ACTTTCACTT
CCTCCCCEA
GCTCCCGCCAA
TGTCCGEECG
CTCCTGCGECC
CCCACCCAGG
GCCGCCCEEA
CACGECCTGG
GAGGTAGCAT
CCACGCCAGA
CCTCACCCCGA
CCATCTGECT
GAGGTCTCCC
TCAGATGCAC
TGGCGTCTCT
TTGCAGCAGT
GCACTCCCAT
TGTCAGCCCG
CAGCTGCGGA
GCGEGEECCCT
CCGGACGEEG
CAGTIGCCCCG

TCTCTTCCGC
GGAGAGAGEG
GIeEEEGree
TCCTTTCCCC
CAGTGCGGAC
ATCCCGGECCT
CAGCGAGGCA
CTGAGITGCT
TTCCCAGGAG
TGGACGAGAA
GCAGTGGECGG
GGCAGAGCAA
CAACGCAGGA
ACCGTCACCA
CAAGGACATG
GCGTGATTGG
GGEGTECEEC
CAACACCTCC
TGCCTGGAAGA
CTGGAGCCAG
GCAGCCAGAT
GGTGCACCTT

CGAAGCCGECT
CTTTGCCTTG
TCCGGGACTT
GCTTCTTCCC
CTGICTCGEC

ATA

RBCK1 (NM 031229. 4)

CCCCTTGCERA
AAACCCGCGA
GGAACGECCCC
ACCTCGECTG
GCCCGECTGCC

AGAACTGEGEG
CGCCAGEEEC
GCCTGEGETGCG
GICCCGITTC
CTCTCACCGC

GGTCACCGEG CAGTGTGATG CTTCCCGACT

CACACAGGEC
CCTGGICTCC
GCACGGTICCC
GACCAAGAAA
GCGCGEGATCGA
CGEGTECCCC
CATCACCCTG
TCTGGECTCAC
GITTTTCTGG
GCAGCGECTG
AGAATGGGEGA
CTCAACCCTC
TCTGECECTTC
GCCCCCCAAA
GCAGTGCCTG
CATCAACAAG

TTGEECCECG
CGCCTCTCCC
CCCCAGEEEG
GCAGAGGAAA
ACAGGTGGCA
TGAGTGITGCA
TGGGTGAGCG
AGTGCGCCCT
ACTATGCECTT
GCACGAGACC
CAGTGCCTAC
AGGAGCTGCA
AAGGACCTCA
GCCCEEEETC
AGCCCCCACC
CCCACGCGEC

CCGGAGCCCA
AGGCGACCCG
ATGGGCACAG
TGGECCCTGAG
ATGAAGTGIG
ACTGAAGCCT
TGGAGGATGC
GATATGACAG
CCCACCAGTC
AGGAGACCCT
CTCTATCTGC
GCGEGEGAGCGG
CGCTGCAGCC
CCCCAGGAAC
GGTGEECTGG
CTGECTGTGA

evers

- CDNA -

-410 c.exl_ex4del

- 360
-310
- 260
- 210
- 160
-110
- 60
- 10
41

91

141
191
241
291
341
391
441
491
541
591
641

c.52GC

L41f sX7

C.456+1GC

c.494del G

Q185X
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GATGTGCTGC
AGCCCGACGA
CGTCAGTACC
GCACGICCAG
AGTGCCCCGT
CGTGAGTGIC
CAACAGCCAG
CGTGCCTCEEG
GAGGATTACC
CAGIGCCTTC
TCTTTGAGGA
AACTGCCTGC
TCAGGAGGAC
CGACAGAGAT
CCCCAGTGCC
CTGCACCGTC
GCGECCCTGEG
AATGCGATTC
TGGIGEEECC

CGEECECECC
GGAGGAGCGA
AGCAGCGGAA
CTGGACCAGA
GIGCTACTCG
TGCACACCTT
GAGGCGGAGG
CAAGCTCCTG
AGCGATTTCT
AGCTACCATT
TGATGITCAAT
TCTGCAAGEC
CTGECCCTGC
GCTGAACGTG
AGATCGTGGT
TGCCACACCG
GGGCCCAGGA
CTTGCCACCC
ACATGCTGAC

CCGAGGCCTA
GCECECCTGG
GCAGCAGCAG
GGAGCCTGGT
GIGCTGECEC
CTGCAGGEGAG
TCTCCTGCCC
GAGAGGGAGA
AGACCTGECEC
GCAAGACCCC
GAGITCACCT
CATCCATGAG
GGGECTCAGAA
ATGCTGCAGC
ACAGAAGAAG
AGATCTGCTG
GACACCAGCG
AAGCTGTCAG
CCAGCCCCAC

TAGCTCAGEG AGCTTCGTGG ACGGECCTTGC

CCCTGECCTEC
TCCTTCCCTT
CTCTGCCTGA
GGTGGAGCCT
TCAAACACCA
GGGECTAACTT
CTTGCTAACC
CAGCCCGTCA

ACTGCGGITG
GGGECTTGCC
CCCCACCCTT
CTGIGIGACT
AGCACTCTCA
CTCTGCCTTT
TGITCAGAGC
GGICCCCECTC

TCCACGGTCA
GGCCAGACTT
AAACATAGCC
CCATACTCCT
GCCTCCCCEC
GIGGTTGGAG
CAGGAAGGAG
TGCGTCTCCC

CCAGGTCCCC
COGECEAGCGA
CAGGAGCGEEA
GCTGAACACG
CCGGCGAGEC
TGCCTGCAGG
CTTCATTGAC
TCAAGGCGCT
ATCTCCATTG
AGATTGCAAG
GCCCTGIGTIG
CAGATGAACT
CGATGTGECT
AGGGECGAGEC
GACGECTGCG
GGTCACCAAG
GGEECTECCG
AACTGCCACT
ATCCACATTC
TTGCTGTAGC
CATCTGCCCC
CTCTCCCCTG
CCTGGCCAGA
CCCACCACAA
CTTCACCTGT
GCCTGAGECC
ACTGCACAGT
TCTCTGCACGC

GCCTCATACC
GGAGGCCCTG
ACTACCTGCA
GAGCCCCECCG
CGTGGTCCTG
GCACCATCCG
AACACCTACT
CCTGACCCCT
CTGAAAACCG
GGATGGTGCT
TTTCCACGIC
GCAAGGAGTA
GCCCGGCAGA
CATGCGCTGC
ACTGGATCCG
GGCCCACGCT
CTGCAGGGTA
GAGCTAAAGA
TGITAGAATG
GITGTAGEEG
AGTGCCTTTG
CGCCTCCCAC
GCCCTTCCTG
CACTCATCTG
CACCTTTCTG
TCTTGGAACT
TTTGAAAGCA
CTGIGTAAGC

691
741
791
841
891
941
991
1041
1091
1141
1191
1241
1291
1341
1391
1441
1491
*g
*58
*108
*158
*208
*258
*308
*358
*408
*458
*508

QR31Sfs*45

P190fs c.722del c.727_728i nsGECG c. 727CGT

Q22X

Q67* L273Pfs*27

V295L

€. 896_899del C305F

A319V

€. 1054CT

c. 1160A>G

T470S E471K
T489Pf s*9

N508Pf s* 4
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TATTATAATT
GAGGAAATGA
GGTCTCTGGEG
GAATGAGGECT
ATGCCCAGCC
AGGTGGAGTG
CGGGAGCGEA
ATCTAGGGIT
TGAGCGGTCG
AGTATCGATT
TTACTAAGAC
CTGTGACCCA
ACATTGTCCA
TCTGCTGCTG
TGGAAAGGCA
CCAGTCACTG
TTCGCCACTG
GGGEGECACACT
AGAACCACTG
AGCCGTGTGG
CCCCTCTCTT
AGACAAAAGC
CACCCAGTGT
GCGCAACATCG
A

AAAATGGTTT
ATGICCTGEC
AACTGCATCA
GIGACTGAGC
TCAGGGGCAA
TGCAGIGTGT
AGTCTTGCCA
GCCAGGTAGA
GGITGICCAT
CAGCAGTATT
AGGGTCCTGG
CCCTCCTTCC
CCCTGIGACG
AAGCCCTGTG
CTGCCACCTG
TGCGCAGAGC
CCTGCATTGG
CAGGCAGCCT
ACTGGCGAGGA
ATGGGACCAG
GCCAGGEECCT
AGAGATTGIT
TGTTTTAGAA
TTTACCACAT

TCCGGCGAACG
CTGGEGACTCT
GAAAGTTGAC
ACTGGCGACCT
GGATGCTCTT
CAAGTCTGCA
CTCCTGCTCC
TAGTTCAAGA
CCTATTTTCT
TACTAGAACC
GATGITCATT
CCTTTTGAGA
TGACCATCAT
ATTTTGTGGG
CCGTTGGATG
TGTCTGAGAA
CTCAGGCCAG
CCCCEECCCT
AACAGAAAAA
CTCAGGCAGA
GGECCTGGTGT
CTCTTGIGGT
ATTTAAATCG
TAAAATCTAG

GATGAGIGTG
ACACACAGEC
TTGICAGTCC
TTCTACCAGA
GGGTCACCGT
GAGAAGGATG
CTTTTGACCT
AGGAACGAAG
CGTCTCAAGC
CACTCTGIGC
CTCTAAGTCT
TCTGGTATTT
CATAGCAGEC
GAAGGECCTG
CCAGGACTCA
TGTGIGAGIG
TCAACCGTCG
GGAGGCAGAA
GCAGAGGAGA
CCCTGTCTCA
CTCTCAGGAG
ACCACAGCCT
GITGCCCATC
ATGCCCTGCT

ATGTCCTTGA
AGGATCCTGA
ATCTGIGGTA
TGTGGACCCC
CAGCCAGGAC
GCCTTAGEGEG
CTCAGCAGEC
CTGCTGCAGT
AAGATGGCAC
TGGTCCGAGG
TTCCTCCGCT
GATGCCCAAC
AGAGGGECGCC
TTCTAGCAAC
AGAGCTGECC
GACTGEGTCC
CAGAGGATGA
AGGCCCAGEC
GCCAGECTGC
TACCCACTCT
CCTGGECECATG
GIAACCAGTC
TTTTTAAATT
TCTCTTGAAA

*558
*608
*658
*708
*758
*808
*858
*908
*958
*1008
*1058
*1108
*1158
*1208
*1258
*1308
*1358
*1408
*1458
*1508
*1558
*1608
*1658
*1708
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