jiang, Z et
al. (2000) AGGAT AGGATA
MAPT 10 E{Z‘;ﬁgﬁgor E10+66C>T  Mol. Cell. 65 18.26 S25  AACATC ATATCAA 93
Biol. 20, AAAC AC
4036-4048.
Nystrom-
Lahti, M.,
Hereditary etal. CATTCT  CATTCTT
MLHI 17 non-polyposis g5 790 (1999) 68 19.10 S26 TCGACT TACTAGC 93
colorectal Genes AGC C
cancer Chromos.
Cancer 26,
372-375.
Nystrom-
Lahti, M.,
Hereditary etal. ATTCTT  ATTCTTC
MLHI 17 non-polyposis 7,956 (1999) 69 19.38 $27 CGACTA CACTAG 93
colorectal Genes GCC cC
cancer Chromos.
Cancer 26,
372-375.
Vuillaumie
Carbohydrate r-Barrot, S. CAGCC CAGCCA
PMM2 5 'g‘iiggggtem E5+68G>A f{tu‘:t(l%% 332 86.46 $28  AAGAA  AAAAGA 100
syndrome Mutat. 14, GAACG  ACG
543-544,
Lorson,
CL. &
Spinal Sr}di(z)ggg,) AAAAG  AAAAGA
SMN1 7 muscular E7+25G>T Hum Mol. 184 92.00 S29 AAGGA ATGAAG 54
atrophy Genet. 9, AGGTG GTG
259-265.
Goncalves,
Familial E14+175C> V., etal GATATT GATATTA
APC 14 adenomatous G (2008) 63 7.46 S30 ACGGA GGGAAT 215
polyposis Mutat. Res. ATGT GT
662, 33-36.
Medium- Nielsen, GTTCAG GTTCAGA
MCAD 5 chainacyl-  po eoor  KB.et 167 43.04 S31  ACTGCT TTGCTAT 101
CoA al.(2007) ATT T
dehydrogenas Am. J.
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e deficiency Hum.
Genet. 80,
416-432.
Suphapeeti
Eﬁ‘;‘;ayan' {a’fr(“io%é)et TCCCAG TCCCAGT
PTEN 6 E6+19C>T : . 90 16.30 S32 TCAGA TAGAGG 142
Ruvalcaba Jpn. J. Clin.
GGCG CG
syndrome Oncol. 36,
814-821.
Okajima,
Pyruvate K. etal
PDHA dehydrogenas (2006)
] 6 e E6+82G>A Mol. CGATG CGATGGT
complex Genet. 159 44.66 S33 GTGCTG ACTGCTA 93
deficiency Metab. 87, CTAA A
162-168.
Tran,
V.K.etal.
AAGAC  AAGACTT
pDMD 38 Muscular E38+108 (2006) 120 2521 S34 TTCAAT GAATAA 123
dystrophy del4 J. Med. AAAG AG
Genet. 43,
924-930.
Fackenthal,
J.D. et
E18+189 al.(2002) GAACTT GAACTTA
BRCA2 18 Breast cancer =G Am. J. 1194 85.04 S37 ACAGA GAGATG 355
Hum. TGGG GG
Genet. 71,
625-631.
Ginjaar,
LB. et
Muscular al.(2000) TTTGAT TTTGATG
116 19.86 S38  GCGAC TGACATT 150
DMD 29 dystrophy E29+19C>T  Eur.J. ATTC C
Hum.
Genet. 8,
793-796.
Kashima,
. agGGTT  agGGTTT
Spinal T.et 6 3.00 S39 TCAGAC TAGACA 54
AAA AA
SMNI 7 muscular E7+6C>T  AH2007)
atrophy Hum. Mol.
Genet. 16,
3149-3159.
Burgess, R.
Vitreoretino- T ;}féﬁoos;) CCACTG CCACTG
BESTI 6 choroidopath  E6+68T>C G en et.'46 104 35.14 S40 GTGTAT GCGTATA 78
y 620-625. ACA CA
Burgess, R.
Vitreoretino- T 12\1/1[.5008) CTGGTG CTGGTGT
BESTI 6 choroidopath  E6+71A>G G ’ 27 9.12 S41 TATACA GTACAC 78
enet. 46,
y 620-625. CAG AG
zaz?i/[- AGTACT AGTACTA
HRPT? 2 N() ex.()n E2434C>G (2009) J 227 55.64 N1 ACACAT GACATTG 106
skipping X TGG G
Endocrinol.

201(3):387-
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96.
Hahn, M.
A. etal.
No exon (2009) J AGAAG  AGAAGC
HRPT2 5 ) OX E5+36C>T ) 93 47.45 N2 CACAG ATAGAA 53
skipping Endocrinol. AAACC ACC
201(3):387-
96.
Hahn, M.
A. etal.
I (2009) ] TGTGAC TGTGACC
HRPT2 7 o E7+152C>T , 435 51.06 N3  CCGAG TGAGAT 217
SK1pping Endocrinol. ATAT AT
201(3):387-
96.
Ars, E. et
al
' CCAGA  CCAGAA
NEL Baate2T>G  (O0OHUM oy g9 o7 N4 AATCTG AGCTGC 191
pping Mol Genet. CCAT CAT
22;9(2):237
-47.
Ars, E. et
al
' TCAAGT TCAAGT
NF1 12a IS\E oo E12a+76 (2000)Hum ¢4 39.38 N5 G%TTgC A%TGgGg 124
pping G>A Mol Genet. GGG G
22;9(2):237
-47.
Ars, E. et
al
' GATTTG AATTTGC
NF1 13 ?ﬁ;ﬁiﬁg E13+40c>T  (2000)HUM 4 42.58 N6 CCGAC  TGACAA 250
Mol Genet. AAGC GC
22;9(2):237
-47.
Ars, E. et
al
' CTGGCA CTGGCAT
NFL 20 ?ﬁ;ﬁiﬁg gz;glos (2000)Hum 5o 49 03 N7  TCACTG GACTGA 182
Mol Genet. AGG GG
22;9(2):237
-47.
Ars, E. et
al
No exon ’ GGCTG GGCTGAT
NFT 21 skipping 22;;“4 I(\ig(l’(ggf:’ 154 1851 N8  ATCGGT TGGTTTG 212
; TTGA A
22:9(2):237
-47.
Ars, E. et
al
No exon y tagATAC
NEL 25 skipping E25+5T>C ﬁg?(gg“e‘:’ 310 82.45 N9 ECAGA ?%‘22‘2%‘} 98
22:9(2):237
-47.
Ars, E. et
No exon al. TGGAA  TGGAAG
NEL 27 skipping EZJT“*B ﬁOOO)H“m 370 64.69 NI0  GACGA  ATGACCT 147
ol Genet. CCTTT T
22:9(2):237
-47.
No exon E29+183 Raponi, M. AGGAG  AGGAGT
1297 96.22 N1l  TGTGAA
NFI 29 skipping ToA etal. GCCA GAGAAG 341
(2009) CCA
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FEBS J.
276(7):206
0-73.
Baralle, M.
ctal. TGACAC TGACACT
NFI 37 No exon E37434T>A  (2000) 266 67.86 N12 TTACAA AACAAC 102
skipping FEBS Lett. CAG AG
7,580(18):4
449-56.
Bonnet, C.
N ctal. ATTGAA  ATTGAAC
BRCA2 18 0 exon E18+186 (2008) 1639 74.00 NI3 CTTACA GTACAG 355
skipping G Med Genet. GAT AT
45(7):438-
46.
Whiley, P.
No exon g'zgﬁ?ﬁ' ATTTGG  ATTTGGC
BRCA2 23 ) X E23+19G>A 341 53.28 Nl4 CGTCCA ATCCATC 164
skipping BMC Med TCA A
Genet.
28;11:80.
Whiley, P.
No exon g'zgtlgﬁ' TCACTT TCACTTC
BRCA2 24 ) X E24+55A>G 418 77.41 NI5 CAGCA  GGCAAA 139
skipping BMC Med AATT TT
Genet.
28;11:80.
Pagani, F.
N et al CCTGAA CCTGAA
CFTR 9 o exon E9+118G>T (003 T 30 1999 NI6  AGATAT ATATATT 183
skipping Biol Chem. TAA AA
18;278(29):
26580-8.
Theophilus,
N B. D. ctal GAATC  GAATCA
0 exon (2001)
F8 9 Skippi E9+126G>A L. 663 98.66 N17 AGGAA  GAAATCT 172
pping Haemophili TCTTG TG
a. 7(4):381-
91.
Theophilus,
No exon B. D. ctal TGAGA  TGAGAA
(2001)
K8 12 skippi E12+52C>G o533 90.65 NI8 ACCGA  CGGAAG 151
pping Haemophili AGCTG CTG
a. 7(4):381-
91.
Theophilus,
B.D.etal.
ot CTGCAA CTGCAA
F§ 16 ?ﬁ;ﬁﬁg EI6+184G= (200D 993 96,05 NI9  AGCCTG AACCTG 213
A Haemophili GGC GGC
a. 7(4):381-
91.
Theophilus,
B.D.etal.
F8 18 ?ﬁ;ﬁﬁg EI§+139G> Q001) = 55 356 N20 écciiTAA AACATAGATAAAC 183
A Haemophili AA
a. 7(4):381- AARA
91.
No exon Theophilus, TTTGAG TTTGAGA
F8 19 Kipping E19+13C>G  MOPI > 289 63.94 N2L L caor cagraa 17
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(2001) GGAA AA
Haemophili
a. 7(4):381-
91.
Theophilus,
B.D. etal.
No exon (2001) gtagGIG oo GTGT
F8 22 skipping E22+4G>T Haemophili 104 17.11 N22 %ATCTG ATeTGrT | 156
a. 7(4):381-
91.
Theophilus,
No exon ](32'018'1? al. TACATC TACATCC
F8 23 ) E23+77G>A .. 183 32.45 N23  CGTITTG ATTTGCA 145
skipping Haemophili CAC C
a. 7(4):381-
91.
Theophilus,
No exon ](Sz'olgift o AAAGC AAAGCT
F8 24 ) o E24+109G>T .. 444 76.55 N24  TCGACT CTACTTC 149
skipping Haemophili TCAC AC
a. 7(4):381-
91.
Tournier, 1.
et al.
(2008) CATCCA CATCCA
MSH2 2 No exon E2+128G>A  Hum. 583 96.52 N25 AGGAG AAGAGA 155
skipping Mutat. AATG  ATG
29(12):141
2-24,
Tournier, 1.
et al.
(2008) AAAGG  AAAGGA
MSH2 3 No exon E3+229T>C  Hum. 727 66.09 N26 AATGTG ACGTGTT 279
skipping Mutat. TTTT TT
29(12):141
2-24,
Tournier, 1.
et al.
(2008) CTTGCT CTTGCTG
MSH2 6 No exon E6+49A>G  Hum. 231 44.42 N27 GAATA  GATAAG 134
skipping Mutat. AGTG TG
29(12):141
2-24,
Tournier, 1.
et al.
(2008) CAACAT CAACATT
MSH? 9 No exon E9+102A>G  Hum. 145 30.21 N28 TAATAA GATAAG 124
skipping Mutat. GTG TG
29(12):141
2-24,
Tournier, 1.
et al.
(2008) TCCTTC TCCTTCG
MSH?2 10 No exon E10+92T>A  Hum. 541 92.01 N29 GTAAC  AAACAA 151
skipping Mutat. AATA TA
29(12):141
2-24,
No exon Tournier, 1. TTGTTA TTGTTAA
MSH2 11 skipping EIH76A>G 312 82.98 N30 A GAA GoAAaT 08
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(2008) ATTG TG
Hum.
Mutat.
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) CTTTGC CTTTGCT
MSH?2 12 innino E12+69C>A  Hum. 510 52.69 N31 TCACGT AACGTGT 246
Mutat. GTC C
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) TTTGTG TTTGTGC
MSH?2 13 inmine E13+82C>T Hum. 359 44.65 N32 CCATGT TATGTGA 205
Mutat. GAG G
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) AATCAT AATCATA
MSH?2 14 <kinnine E14+32G>T  Hum. 390 39.96 N33 AGATG TATGAAT 248
Mutat. AATT T
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) CTAAGC CTAAGC
MSH?2 15 innino E15+59T>A  Hum. 557 80.96 N34  ATGTAA AAGTAA 176
Mutat. TAG TAG
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) TGGCAC TGGCAC
MLHI 2 inmine E2+83G>A Hum. 276 79.31 N35 CGGGA CAGGAT 91
Mutat. TCAG CAG
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) TACCTA TACCTAT
MLHI 3 hinning E3+85G>A Hum. 146 38.42 N36 TGGCTT AGCTTTC 99
Mutat. TCG G
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) ATTACA ATTACAA
MLHI 4 Kinmine E4+44C>T Hum. 250 89.29 N37 ACGAA TGAAAA 74
Mutat. AACA CA
29(12):141
2-24.
Tournier, 1.
No exon etal. GACAA GACAAT
MLHI 8 Kinmine E8+59T>G (2008) 180 52.94 N38 TATTCG AGTCGCT 89
Hum. CTCC CC

Mutat.
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29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) CTTCTT CTTCTTA
MLHI 9 skipping E9+101C>T Hum. 12 2.75 N39  ACTCTT TTCTTCA 113
Mutat. CAT T
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) ACGAG ACGAGG
MLHI 11 skipping E11+76G>C Hum. 529 88.17 N40 GAGAG  ACAGCA 154
Mutat. CATCC TCC
29(12):141
2-24.
Lastella, P
et al. CAGAG CAGAGA
MLHI 12 Is\lk‘l.’p‘;’i‘ﬁg 213;345 (2004)] 979 66.69 N4l  AAGAG ATAGAG 371
Med Genet. AGGAC GAC
41(6):e72.
Tournier, 1.
et al.
No exon (2008) AGACA  AGACAT
MLHI 13 skipping E13+12G>A  Hum. 540 93.10 N42 TCGGG CAGGAA 149
Mutat. AAGAT GAT
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) CAGTG CAGTGG
MLHI 14 skipping E14+58C>A  Hum. 112 26.67 N43 GGCCTT GACTTGG 109
Mutat. GGCA CA
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) GAAGG  GAAGGA
MLHI 16 skipping E16+89T>A Hum. 553 85.87 N44  ACTTGC CATGCTG 165
Mutat. TGAA AA
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) AGGGA  AGGGAC
MLHI 17 skipping E17+63G>T Hum. 121 33.99 N45 CTGCCT TTCCTAT 93
Mutat. ATCT CT
29(12):141
2-24.
Tournier, 1.
et al.
No exon (2008) AGAAT AGAATG
MLHI 18 skipping E18+52G>A  Hum. 163 37.05 N46  GCGCTA CACTATG 1
Mutat. TGTT TT
29(12):141

2-24.






