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AGGCCCCCGGGGGCGCGCGCCGCTCTCTGGGCGCTGCTGGGCTGCGGCGGCGGCGGCGGC
GGCGGTGGTTACTATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCT
.............ATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCT

.............-M--A--E--S--A--G--A--S--S--F--F--P--L--V--V--L

CCTGCTCGCCGGCAGCGGCGGGTCCGGGCCCCGGGGGGTCCAGGCTCTGCTGTGTGCGTG
CCTGCTCGCCGGCAGCGGCGGGTCCGGGCCCCGGGGGGTCCAGGCTCTGCTGTGTGCGTG

--L--L--A--G--S--G--G--S--G--P--R--G--V--Q--A--L--L--C--A--C

CACCAGCTGCCTCCAGGCCAACTACACGTGTGAGACAGATGGGGCCTGCATGGTTTCCAT
CACCAGCTGCCTCCAGGCCAACTACACGTGTGAGACAGATGGGGCCTGCATGGTTTCCAT

--T--S--C--L--Q--A--N--Y--T--C--E--T--D--G--A--C--M--V--S--I

TTTCAATCTGGATGGGATGGAGCACCATGTGCGCACCTGCATCCCCAAAGTGGAGCTGGT
TTTCAATCTGGATGGGATGGAGCACCATGTGCGCACCTGCATCCCCAAAGTGGAGCTGGT

--F--N--L--D--G--M--E--H--H--V--R--T--C--I--P--K--V--E--L--V

CCCTGCCGGGAAGCCCTTCTACTGCCTGAGCTCGGAGGACCTGCGCAACACCCACTGCTG
CCCTGCCGGGAAGCCCTTCTACTGCCTGAGCTCGGAGGACCTGCGCAACACCCACTGCTG

--P--A--G--K--P--F--Y--C--L--S--S--E--D--L--R--N--T--H--C--C

CTACACTGACTACTGCAACAGGATCGACTTGAGGGTGCCCAGTGGTCACCTCAAGGAGCC
CTACACTGACTACTGCAACAGGATCGACTTGAGGGTGCCCAGTGGTCACCTCAAGGAGCC

--Y--T--D--Y--C--N--R--I--D--L--R--V--P--S--G--H--L--K--E--P

TGAGCACCCGTCCATGTGGGGCCCGGTGGAGCTGGTAGGCATCATCGCCGGCCCGGTGTT
TGAGCACCCGTCCATGTGGGGCCCGGTGGAGCTGGTAGGCATCATCGCCGGCCCGGTGTT

--E--H--P--S--M--W--G--P--V--E--L--V--G--I--I--A--G--P--V--F

                            Y                               

CCTCCTGTTCCTCATCATCATCATTGTTTTCCTTGTCATTAACTATCATCAGCGTGTCTA
CCTCCTGTTCCTCATCATCATCATTGTTTTCCTTGTCATTAACTATCATCAGCGTGTCTA

--L--L--F--L--I--I--I--I--V-=F=-L--V--I--N--Y--H--Q--R--V--Y

TCACAACCGCCAGAGACTGGACATGGAAGATCCCTCATGTGAGATGTGTCTCTCCAAAGA
TCACAACCGCCAGAGACTGGACATGGAAGATCCCTCATGTGAGATGTGTCTCTCCAAAGA

--H--N--R--Q--R--L--D--M--E--D--P--S--C--E--M--C--L--S--K--D

CAAGACGCTCCAGGATCTTGTCTACGATCTCTCCACCTCAGGGTCTGGCTCAGGGTTACC
CAAGACGCTCCAGGATCTTGTCTACGATCTCTCCACCTCAGGGTCTGGCTCAGGGTTACC

--K--T--L--Q--D--L--V--Y--D--L--S--T--S--G--S--G--S--G--L--P

CCTCTTTGTCCAGCGCACAGTGGCCCGAACCATCGTTTTACAAGAGATTATTGGCAAGGG
CCTCTTTGTCCAGCGCACAGTGGCCCGAACCATCGTTTTACAAGAGATTATTGGCAAGGG

--L--F--V--Q--R--T--V--A--R--T--I--V--L--Q--E--I--I--G--K--G

TCGGTTTGGGGAAGTATGGCGGGGCCGCTGGAGGGGTGGTGATGTGGCTGTGAAAATATT
TCGGTTTGGGGAAGTATGGCGGGGCCGCTGGAGGGGTGGTGATGTGGCTGTGAAAATATT

--R--F--G--E--V--W--R--G--R--W--R--G--G--D--V--A--V--K--I--F

CTCTTCTCGTGAAGAACGGTCTTGGTTCAGGGAAGCAGAGATATACCAGACGGTCATGCT
CTCTTCTCGTGAAGAACGGTCTTGGTTCAGGGAAGCAGAGATATACCAGACGGTCATGCT

--S--S--R--E--E--R--S--W--F--R--E--A--E--I--Y--Q--T--V--M--L

GCGCCATGAAAACATCCTTGGATTTATTGCTGCTGACAATAAAGATAATGGCACCTGGAC
GCGCCATGAAAACATCCTTGGATTTATTGCTGCTGACAATAAAGATAATGGCACCTGGAC

--R--H--E--N--I--L--G--F--I--A--A--D--N--K--D--N--G--T--W--T

ACAGCTGTGGCTTGTTTCTGACTATCATGAGCACGGGTCCCTGTTTGATTATCTGAACCG
ACAGCTGTGGCTTGTTTCTGACTATCATGAGCACGGGTCCCTGTTTGATTATCTGAACCG

--Q--L--W--L--V--S--D--Y--H--E--H--G--S--L--F--D--Y--L--N--R

GTACACAGTGACAATTGAGGGGATGATTAAGCTGGCCTTGTCTGCTGCTAGTGGGCTGGC
GTACACAGTGACAATTGAGGGGATGATTAAGCTGGCCTTGTCTGCTGCTAGTGGGCTGGC

--Y--T--V--T--I--E--G--M--I--K--L--A--L--S--A--A--S--G--L--A

ACACCTGCACATGGAGATCGTGGGCACCCAAGGGAAGCCTGGAATTGCTCATCGAGACTT
ACACCTGCACATGGAGATCGTGGGCACCCAAGGGAAGCCTGGAATTGCTCATCGAGACTT

--H--L--H--M--E--I--V--G--T--Q--G--K--P--G--I--A--H--R--D--L

AAAGTCAAAGAACATTCTGGTGAAGAAAAATGGCATGTGTGCCATAGCAGACCTGGGCCT
AAAGTCAAAGAACATTCTGGTGAAGAAAAATGGCATGTGTGCCATAGCAGACCTGGGCCT

--K--S--K--N--I--L--V--K--K--N--G--M--C--A--I--A--D--L--G--L

GGCTGTCCGTCATGATGCAGTCACTGACACCATTGACATTGCCCCGAATCAGAGGGTGGG
GGCTGTCCGTCATGATGCAGTCACTGACACCATTGACATTGCCCCGAATCAGAGGGTGGG

--A--V--R--H--D--A--V--T--D--T--I--D--I--A--P--N--Q--R--V--G

GACCAAACGATACATGGCCCCTGAAGTACTTGATGAAACCATTAATATGAAACACTTTGA
GACCAAACGATACATGGCCCCTGAAGTACTTGATGAAACCATTAATATGAAACACTTTGA

--T--K--R--Y--M--A--P--E--V--L--D--E--T--I--N--M--K--H--F--D

                                 S                          

CTCCTTTAAATGTGCTGATATTTATGCCCTCGGGCTTGTATATTGGGAGATTGCTCGAAG
CTCCTTTAAATGTGCTGATATTTATGCCCTCGGGCTTGTATATTGGGAGATTGCTCGAAG

--S--F--K--C--A--D--I--Y--A--L--G--L--V--Y--W--E--I--A--R--R

ATGCAATTCTGGAGGAGTCCATGAAGAATATCAGCTGCCATATTACGACTTAGTGCCCTC
ATGCAATTCTGGAGGAGTCCATGAAGAATATCAGCTGCCATATTACGACTTAGTGCCCTC

--C--N--S--G--G--V--H--E--E--Y--Q--L--P--Y--Y--D--L--V--P--S

TGACCCTTCCATTGAGGAAATGCGAAAGGTTGTATGTGATCAGAAGCTGCGTCCCAACAT
TGACCCTTCCATTGAGGAAATGCGAAAGGTTGTATGTGATCAGAAGCTGCGTCCCAACAT

--D--P--S--I--E--E--M--R--K--V--V--C--D--Q--K--L--R--P--N--I

CCCCAACTGGTGGCAGAGTTATGAGGCACTGCGGGTGATGGGGAAGATGATGCGAGAGTG
CCCCAACTGGTGGCAGAGTTATGAGGCACTGCGGGTGATGGGGAAGATGATGCGAGAGTG

--P--N--W--W--Q--S--Y--E--A--L--R--V--M--G--K--M--M--R--E--C

TTGGTATGCCAACGGCGCAGCCCGCCTGACGGCCCTGCGCATCAAGAAGACCCTCTCCCA
TTGGTATGCCAACGGCGCAGCCCGCCTGACGGCCCTGCGCATCAAGAAGACCCTCTCCCA

--W--Y--A--N--G--A--A--R--L--T--A--L--R--I--K--K--T--L--S--Q

GCTCAGCGTGCAGGAAGACGTGAAGATCTAACTGCTCCCTCTCTCCACACGGAGCTCCTG
GCTCAGCGTGCAGGAAGACGTGAAGATCTAA.............................

--L--S--V--Q--E--D--V--K--I--*-.............................

GCAGCGAGAACTACGCACAGCTGCCGCGTTGAGCGTACGATGGAGGCCTACCTCTCGTTT
                  M                                         

CTGCCCAGCCCTCTGTGGCCAGGAGCCCTGGCCCGCAAGAGGGACAGAGCCCGGGAGAGA
CTCGCTCACTCCCATGTTGGGTTTGAGACAGACACCTTTTCTATTTACCTCCTAATGGCA
TGGAGACTCTGAGAGCGAATTGTGTGGAGAACTCAGTGCCACACCTCGAACTGGTTGTAG
TGGGAAGTCCCGCGAAACCCGGTGCATCTGGCACGTGGCCAGGAGCCATGACAGGGGCGC
TTGGGAGGGGCCGGAGGAACCGAGGTGTTGCCAGTGCTAAGCTGCCCTGAGGGTTTCCTT
CGGGGACCAGCCCACAGCACACCAAGGTGGCCCGGAAGAACCAGAAGTGCAGCCCCTCTC
ACAGGCAGCTCTGAGCCGCGCTTTCCCCTCCTCCCTGGGATGGACGCTGCCGGGAGACTG
CCAGTGGAGACGGAATCTGCCGCTTTGTCTGTCCAGCCGTGTGTGCATGTGCCGAGGTGC
GTCCCCCGTTGTGCCTGGTTCGTGCCATGCCCTTACACGTGCGTGTGAGTGTGTGTGTGT
GTCTGTAGGTGCGCACTTACCTGCTTGAGCTTTCTGTGCATGTGCAGGTCGGGGGTGTGG
TCGTCATGCTGTCCGTGCTTGCTGGTGCCTCTTTTCAGTAGTGAGCAGCATCTAGTTTCC
CTGGTGCCCTTCCCTGGAGGTCTCTCCCTCCCCCAGAGCCCCTCATGCCACAGTGGTACT
CTGTGTCTGGCAGGCTACTCTGCCCACCCCAGCATCAGCACAGCTCTCCTCCTCCATCTC
AGACTGTGGAACCAAAGCTGGCCCAGTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAAT
GTGAGGGTGGTGGGTGGGATGGGCAGGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGT
       R                                                    

GTCAGCCATGGGAAATGAGCCAGCCCAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGC
CGAGGAATGTGAAGCCAGATCTCGGGACTCAGATTGGAATGTTACATCTGTCTTTCATCT
CCCAGATCCTGGAAACAGCAGTGTATATTTTTGGTGGTGGTGGGTTTGGGGTGGGGAAGG
GAAGGGCGGGCAAGGAGTGGGGAGGGAGTCTGGGGTGGGAGGGAGGCATCTGCATGGGTC
TTCTTTTACTGGACTGTCTGATCAGGGTGGAGGGAAGGTGAGAGGTTTGCATCCACTTCA
GGAGCCCTACTGAAGGGAACAGCCTGAGCCGAACATGTTATTTAACCTGAGTATAGTATT
                                        M                   

TAACGAAGCCTAGAAGCACGGCTGTGGGTGGTGATTTGGTCAGCATATCTTAGGTATATA
ATAACTTTGAAGCCATAACTTTTAACTGGAGTGGTTTGATTTCTTTTTTTAATTTTATTG
GGAGGGTTTGGATTTTAACTTTTTTTAATGTTGTTAAATATTAAGTTTTTGTAAAAGGAA
AACCATCTCTGTGATTACCTCTCAATCTATTTGTTTTTAAAGAAATCCCTAAAAAAAAAA
ATTATCCAATTGAACGCACATAGCTCAATCACACTGGAAATGTTTGTCCTTGCACCTGAG
CCTGTTCCCACTCAGCAGTGAGAGTTCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATT
TTGTCCCCACCCCCAATTCCTTGAGTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCC
AGCTGGTTGTACCCTCTCCAGGCATTTATTCAACAAATGTGGGTGAAGTGCCTGCTGGGT
GCCAGGTGCTGGGAATACATCTGTGGACAAGACATGCTTGGGTCCTACTCCTGGAGCACT
GTAAAAAGAGCTGATTCAAGTAAGTAGATGCCTGTTTTGAGACCAGAAGGTTTCATAATT
GGTTCTACGACCCTTTTGAGCCTAGAATTATTGTTCTTATATAAGATCACTGAAGAAAGA
GGAACCCCCACAACCCCCTCCACAAAGAGACCAGGGGCGGGTGATGAGACCTGGGGTTTA
                             R                              

GAACCCCAGGTGAGACCTCAAATCACTGCATTCATTCTGAGCCCCCTTCCTGTCCCCAGG
GGAGGTGTATTGTGTATGTAGCCTTAGAGCATCTCTGCCTCCAACCCAGCAGTTCTCTGC
CAAAGCTTGTGGAGGAGGGAGAGCCCTGTCCCTGCCCTCAGGCTCCCCAGTGCTCCTGGC
CCTTCTATTTATTTGACTGATTATTGCTTCTTTCCTTGCATTAAAGGAGATCTTCCCCTA
ACCTTTGGGCCAATTTACTGGCCACTAATTTCGTTTAAATACCATTGTGTCATTGGGGGG
                                Y                           

ACCGTCTTTACCCCTGCTGACCTCCCACCTATCCGCCCTGCAGCAGAACCTTGGCGGTTT
ATAGGTAATGATGGAACTTAGACTCCTCTTCCCAGAGTCACAAGTAGCCTCTGGGATCTG
            Y                                               

CCAACACACGTCCACTCCCAAGCCACTAGCCCACTCCCCAGTTGGCCCTTCTGCCCTTAC
CCCACACACAGTCCAACTCTTCCACCTCTGGGGAAGATGGAGCAGGTCTTTGGGAAGCTC
CCACACCCACCTCTGCCACTCTTAACACTAAGTGAGAGTTGGGGAGAAACTGAAGCCGTG
TTTTTGGCCCCCCGAGGCTAACCCTGATCCATAGTGCTACCTGCACCTCTGGATTCTGGA
TTCACAGACCAAGTCCAAGCCCGTTCTTACGTCGCCATAAAGGCCCCCGAACGGCATTCT
CGGTACTTCTGTTTGTTTTTGTACATTTTATTAGAAAGGACTGTAAAATAGCCACTTAGA
CACTTTACCTCTTCAGTATGCAAATGTAAATAAATTGTAATATAGGAAATCTTTTGTTTT
AATATAAGAATGAGCCTGTCCAATTTCTGCTGTACATTATTAAAAGTTTTATTC
Translation
MAESAGASSFFPLVVLLLAGSGGSGPRGVQALLCACTSCLQANYTCETDGACMVSIFNLD
GMEHHVRTCIPKVELVPAGKPFYCLSSEDLRNTHCCYTDYCNRIDLRVPSGHLKEPEHPS
MWGPVELVGIIAGPVFLLFLIIIIVFLVINYHQRVYHNRQRLDMEDPSCEMCLSKDKTLQ
DLVYDLSTSGSGSGLPLFVQRTVARTIVLQEIIGKGRFGEVWRGRWRGGDVAVKIFSSRE
ERSWFREAEIYQTVMLRHENILGFIAADNKDNGTWTQLWLVSDYHEHGSLFDYLNRYTVT
IEGMIKLALSAASGLAHLHMEIVGTQGKPGIAHRDLKSKNILVKKNGMCAIADLGLAVRH
DAVTDTIDIAPNQRVGTKRYMAPEVLDETINMKHFDSFKCADIYALGLVYWEIARRCNSG
GVHEEYQLPYYDLVPSDPSIEEMRKVVCDQKLRPNIPNWWQSYEALRVMGKMMRECWYAN
GAARLTALRIKKTLSQLSVQEDVKI
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Genomic Sequence 

Gene Sequence information for ENSG00000135503
Exon 1

1 ENSE00001483607 12 1 

50,494,095 50,494,120 - - 

26 AGGCCCCCGGGGGCGCGCGCCGCTCT
THIS STYLE: Location of other exons

THIS STYLE: Location of selected exons 

THIS STYLE: Location of SNPs

Highlighted Red is a PCR and Sequencing Primer Sequence.

>chromosome:NCBI36:12:50493495:50677724:1

AGTGGTAACTCTTCGTGGAAGAATAATTGCAAGATAAGAAGGAATCTGCCTGGCGCAGTG

GCTCACGCCTGTAATCCCAGCACTCTGGGAGGCCCAGGCAGGCGGATCACTTGAGCCCAG

GAGTTGGAGACCAACTTGGCCAACAAGGCGAAACCCCGTCTCTACTAAAAACACAAAAAT

TAGCGGGGCGTGGCTGCGCACACCTGTAGTCCCAGCTACTCGGGAGGCTGAGGCAGGAGA

ATCGCTTGAATCCTTGAACCCCGGAGGCAGAGGTTGCAGTGAGCAGAGATCGCACCACTG

CCCTCCAGCCTGGGCAACAGAGCGAGGCTCCTTCTTAAAAAAAAAAAAAAAAGCTAAGCT

GACAAGAATTGGGCGGTGCACCTGCCACCCTGGGAGCCTGGTACCTGAGCCCCTCTTCCA

CCGGCAGTCCCACGGGCTTTGCTGCTCCTTTCCAACGGATTAACAAACTCTCTGCTCTTT

CGGTATTTCTTAACGTTTATAAACCGTCCAAAGCACCACTGCCCCAAGACTGTGCTCCCA beginning of read
TTTTACAGCTGAGGGCAAGGGCACTGTGAGGTGAGGGAGAATCTGGCCCATCTGCAGCCC

AGGCCCCCGGGGGCGCGCGCCGCTCTTTAGGAAGGAGCAGCTTTGTTTCCCACCAGCCCT |{base 602:G/T} Patient is a G at this site
GCACTGTGGCGAGCGGGCCGGGGCTGCCGGGCGACGCCCGGTCGCCGTCGCCGCCAGTGA |{base 708:T/C}

TCCATAGCGTGAGCAGGACGACCAGCGCCCCGGTGCCCAGCGCCCCCACGAAGCCGGTGA end of read
GGAGGCCGAGCGCCAGCGGCCCCGCCCAACCCATGGGGCTCCGCTCGTACAGGGGCTGCG

GCAGGCGCTCCACGATCAGCTGCAGGGCGTCCCAGTCCGGCGCGGGGACCGCGGCGCGCC

GGGGGCGCGGGGCCGGGGCAAAGGGCACGCGGGCGGCGGCGCCGGGCCGCGGCAGGAAGC

GCTGCCCGAACTTGCGCAGCTGCAGCGTCGCCTGCTGGTGGAGGTTCTTGCCCAGCTCCC

TGGCCACGTCCGGGCGGCCGCTGCGCCGCAGGGCCCGAGCCAGGCGGTCCCAGGACAGGG

ACGCGGCCTGGGGGGCCAGCCAGGCCGCCAGCGCCTCCCGGCAGCCGTCGGACACCTCTC

CAGGCCCGGCTACCCTGCCCGCCGGGTCCTCGGCCGCCTCTCGCCGCCGCCGCCGGCTCG

GAGACCCCGACGTGGTGTTGAGCGGCTCAGGCCGCGCCAGCCGGTCTTCAGAAAGCCGGG

ACAACTCGGCCTCCACGTCGGGCTCGGGCGCCTCCAGGAGCGACCGGAAATGGCCGCACT

CCTCCGGGGTCAGCAGCTCGGCCAGACGGACGGCTGCGTGAGGGCCCATAGCGTCCACGG

CCCCCGCCGGAGCCAGCGCCCAAACCCAGAGCGTGAGGACCAAGGCGCTCGCCAGAGTCC |{base 1414:T/C} |{base 1415:G/C}

GCGCCGCCATCCCTGGCGGGAACCAGGGACCGAGGACTGTGCGGGGACGGGGACGTGGAC

GGGCTCCGCGCCGGTGATGGGGGAGGGGTTCCGAACGCCCGCGGATTGTGGGAGGGAGGA

GGCTCCGAACAGTCGGGAAGCCTAGTGGAGGAGGGGACTGGGGACAAGGGGGCTGCCAAC

ACCCAGCGACGGAGACGGGGACTCCGACATGGCACTTGTTGGAGGGTCTCACGAAACTCA

GGAACTGGGGTAAGAGGGCTTGCAACACCCAGGAAGGGGGTTCTCAGCCCCCCAGGAGGC |{base 1686:T/A}

TAGGATTCTGGGCTTTTACATTGTAGCTCCTGCCCTAGGCCTCCTAATAGCCACTAATAC

CTCAAACTGAACAAGTTACCAACATCTCTTCTAATTCATGTACTCCCCAACCGTTCCCCT

TTACGAAAAGCCCTAGACCCCTTGCTCTCCATTAACTTCGATATTCAATCAATTCCTACA

TTCTCTTTTTTTATTTTCTTTTGTGCAGATAGGGGTCTTGCTGTGTTGCGCAGGCTGGTC

TCCAGCTCCAGCCTCCGCCTCTGCCACCACCTCCCAAAGTGCTGTGATGACAGGAATGAG

CCACCATGCCTGGCCTCAATTCCTAAATTCTCCTCTTGTCTACCAAATACTAAAGTTTAG

TATTTATTAAATGAATCCATCATCCCATTCTCCCACTCCAGTGCAAGTCCAGACCCTCCT

CCTCTCTTGCTGGTCCTCCAGCCCCCATCCTTGCCCCCCAACACTGGGGCCCTGCCTACC

TGCACTT

CCGGCAGTCCCACGGGCTTTGCTGCTCCTTTCCAACGGATTAACAAACTCTCTGCTCTTT

CGGTATTTCTTAACGTTTATAAACCGTCCAAAGCACCACTGCCCCAAGACTGTGCTCCCA

TTTTACAGCTGAGGGCAAGGGCACTGTGAGGTGAGGGAGAATCTGGCCCATCTGCAGCCC

AGGCCCCCGGGGGCGCGCGCCGCTCTTTAGGAAGGAGCAGCTTTGTTTCCCACCAGCCCT

GCACTGTGGCGAGCGGGCCGGGGCTGCCGGGCGACGCCCGGTCGCCGTCGCCGCCAGTGA

TCCATAGCGTGAGCAGGACGACCAGCGCCCCGGTGCCCAGCGCCCCCACGAAGCCGGTGA

Exons 2

50,631,748 50,631,885 - 1 

138 nts CTGGGCGCTGCTGGGCTGCGGCGGCGGCGGCGGCGGCGGTGGTTACTATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCTCCTGCTCGCCGGCAGCGGCGGGTCCGGGCCCCGGGGGGTCCAGG
Exon 2
TTTACCAAAAGGGTTCTACCTACCAGCCCAATCAGAGTGCCTCACACGGCACCCTCACCC

ATACTGTCATCAATAAAGAGCTTTGCTATGTTCTGAAAAGGCGCGTGCCGCGATTCCATC

ACACAGGCTGCCGCGTCCAGAGGATGGCAGGGGGCGAGGCGAGGCAGGGAAACCAGTTAG

GAGACCGCGGCGATGATCCCAGGGGACGCGCTGGGGGCTTGAGGCTAGGCGCAGGGATGG

AGGAACTGGAACACGCACGGGATTCGTAGAATATTCGACGGGGGCGGGGGATCGACTCTG

ATAAGATAATTCTGCACTGCGTGGGGTGCAGGAGAGGGAGGAGACTGCACGTTCGGCTCC

GGCCTCCTCCGCGCCGGGCTCGGCACCGATCCGCGAAGTTGGCCGAGGCGTGAGCCCCGC

CCACCCCTTTAACAGGGACACTCCCCTTTAAGGCGGGCGCCCGCGCGCGCCCCGGCCCCG

CCCTTCGGGGGCGCGCGCGGCGGCCGCGGCGCCGGCTCCGCCGGGAGCGCACGTGCAGGC

GCCGGGCGGAGGAGAGGGAGGCGGGAGCCGGGCCGCGGGAGGAGGGGAGGCGCCGGGGGC

GCGCGCGCGCGCGCTGGGCGCTGCTGGGCTGCGGCGGCGGCGGCGGCGGCGGTGGTTACT |{base 138270:GCG/-}

ATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCTCCTGCTCGCCGGC
AGCGGCGGGTCCGGGCCCCGGGGGGTCCAGGGTGAGTCCTGGGACGGGGGGCGGGGGCCG

GGATGGAGAGGGCCCGGCAAGGGCGAGGCCTCGAGCCGCGGCCGCTGGACTACAGCGCGC

CCCCTCCCCACGAGCACAATATGGCCGGGTGGGGGGCGCAGAGGAGTCGGGGTGACCCCC

AGTCAGCTTCCCCGATCTCCGAGGCGCAGCCGCCCGGCGGCGACGGAGCTCACGCCGGGC

CCCTGGGGACCCGAGCCCTGTTCCAGGCGGAACTGGATTCGGGCAGTTCTCAGGGGTCGC

GCTCCCAGCGCCCTCGTGTTCCAGAGAGGGGAGTCTGAGCCTCCAGCTCCAAGATTTGGA

GGTCCGTGGTTTCTGCCCTTCACCGTGTCCAGGGGCGGGGGGCTTTCTTCCCTCCCTCCA

GGTGCTCCTGGGGGGCGTCTTTCTCCCGCCAAGACTGTGGGGTTCGGGCGGTGGGGTCTT

AGCCTCTCCGAGGGAACCTGATGTTGAGAGTCCGCGCACCTCAGACTGTAGGGGAAGGGG

TCTCTAACCTTTCCTTCAGGTCCTGCACTTGGCGTGTTTCTTCCCCTCCCTCCACTGCCT

CCCTAATGTTCTGGGAAAGGGAGTCACATTTCCCCTTCACTCAATCCCTTGAGTTCAGTG

GGGCAATCCCCCCTCCGCCCTCCGGCACTCATGCCCCGTGGAGGCTATTTGGAGGAAGTG

GGACGAACAGGCCCCTAAACCTTTTTGGAGCCTGGCTTTGGAATCCCTAACCCTATGGAA

CCGAGTTCCCCAAGGGTTGATGTGAATCTAGGTGTATTTGCTTTCCTCCTCGCCTCCCCC

IDT Primers order 
CCACCCCTTTAACAGGGACACTCCCCTTTAAGGCGGGCGCCCGCGCGCGCCCCGGCCCCG

CCCTTCGGGGGCGCGCGCGGCGGCCGCGGCGCCGGCTCCGCCGGGAGCGCACGTGCAGGC

GCCGGGCGGAGGAGAGGGAGGCGGGAGCCGGGCCGCGGGAGGAGGGGAGGCGCCGGGGGC

GCGCGCGCGCGCGCTGGGCGCTGCTGGGCTGCGGCGGCGGCGGCGGCGGCGGTGGTTACT
ATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCTCCTGCTCGCCGGC
AGCGGCGGGTCCGGGCCCCGGGGGGTCCAGGGTGAGTCCTGGGACGGGGGGCGGGGGCCG

GGATGGAGAGGGCCCGGCAAGGGCGAGGCCTCGAGCCGCGGCCGCTGGACTACAGCGCGC

CCCCTCCCCACGAGCACAATATGGCCGGGTGGGGGGCGCAGAGGAGTCGGGGTGACCCCC

InVitrogen Primers Ex2.2     11 April 07

ATAAGATAATTCTGCACTGCGTGGGGTGCAGGAGAGGGAGGAGACTGCACGTTCGGCTCC

GGCCTCCTCCGCGCCGGGCTCGGCACCGATCCGCGAAGTTGGCCGAGGCGTGAGCCCCGC

CCACCCCTTTAACAGGGACACTCCCCTTTAAGGCGGGCGCCCGCGCGCGCCCCGGCCCCG

CCCTTCGGGGGCGCGCGCGGCGGCCGCGGCGCCGGCTCCGCCGGGAGCGCACGTGCAGGC

GCCGGGCGGAGGAGAGGGAGGCGGGAGCCGGGCCGCGGGAGGAGGGGAGGCGCCGGGGGC

GCGCGCGCGCGCGCTGGGCGCTGCTGGGCTGCGGCGGCGGCGGCGGCGGCGGTGGTTACT
ATGGCGGAGTCGGCCGGAGCCTCCTCCTTCTTCCCCCTTGTTGTCCTCCTGCTCGCCGGC
AGCGGCGGGTCCGGGCCCCGGGGGGTCCAGGGTGAGTCCTGGGACGGGGGGCGGGGGCCG

GGATGGAGAGGGCCCGGCAAGGGCGAGGCCTCGAGCCGCGGCCGCTGGACTACAGCGCGC

CCCCTCCCCACGAGCACAATATGGCCGGGTGGGGGGCGCAGAGGAGTCGGGGTGACCCCC

AGTCAGCTTCCCCGATCTCCGAGGCGCAGCCGCCCGGCGGCGACGGAGCTCACGCCGGGC

CCCTGGGGACCCGAGCCCTGTTCCAGGCGGAACTGGATTCGGGCAGTTCTCAGGGGTCGC

GCTCCCAGCGCCCTCGTGTTCCAGAGAGGGGAGTCTGAGCCTCCAGCTCCAAGATTTGGA

GGTCCGTGGTTTCTGCCCTTCACCGTGTCCAGGGGCGGGGGGCTTTCTTCCCTCCCTCCA

GGTGCTCCTGGGGGGCGTCTTTCTCCCGCCAAGACTGTGGGGTTCGGGCGGTGGGGTCTT

AGCCTCTCCGAGGGAACCTGATGTTGAGAGTCCGCGCACCTCAGACTGTAGGGGAAGGGG

Exon 3

50,655,316 50,655,555 1 1 

240CTCTGCTGTGTGCGTGCACCAGCTGCCTCCAGGCCAACTACACGTGTGAGACAGATGGGGCCTGCATGGTTTCCATTTTCAATCTGGATGGGATGGAGCACCATGTGCGCACCTGCATCCCCAAAGTGGAGCTGGTCCCTGCCGGGAAGCCCTTCTACTGCCTGAGCTCGGAGGACCTGCGCAACACCCACTGCTGCTACACTGACTACTGCAACAGGATCGACTTGAGGGTGCCCAGTG
AGAGCATGCATGCTGCAGGAAGCCGTGGGTGTGCTTGGTTCCTGCTGGGGGAGATAGGG

CTGGTGATAGCTCCAGGAACCCTAGGTGGCTCTGCATGAAGTGGGGGGCAGCCCCACATT

CTCCAAAAGGAAGATGCTTTCCTCTTGTCAGGCATCTCAATTTGAAGAAAAGGTAGTTCC

TCTGTCTCTCACAGGCATAAAGTAGAGCACTTAGAGGATAATAGTGGAGCTTCAAAAGCC

TTGTTTGTGAGCTAAATAAACAGGTGAAGTTGTGCTCAGTTAAGGATATCTTTTTGGCCC

CATCTCTATAAAAACTGTTTTGGAACATCAAGTATGCTAAGGGATTATATTCTAAGTTTG beginning of read
GAAAAGGACCTGCAAAAGATCTCACCATTGATGTCAATGTCTGCTCCCCAATTTCCTGCA

GCTCTGCTGTGTGCGTGCACCAGCTGCCTCCAGGCCAACTACACGTGTGAGACAGATGGG
GCCTGCATGGTTTCCATTTTCAATCTGGATGGGATGGAGCACCATGTGCGCACCTGCATC
CCCAAAGTGGAGCTGGTCCCTGCCGGGAAGCCCTTCTACTGCCTGAGCTCGGAGGACCTG
CGCAACACCCACTGCTGCTACACTGACTACTGCAACAGGATCGACTTGAGGGTGCCCAGT
GGTGAGTGCATGCCCTTGTTGGGCTAGTGGCTCAGCTTGGAGATAGGGTACCCCGTCATT |{base 162073:C/T} Patient is a Heterozygote at this position
TCATTTTTTTCTACTCTTGCCCACTCACTTGGTTTGACGATAAAGATGCCTTTTGGATGT |{base 162164:A/G} Patient is an A at this position
TCCCGAAGGTGACAAAGGCTGGGGTTTCTCAGCAGTTGCTTTTGTAGATTAGAGGGTGAG end of read
GAAGCAGATTTTCAAGTTAGTCCCAGAGGTGCCCGCAGTGTTTAGAGTAGTGGCTTAGCA

GCCATAGGCAGCGGTGAGGAGTGGAAGAACCAGGCAGGGATTCCCACGGGAGGATGTGGG

ACTGATCCAGAAAGAGATGGCCCCAGAGCCGAGCAAAGGTGACTCCTCAAGGGAGGATGA

TGGTTAGATGTGAGGAGGGACCAGAATAGGAAAAGGCCAGTGACCAAAGCCGAGAAACAC

Exon 3 IDT Primers

TTGTTTGTGAGCTAAATAAACAGGTGAAGTTGTGCTCAGTTAAGGATATCTTTTTGGCCC

CATCTCTATAAAAACTGTTTTGGAACATCAAGTATGCTAAGGGATTATATTCTAAGTTTG

GAAAAGGACCTGCAAAAGATCTCACCATTGATGTCAATGTCTGCTCCCCAATTTCCTGCA

GCTCTGCTGTGTGCGTGCACCAGCTGCCTCCAGGCCAACTACACGTGTGAGACAGATGGG
GCCTGCATGGTTTCCATTTTCAATCTGGATGGGATGGAGCACCATGTGCGCACCTGCATC
CCCAAAGTGGAGCTGGTCCCTGCCGGGAAGCCCTTCTACTGCCTGAGCTCGGAGGACCTG
CGCAACACCCACTGCTGCTACACTGACTACTGCAACAGGATCGACTTGAGGGTGCCCAGT
GGTGAGTGCATGCCCTTGTTGGGCTAGTGGCTCAGCTTGGAGATAGGGTACCCCGTCATT

TCATTTTTTTCTACTCTTGCCCACTCACTTGGTTTGACGATAAAGATGCCTTTTGGATGT

TCCCGAAGGTGACAAAGGCTGGGGTTTCTCAGCAGTTGCTTTTGTAGATTAGAGGGTGAG

Exon 4
249 

GTCACCTCAAGGAGCCTGAGCACCCGTCCATGTGGGGCCCGGTGGAGCTGGTAGGCATCA
TCGCCGGCCCGGTGTTCCTCCTGTTCCTCATCATCATCATTGTTTTCCTTGTCATTAACT
ATCATCAGCGTGTCTATCACAACCGCCAGAGACTGGACATGGAAGATCCCTCATGTGAGA
TGTGTCTCTCCAAAGACAAGACGCTCCAGGATCTTGTCTACGATCTCTCCACCTCAGGGT
CTGGCTCAG
CACATACCATCCTTTTGCAAGCCTACCATTCAGGAGGCATTACTGTGGAGCCCACAGGAA

AAGGAGAGAAACTAAAGCAGAGCTTAGAGGAGCTGTGGGAAGTTAAAGGGCAGAAACAGG

CATCTGTGTAGGGGCCTGAGGCGGGGATAGTACCACGAAATGCGTGAGGTGACAAAGTGG

GTTGTGGGTTTGACTGTGGAAAGAGGTGCCTTAACTAAAGAAGTTGGGCATTTGAGAGCA |{base 162680:A/C}

TCTAGGCAGCAAGACTAGCCCAGAAGATTAGAGAGATCAAGGGAGCCTGAACACATCGAC |{base 162730:-/A}

AGGGAAAGGGGTCTTTTTCACTCTTCACTTTGAGGGGGGTGTTTTTACTCTTTCCCTTGT beginning of read 
TTTTACTTCTCATTCTTTCCCTCTCCTCTCTCACTTGACTCAGGTCACCTCAAGGAGCCT
GAGCACCCGTCCATGTGGGGCCCGGTGGAGCTGGTAGGCATCATCGCCGGCCCGGTGTTC
CTCCTGTTCCTCATCATCATCATTGTTTTCCTTGTCATTAACTATCATCAGCGTGTCTAT |{base 162988:T/C}  Patient is a T at this position
CACAACCGCCAGAGACTGGACATGGAAGATCCCTCATGTGAGATGTGTCTCTCCAAAGAC
AAGACGCTCCAGGATCTTGTCTACGATCTCTCCACCTCAGGGTCTGGCTCAGGTACCAAG

TTCTTCAGGGCATCATGTCTGTGGTTGGCTTTCATCAGTTTCCCAGCAGGATAGAGTGCT |{base 163176:-/C} Patient has a C in this position
TGTAGAGAAGGCTGGAGGCCCTGCATTTGTTTCTACCAGCATTGAGTCATTTGGTTTCCT end of read AGTTCCCCTTCTTTTGGAGTCTGACGTGTAATAAGATAAGATAATGGGTTCACAGAAAAT |{base 163265:-/C}

CTCTCATTCCGTGGGATTCCCAAGGTCTAGTACACAATTATCCACTACAGAAGTCCTGCC

TCTCTAAGCTTTGCAACTGTACGTACATCTATTAAAATTCAGCTGGTCCCACCTGAGCAG

TGGAGTGCTCAATTTCAGGGCCCCTTTTGAGAAACAGGAGTGTGCCAGATTCCTGTGAGG

TGGTGACAGCTAATCATTGATCTCTGAGCAACCACAAGGGGAGTTTAAGGACATCCAGTA

AAGCTTAGAGTTGGGATTTGGTGAATCATTGACTTGTACCAGTTGCCCAAGGGTTTTTGG |{base 163597:T/C}

TGGGGGTGAAAATAAAGGCAGTGTGGGCCTCCAGCATAGCATCAGCACTATTTCCTGTAC |{base 163624:G/A}

IDT Primers

           AGACTAGCCCAGAAGATTAGAGAGATCAAGGGAGCCTGAACACATCGAC

AGGGAAAGGGGTCTTTTTCACTCTTCACTTTGAGGGGGGTGTTTTTACTCTTTCCCTTGT

TTTTACTTCTCATTCTTTCCCTCTCCTCTCTCACTTGACTCAGGTCACCTCAAGGAGCCT
GAGCACCCGTCCATGTGGGGCCCGGTGGAGCTGGTAGGCATCATCGCCGGCCCGGTGTTC
CTCCTGTTCCTCATCATCATCATTGTTTTCCTTGTCATTAACTATCATCAGCGTGTCTAT
CACAACCGCCAGAGACTGGACATGGAAGATCCCTCATGTGAGATGTGTCTCTCCAAAGAC
AAGACGCTCCAGGATCTTGTCTACGATCTCTCCACCTCAGGGTCTGGCTCAGGTACCAAG

TTCTTCAGGGCATCATGTCTGTGGTTGGCTTTCATCAGTTTCCCAGCAGGATAGAGTGCT

TGTAGAGAAGGCTGGAGGCCCTGCATTTGTTTCTACCAGCATTGAGTCATTTGGTTTCCT

Exon 5
231 GGTTACCCCTCTTTGTCCAGCGCACAGTGGCCCGAACCATCGTTTTACAAGAGATTATTGGCAAGGGTCGGTTTGGGGAAGTATGGCGGGGCCGCTGGAGGGGTGGTGATGTGGCTGTGAAAATATTCTCTTCTCGTGAAGAACGGTCTTGGTTCAGGGAAGCAGAGATATACCAGACGGTCATGCTGCGCCATGAAAACATCCTTGGATTTATTGCTGCTGACAATAAAG
TGGTCCTCCATTCTACATCTGGAGTTCGCTTGTGAGCAGAGCATTGCTCTCTTTGGAGAT

GGGAACCCATGGGCCGCACAGCACTGCCCTCTAGTGGCTAATAAGCAGAACAGCCAGAAG

GTGGCCCCCAGCACATGAGCCCACACTTTCATGTTCTCTGCCCTCTTTCCTTCCTCCACC

AAAATAAAGCAGATGTGGGTGGATCGGCCCACAGGTGGCTGGCTGAAGAGTTGGTAAATC

TGGTCAAACATTTACATTCAAATCTATCATCCGTGCTTACTGAGAGGAGAAATTGCCTAG

ATAAGGAGTAGCTAATCATACACGTTTCCTGTTTGTGTTCACTCTTTCCCCATCTCTCCG

CCTGGCTCAGCCCTCTGGTAGATTACCTAGAAATGTGTATGGGCAGCAGCAGCTCTCCAT

GGTTAATGGACAGCGTAGGATGAAGACACCATGTTAAGGGTGTTTCCGTTGTGCCAATTA

GTGTGGGAGTTGGAAAATTTGTCAAATTTGCAATGTCAGGTTTCTTCCTATTCTTTGGTT beginning of read
CACAGGGTTACCCCTCTTTGTCCAGCGCACAGTGGCCCGAACCATCGTTTTACAAGAGAT
TATTGGCAAGGGTCGGTTTGGGGAAGTATGGCGGGGCCGCTGGAGGGGTGGTGATGTGGC
TGTGAAAATATTCTCTTCTCGTGAAGAACGGTCTTGGTTCAGGGAAGCAGAGATATACCA
GACGGTCATGCTGCGCCATGAAAACATCCTTGGATTTATTGCTGCTGACAATAAAGGTAA

GGGCTGGGCTTGGATACAGCATTCCCAGATAGAGGATGCTAGAGAAAGTGCATAGCTATG

GGGTGCACAGCTCTGTTTGCCTTCATCATTGTAACCCGTAGAAAGAAAACTTGAGTAAGG end of read
TCAAGGTTTCCATGCTTTCCTTAAAGTGTGGAGCCTTTTATTCCATGAAAAGGTTATACA

AAAATCCAGGTTATCAAGCAAATAAACAAGCAGTTCTTACTCAGATAAACAAGATACACC

CCCTCACCCTACCTGCTCAATTTCTCTTTCTCCACTCCCCCAAACCCACCTCCATTGTAG

TTCCTGCAGGGGGTCCCGTAAGCTTATTTTGAAAATCACTAGGATGGGCTGGGCGCGGTG

GCTCACGCATGTAATGCCAGCACTTTGGGAGGCCGAGGCAGGCAGATCACTTGAGGTCAG

GAGTTTGTGACCAGCCTGGCCAACATGGCAAAACCCCATCTCTACTAAAAATACAAAAAT

GAGCTGGCCACGGTGACACCTACCTGTAATCCCAGCTATTCAGGAGGCTGAGGCAGGAGA

ATTGCTTGAACCCAGGAGGCGGAGGTTGCAGTGAGCTGGAGGTTGCAGTGAGCTGAGGTC

IDT Primers

GGTTAATGGACAGCGTAGGATGAAGACACCATGTTAAGGGTGTTTCCGTTGTGCCAATTA

GTGTGGGAGTTGGAAAATTTGTCAAATTTGCAATGTCAGGTTTCTTCCTATTCTTTGGTT CACAGGGTTACCCCTCTTTGTCCAGCGCACAGTGGCCCGAACCATCGTTTTACAAGAGAT
TATTGGCAAGGGTCGGTTTGGGGAAGTATGGCGGGGCCGCTGGAGGGGTGGTGATGTGGC
TGTGAAAATATTCTCTTCTCGTGAAGAACGGTCTTGGTTCAGGGAAGCAGAGATATACCA
GACGGTCATGCTGCGCCATGAAAACATCCTTGGATTTATTGCTGCTGACAATAAAGGTAA

GGGCTGGGCTTGGATACAGCATTCCCAGATAGAGGATGCTAGAGAAAGTGCATAGCTATG

GGGTGCACAGCTCTGTTTGCCTTCATCATTGTAACCCGTAGAAAGAAAACTTGAGTAAGG

Exon 6
168 ATAATGGCACCTGGACACAGCTGTGGCTTGTTTCTGACTATCATGAGCACGGGTCCCTGTTTGATTATCTGAACCGGTACACAGTGACAATTGAGGGGATGATTAAGCTGGCCTTGTCTGCTGCTAGTGGGCTGGCACACCTGCACATGGAGATCGTGGGCACCCAAG
TGATAGCTGTTACCTTCCCCAGGCATATGCCTCCTCTTTCCTGAGTACCTCACATTTCAA

ATTTGACATAATGTTCAGAATCCTACAGTTCACCTAAAGGAAATCAGGAGCAGTCCTAAG

AAAGAAATGGTGTTCCCCTGTCCTTACTGAGGTCCCAAACTGGTAGACCACTATAAATGA

AAGGATGCTAGATGGGGCTTCAGGGGGCATGGAGGTGGGAAATGTGAATTCAGGAGTCTA

ACCTGATTTTGTGTTGTATACACTCATCCTTACCAACCTTCACTGTTTTGCTGATAGTTA beginning of read
CACTTTTTCTGGGACTCATCTGTGGTTCTCTGCAGATAATGGCACCTGGACACAGCTGTG
GCTTGTTTCTGACTATCATGAGCACGGGTCCCTGTTTGATTATCTGAACCGGTACACAGT
GACAATTGAGGGGATGATTAAGCTGGCCTTGTCTGCTGCTAGTGGGCTGGCACACCTGCA
CATGGAGATCGTGGGCACCCAAGGTGAGTGGACTAGCGCAGGAGCGGCGAAGTGGTGTAG

GCATGAAAGGTCCGCAGTGTCCTGATTTAGTTCCTAGAATTCCTTTTTACTGAGGAAGTT

GGGGCTGGACCTCAGGAACTCTAGTTTAATTTAAAGGAAAGGAGGTTTGAGCTTCACTTA end of read
AGTGAGGTATCTACAGGGTGTTCCCTTCACCTCTGTCTTGATAGAACTCCCTCAGGAACC

CTATAATATCAATATTCAGCTACTTGTCAATCAGTGGCTTGACATAGTCATTTGTTACGA

AGGAGTAATCATCTTAGAATCCCACAATAGACATGAGAAAAAATGGAACTAAAAAGATAA

ACCAGTGTACTGGGAACATCAGTTTAGTGATTTCCATGTTCATTGATGGGGACAGCTGGC

IDT Primers
AAGGATGCTAGATGGGGCTTCAGGGGGCATGGAGGTGGGAAATGTGAATTCAGGAGTCTA

ACCTGATTTTGTGTTGTATACACTCATCCTTACCAACCTTCACTGTTTTGCTGATAGTTA

CACTTTTTCTGGGACTCATCTGTGGTTCTCTGCAGATAATGGCACCTGGACACAGCTGTG
GCTTGTTTCTGACTATCATGAGCACGGGTCCCTGTTTGATTATCTGAACCGGTACACAGT
GACAATTGAGGGGATGATTAAGCTGGCCTTGTCTGCTGCTAGTGGGCTGGCACACCTGCA
CATGGAGATCGTGGGCACCCAAGGTGAGTGGACTAGCGCAGGAGCGGCGAAGTGGTGTAG

GCATGAAAGGTCCGCAGTGTCCTGATTTAGTTCCTAGAATTCCTTTTTACTGAGGAAGTT

GGGGCTGGACCTCAGGAACTCTAGTTTAATTTAAAGGAAAGGAGGTTTGAGCTTCACTTA

Exon 7

157 

GGAAGCCTGGAATTGCTCATCGAGACTTAAAGTCAAAGAACATTCTGGTGAAGAAAAATG
GCATGTGTGCCATAGCAGACCTGGGCCTGGCTGTCCGTCATGATGCAGTCACTGACACCA
TTGACATTGCCCCGAATCAGAGGGTGGGGACCAAACG
ATATTAGCTAAATACACATGTCCTTCTATGGTCGTAACTTAGCTACATGAATGCATTTAA

TCCTCACAACAGTCCCATGAAATAAGTAGTCATTCTGATTTTATGGATGAGAAGACTGAG |{base 171561:A/G}

GTACAGAGGGCTAAAGTCACTTTTCCAGGGTCACTGGATTAGCAGGAGGCAAAGCCAGGA

CTCAAACCTATACAGTCTGGCTGCATAGTCTATGCTTTTAACATTTATATCATCTCTTTG |{base 171705:T/C} Beginning of read  Patient is a T at this position
TAAAGATCCCTGTTTTTTTCTCTGCCAGGGAAGCCTGGAATTGCTCATCGAGACTTAAAG
TCAAAGAACATTCTGGTGAAGAAAAATGGCATGTGTGCCATAGCAGACCTGGGCCTGGCT
GTCCGTCATGATGCAGTCACTGACACCATTGACATTGCCCCGAATCAGAGGGTGGGGACC
AAACGGTAGGAGGGCCTGGGACTCTGCCCTTGCTAAGCAGCTTCTACTGAGTATCCCATC

TGTGCCGTTTCCCATATGCGCAGGAGAAGGAGGTGTTGAAAAAGGAGGCGAGGACCTTGC |{base 172011:A/G}  Patient is a Heterozygote at this position
TCTCAGCCCACTGAAAGTTGAATTGAACATGCACTCCCCACAATGGAAAGTTGCATCACT

GCATCTAACAGATACAAGTGCTGAGAGCACAGCTCCATAAACTGTATGCACATTGGTGTT

IDT Primers

GTACAGAGGGCTAAAGTCACTTTTCCAGGGTCACTGGATTAGCAGGAGGCAAAGCCAGGA

CTCAAACCTATACAGTCTGGCTGCATAGTCTATGCTTTTAACATTTATATCATCTCTTTG

TAAAGATCCCTGTTTTTTTCTCTGCCAGGGAAGCCTGGAATTGCTCATCGAGACTTAAAG
TCAAAGAACATTCTGGTGAAGAAAAATGGCATGTGTGCCATAGCAGACCTGGGCCTGGCT
GTCCGTCATGATGCAGTCACTGACACCATTGACATTGCCCCGAATCAGAGGGTGGGGACC
AAACGGTAGGAGGGCCTGGGACTCTGCCCTTGCTAAGCAGCTTCTACTGAGTATCCCATC

TGTGCCGTTTCCCATATGCGCAGGAGAAGGAGGTGTTGAAAAAGGAGGCGAGGACCTTGC

TCTCAGCCCACTGAAAGTTGAATTGAACATGCACTCCCCACAATGGAAAGTTGCATCACT
Exon 8

125 

ATACATGGCCCCTGAAGTACTTGATGAAACCATTAATATGAAACACTTTGACTCCTTTAA
ATGTGCTGATATTTATGCCCTCGGGCTTGTATATTGGGAGATTGCTCGAAGATGCAATTC
TGGAG
GTAGCCTGGTATTGCCAAATCTGTGCTGAAGTATTTAGAATCAAATTTAAAACATGGGAG

TTTGCAATGAAGAGATGTGTACACTTCTTCTGCCCCAAGGGACTTTATCAGGGTGATACT

CTTCCACATTCAGAGGGCTCCTGAATCAATACTTTGATTTAAAGAGAGCAGTCATCATTT beginning of read
TCTGTGCGTGACCATGTTTGTTTTGCTATTGCAGATACATGGCCCCTGAAGTACTTGATG
AAACCATTAATATGAAACACTTTGACTCCTTTAAATGTGCTGATATTTATGCCCTCGGGC |{base 173459:G/C} Patient is a G at this position
TTGTATATTGGGAGATTGCTCGAAGATGCAATTCTGGAGGTACCTTTCTTTTTTGCCTTT

GCTCCTACCTCCCATTCCAGGATGCTGGATCACCCAAAGCTGTTTTACTGCCCCCTTTCT

TTTTACAACCTGTTGGATGCCTGTTGCCAGAGCCTGAATCATCGTTTAAGGTTGCCATCA end of read
AAGGTGTGGAGGTAGCTGTGCTTAGGGTGCGTTTATTCTTCAGGGATCAGTTTGTTGAAT |{base 173671:G/A}

IDT Primers

TTTGCAATGAAGAGATGTGTACACTTCTTCTGCCCCAAGGGACTTTATCAGGGTGATACT

CTTCCACATTCAGAGGGCTCCTGAATCAATACTTTGATTTAAAGAGAGCAGTCATCATTT

TCTGTGCGTGACCATGTTTGTTTTGCTATTGCAGATACATGGCCCCTGAAGTACTTGATG
AAACCATTAATATGAAACACTTTGACTCCTTTAAATGTGCTGATATTTATGCCCTCGGGC}

TTGTATATTGGGAGATTGCTCGAAGATGCAATTCTGGAGGTACCTTTCTTTTTTGCCTTT

GCTCCTACCTCCCATTCCAGGATGCTGGATCACCCAAAGCTGTTTTACTGCCCCCTTTCT

TTTTACAACCTGTTGGATGCCTGTTGCCAGAGCCTGAATCATCGTTTAAGGTTGCCATCA

Exon 9

131 

GAGTCCATGAAGAATATCAGCTGCCATATTACGACTTAGTGCCCTCTGACCCTTCCATTG
AGGAAATGCGAAAGGTTGTATGTGATCAGAAGCTGCGTCCCAACATCCCCAACTGGTGGC
AGAGTTATGAG
CCCTAGTAGCTGGGACTACAGGTGTTTGCCACCATGCCTGGTTAATTTTTGTATTTTTAG

TAGAGATGGGGTTTTACCGTGTTGGCGGGGCTGGTTTCAAACTACTGATCTCAGGTGATC

CGCTTGCCTTGGCCTCCCAAAGTGCTGGGATTACAGGCATGAGCCACCATGCCCGGCCCC
TTTTGTGTATTTCTTGTTCCATACTTAGAATTAACTAACTTTCTAAGGAACCTTAGGGGG

Red is beginning of read 1B029_005

TAGTGGTATTTACAGAGCACAGTGTAGGTTTTGTCACCGGCTTCTGAGTAATCTTTTCCT

GCTGTTGATAACTCAGGTAGATACTTTCTTTTCTCCCAGGAGTCCATGAAGAATATCAGC |{base 178396:G/A}  Patient is a G at this position
TGCCATATTACGACTTAGTGCCCTCTGACCCTTCCATTGAGGAAATGCGAAAGGTTGTAT
GTGATCAGAAGCTGCGTCCCAACATCCCCAACTGGTGGCAGAGTTATGAGGTAAGAAGCT

GGCCTCCTGCGGCTTTCCCATCAGCCTGATTTCTCCACCTTAGAAAAGGGTTTCTTGACA

G is ambiguous (A/G) on forward read, clearly a G on reverse

ATGGGGTCAGGCCCCAGAGGAGCCCCCTGAGAGTGTCAGTTATTATTTACTATTACGTGC |{base 178640:G/A}  Patient is a G at the above position  

                   red is end of read 1B029_005
TATTTTACATATCCCAAGCCCTTTAGGGCTACAGTCTCTTGTCCTGGACCCTGTAGGGTG |{
IDT Primers

CGCTTGCCTTGGCCTCCCAAAGTGCTGGGATTACAGGCATGAGCCACCATGCCCGGCCCC

TTTTGTGTATTTCTTGTTCCATACTTAGAATTAACTAACTTTCTAAGGAACCTTAGGGGG

TAGTGGTATTTACAGAGCACAGTGTAGGTTTTGTCACCGGCTTCTGAGTAATCTTTTCCT

GCTGTTGATAACTCAGGTAGATACTTTCTTTTCTCCCAGGAGTCCATGAAGAATATCAGC
TGCCATATTACGACTTAGTGCCCTCTGACCCTTCCATTGAGGAAATGCGAAAGGTTGTAT
GTGATCAGAAGCTGCGTCCCAACATCCCCAACTGGTGGCAGAGTTATGAGGTAAGAAGCT

GGCCTCCTGCGGCTTTCCCATCAGCCTGATTTCTCCACCTTAGAAAAGGGTTTCTTGACA

ATGGGGTCAGGCCCCAGAGGAGCCCCCTGAGAGTGTCAGTTATTATTTACTATTACGTGC 

Invitrogen exon 9 redo primers
CCCTAGTAGCTGGGACTACAGGTGTTTGCCACCATGCCTGGTTAATTTTTGTATTTTTAG

TAGAGATGGGGTTTTACCGTGTTGGCGGGGCTGGTTTCAAACTACTGATCTCAGGTGATC

CGCTTGCCTTGGCCTCCCAAAGTGCTGGGATTACAGGCATGAGCCACCATGCCCGGCCCC

TTTTGTGTATTTCTTGTTCCATACTTAGAATTAACTAACTTTCTAAGGAACCTTAGGGGG

TAGTGGTATTTACAGAGCACAGTGTAGGTTTTGTCACCGGCTTCTGAGTAATCTTTTCCT

GCTGTTGATAACTCAGGTAGATACTTTCTTTTCTCCCAGGAGTCCATGAAGAATATCAGC
TGCCATATTACGACTTAGTGCCCTCTGACCCTTCCATTGAGGAAATGCGAAAGGTTGTAT
GTGATCAGAAGCTGCGTCCCAACATCCCCAACTGGTGGCAGAGTTATGAGGTAAGAAGCT

GGCCTCCTGCGGCTTTCCCATCAGCCTGATTTCTCCACCTTAGAAAAGGGTTTCTTGACA

ATGGGGTCAGGCCCCAGAGGAGCCCCCTGAGAGTGTCAGTTATTATTTACTATTACGTGC

TATTTTACATATCCCAAGCCCTTTAGGGCTACAGTCTCTTGTCCTGGACCCTGTAGGGTG

InVitrogen exon 9 re-re-do (ACVR1BEx9.2)

CCCTAGTAGCTGGGACTACAGGTGTTTGCCACCATGCCTGGTTAATTTTTGTATTTTTAG

TAGAGATGGGGTTTTACCGTGTTGGCGGGGCTGGTTTCAAACTACTGATCTCAGGTGATC

CGCTTGCCTTGGCCTCCCAAAGTGCTGGGATTACAGGCATGAGCCACCATGCCCGGCCCC

TTTTGTGTATTTCTTGTTCCATACTTAGAATTAACTAACTTTCTAAGGAACCTTAGGGGG

TAGTGGTATTTACAGAGCACAGTGTAGGTTTTGTCACCGGCTTCTGAGTAATCTTTTCCT

GCTGTTGATAACTCAGGTAGATACTTTCTTTTCTCCCAGGAGTCCATGAAGAATATCAGC
TGCCATATTACGACTTAGTGCCCTCTGACCCTTCCATTGAGGAAATGCGAAAGGTTGTAT
GTGATCAGAAGCTGCGTCCCAACATCCCCAACTGGTGGCAGAGTTATGAGGTAAGAAGCT

GGCCTCCTGCGGCTTTCCCATCAGCCTGATTTCTCCACCTTAGAAAAGGGTTTCTTGACA

ATGGGGTCAGGCCCCAGAGGAGCCCCCTGAGAGTGTCAGTTATTATTTACTATTACGTGC

TATTTTACATATCCCAAGCCCTTTAGGGCTACAGTCTCTTGTCCTGGACCCTGTAGGGTG
CCATTTGGAGTTCACAGCCTAGAAGAAGAAAAGGCTTTGGGCCTGGTGTGGTGGCATAGG

CCTGTAATCGTAGCGCTTTGAGAGGCTGAGGCAGGAAGATAGCTTGAGCTCAGAAGTTCG

AGACAAACCTGGGCAATGTGGGGAGACCCCATCTCTACAAGAAATAAAAAATTAGGCTTG

Exon 10

3,089 

GCACTGCGGGTGATGGGGAAGATGATGCGAGAGTGTTGGTATGCCAACGGCGCAGCCCGC
CTGACGGCCCTGCGCATCAAGAAGACCCTCTCCCAGCTCAGCGTGCAGGAAGACGTGAAG
ATCTAACTGCTCCCTCTCTCCACACGGAGCTCCTGGCAGCGAGAACTACGCACAGCTGCC
GCGTTGAGCGTACGATGGAGGCCTACCTCTCGTTTCTGCCCAGCCCTCTGTGGCCAGGAG
CCCTGGCCCGCAAGAGGGACAGAGCCCGGGAGAGACTCGCTCACTCCCATGTTGGGTTTG
AGACAGACACCTTTTCTATTTACCTCCTAATGGCATGGAGACTCTGAGAGCGAATTGTGT
GGAGAACTCAGTGCCACACCTCGAACTGGTTGTAGTGGGAAGTCCCGCGAAACCCGGTGC
ATCTGGCACGTGGCCAGGAGCCATGACAGGGGCGCTTGGGAGGGGCCGGAGGAACCGAGG
TGTTGCCAGTGCTAAGCTGCCCTGAGGGTTTCCTTCGGGGACCAGCCCACAGCACACCAA
GGTGGCCCGGAAGAACCAGAAGTGCAGCCCCTCTCACAGGCAGCTCTGAGCCGCGCTTTC
CCCTCCTCCCTGGGATGGACGCTGCCGGGAGACTGCCAGTGGAGACGGAATCTGCCGCTT
TGTCTGTCCAGCCGTGTGTGCATGTGCCGAGGTGCGTCCCCCGTTGTGCCTGGTTCGTGC
CATGCCCTTACACGTGCGTGTGAGTGTGTGTGTGTGTCTGTAGGTGCGCACTTACCTGCT
TGAGCTTTCTGTGCATGTGCAGGTCGGGGGTGTGGTCGTCATGCTGTCCGTGCTTGCTGG
TGCCTCTTTTCAGTAGTGAGCAGCATCTAGTTTCCCTGGTGCCCTTCCCTGGAGGTCTCT
CCCTCCCCCAGAGCCCCTCATGCCACAGTGGTACTCTGTGTCTGGCAGGCTACTCTGCCC
ACCCCAGCATCAGCACAGCTCTCCTCCTCCATCTCAGACTGTGGAACCAAAGCTGGCCCA
GTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAATGTGAGGGTGGTGGGTGGGATGGGCA
GGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGTGTCAGCCATGGGAAATGAGCCAGCC
CAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGCCGAGGAATGTGAAGCCAGATCTCGG
GACTCAGATTGGAATGTTACATCTGTCTTTCATCTCCCAGATCCTGGAAACAGCAGTGTA
TATTTTTGGTGGTGGTGGGTTTGGGGTGGGGAAGGGAAGGGCGGGCAAGGAGTGGGGAGG
GAGTCTGGGGTGGGAGGGAGGCATCTGCATGGGTCTTCTTTTACTGGACTGTCTGATCAG
GGTGGAGGGAAGGTGAGAGGTTTGCATCCACTTCAGGAGCCCTACTGAAGGGAACAGCCT
GAGCCGAACATGTTATTTAACCTGAGTATAGTATTTAACGAAGCCTAGAAGCACGGCTGT
GGGTGGTGATTTGGTCAGCATATCTTAGGTATATAATAACTTTGAAGCCATAACTTTTAA
CTGGAGTGGTTTGATTTCTTTTTTTAATTTTATTGGGAGGGTTTGGATTTTAACTTTTTT
TAATGTTGTTAAATATTAAGTTTTTGTAAAAGGAAAACCATCTCTGTGATTACCTCTCAA
TCTATTTGTTTTTAAAGAAATCCCTAAAAAAAAAAATTATCCAATTGAACGCACATAGCT
CAATCACACTGGAAATGTTTGTCCTTGCACCTGAGCCTGTTCCCACTCAGCAGTGAGAGT
TCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATTTTGTCCCCACCCCCAATTCCTTGAG
TGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCAT
TTATTCAACAAATGTGGGTGAAGTGCCTGCTGGGTGCCAGGTGCTGGGAATACATCTGTG
GACAAGACATGCTTGGGTCCTACTCCTGGAGCACTGTAAAAAGAGCTGATTCAAGTAAGT
AGATGCCTGTTTTGAGACCAGAAGGTTTCATAATTGGTTCTACGACCCTTTTGAGCCTAG
AATTATTGTTCTTATATAAGATCACTGAAGAAAGAGGAACCCCCACAACCCCCTCCACAA
AGAGACCAGGGGCGGGTGATGAGACCTGGGGTTTAGAACCCCAGGTGAGACCTCAAATCA
CTGCATTCATTCTGAGCCCCCTTCCTGTCCCCAGGGGAGGTGTATTGTGTATGTAGCCTT
AGAGCATCTCTGCCTCCAACCCAGCAGTTCTCTGCCAAAGCTTGTGGAGGAGGGAGAGCC
CTGTCCCTGCCCTCAGGCTCCCCAGTGCTCCTGGCCCTTCTATTTATTTGACTGATTATT
GCTTCTTTCCTTGCATTAAAGGAGATCTTCCCCTAACCTTTGGGCCAATTTACTGGCCAC
TAATTTCGTTTAAATACCATTGTGTCATTGGGGGGACCGTCTTTACCCCTGCTGACCTCC
CACCTATCCGCCCTGCAGCAGAACCTTGGCGGTTTATAGGTAATGATGGAACTTAGACTC
CTCTTCCCAGAGTCACAAGTAGCCTCTGGGATCTGCCAACACACGTCCACTCCCAAGCCA
CTAGCCCACTCCCCAGTTGGCCCTTCTGCCCTTACCCCACACACAGTCCAACTCTTCCAC
CTCTGGGGAAGATGGAGCAGGTCTTTGGGAAGCTCCCACACCCACCTCTGCCACTCTTAA
CACTAAGTGAGAGTTGGGGAGAAACTGAAGCCGTGTTTTTGGCCCCCCGAGGCTAACCCT
GATCCATAGTGCTACCTGCACCTCTGGATTCTGGATTCACAGACCAAGTCCAAGCCCGTT
CTTACGTCGCCATAAAGGCCCCCGAACGGCATTCTCGGTACTTCTGTTTGTTTTTGTACA
TTTTATTAGAAAGGACTGTAAAATAGCCACTTAGACACTTTACCTCTTCAGTATGCAAAT
GTAAATAAATTGTAATATAGGAAATCTTTTGTTTTAATATAAGAATGAGCCTGTCCAATT
TCTGCTGTACATTATTAAAAGTTTTATTC
CCTGTAATCCCAGCACTTTGGGAGGCCGAGGTGGGCAGATCACAAGGTCGAGAGAGCGAG |{base 180110:G/A}

ACCATCCTGGCCAACCAATATGGTAAAACCCCATCTCTACTAAAAATACAAAAATCAGCT

GGGCGTAGTGGTGTGTGCCTGTAGTCCCAGCTACTGGGGAGGCTGAGACAGGAGAATCAC

TTGAACCCGGGAGGCGGAGGTTGCGGTGAGCCAAGATTGCGCCACTGCACTCCAGCCTGG |{base 180270:G/A}

GTGACAGAGTGAGACTCCTTCTAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAA |{base 180321:C/T}

AGGAAGAGCCAGGGAACAAAGGGAGCCTTGCAGAGCATTTCCCTAAGGTCGGCCGCCGGG |{base 180362:G/C} |{base 180412:G/C}

TGGATGTGGATCTGCCAGACTGCACTGAGCGGGAGGTGGCAGGGAAATGAGTGAGAGCCT 
                              beginning of read
AGGGACCAGAAAGGCTTCTCCAGGGCATGACCGAGCTGATGGCTCCTGGGTCTCTGCACA

GGCACTGCGGGTGATGGGGAAGATGATGCGAGAGTGTTGGTATGCCAACGGCGCAGCCCG
CCTGACGGCCCTGCGCATCAAGAAGACCCTCTCCCAGCTCAGCGTGCAGGAAGACGTGAA
GATCTAACTGCTCCCTCTCTCCACACGGAGCTCCTGGCAGCGAGAACTACGCACAGCTGC
CGCGTTGAGCGTACGATGGAGGCCTACCTCTCGTTTCTGCCCAGCCCTCTGTGGCCAGGA |{base 180775:C/A}  Patient is a C at this position
GCCCTGGCCCGCAAGAGGGACAGAGCCCGGGAGAGACTCGCTCACTCCCATGTTGGGTTT
GAGACAGACACCTTTTCTATTTACCTCCTAATGGCATGGAGACTCTGAGAGCGAATTGTG
TGGAGAACTCAGTGCCACACCTCGAACTGGTTGTAGTGGGAAGTCCCGCGAAACCCGGTG
CATCTGGCACGTGGCCAGGAGCCATGACAGGGGCGCTTGGGAGGGGCCGGAGGAACCGAG
GTGTTGCCAGTGCTAAGCTGCCCTGAGGGTTTCCTTCGGGGACCAGCCCACAGCACACCA red is end of read for 1B017 044 1 run  blue is beginning of 1B019 010 1 run  The gold color is the beginning of the RevComp read of run 1B020 025  
AGGTGGCCCGGAAGAACCAGAAGTGCAGCCCCTCTCACAGGCAGCTCTGAGCCGCGCTTT
CCCCTCCTCCCTGGGATGGACGCTGCCGGGAGACTGCCAGTGGAGACGGAATCTGCCGCT
TTGTCTGTCCAGCCGTGTGTGCATGTGCCGAGGTGCGTCCCCCGTTGTGCCTGGTTCGTG
CCATGCCCTTACACGTGCGTGTGAGTGTGTGTGTGTGTCTGTAGGTGCGCACTTACCTGC
TTGAGCTTTCTGTGCATGTGCAGGTCGGGGGTGTGGTCGTCATGCTGTCCGTGCTTGCTG
GTGCCTCTTTTCAGTAGTGAGCAGCATCTAGTTTCCCTGGTGCCCTTCCCTGGAGGTCTC
TCCCTCCCCCAGAGCCCCTCATGCCACAGTGGTACTCTGTGTCTGGCAGGCTACTCTGCC
CACCCCAGCATCAGCACAGCTCTCCTCCTCCATCTCAGACTGTGGAACCAAAGCTGGCCC
AGTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAATGTGAGGGTGGTGGGTGGGATGGGC
AGGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGTGTCAGCCATGGGAAATGAGCCAGC |{base 181664:A/G} Patient is a Heterozygote at this position
CCAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGCCGAGGAATGTGAAGCCAGATCTCG  red is end of 1B019 010 1 run
GGACTCAGATTGGAATGTTACATCTGTCTTTCATCTCCCAGATCCTGGAAACAGCAGTGT
ATATTTTTGGTGGTGGTGGGTTTGGGGTGGGGAAGGGAAGGGCGGGCAAGGAGTGGGGAG
GGAGTCTGGGGTGGGAGGGAGGCATCTGCATGGGTCTTCTTTTACTGGACTGTCTGATCA
GGGTGGAGGGAAGGTGAGAGGTTTGCATCCACTTCAGGAGCCCTACTGAAGGGAACAGCC
TGAGCCGAACATGTTATTTAACCTGAGTATAGTATTTAACGAAGCCTAGAAGCACGGCTG
TGGGTGGTGATTTGGTCAGCATATCTTAGGTATATAATAACTTTGAAGCCATAACTTTTA |{base 182057:C/A}

ACTGGAGTGGTTTGATTTCTTTTTTTAATTTTATTGGGAGGGTTTGGATTTTAACTTTTT
TTAATGTTGTTAAATATTAAGTTTTTGTAAAAGGAAAACCATCTCTGTGATTACCTCTCA
ATCTATTTGTTTTTAAAGAAATCCCTAAAAAAAAAAATTATCCAATTGAACGCACATAGC
TCAATCACACTGGAAATGTTTGTCCTTGCACCTGAGCCTGTTCCCACTCAGCAGTGAGAG
TTCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATTTTGTCCCCACCCCCAATTCCTTGA red is the beginning of read 1B023 042 1  
GTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCA
TTTATTCAACAAATGTGGGTGAAGTGCCTGCTGGGTGCCAGGTGCTGGGAATACATCTGT
GGACAAGACATGCTTGGGTCCTACTCCTGGAGCACTGTAAAAAGAGCTGATTCAAGTAAG
TAGATGCCTGTTTTGAGACCAGAAGGTTTCATAATTGGTTCTACGACCCTTTTGAGCCTA  Patient is an A/G Heterozygote at this site that is not documented as a variant – this finding is on both forward (1B023 042) and reverse (1B024 007) read of this amplicon
GAATTATTGTTCTTATATAAGATCACTGAAGAAAGAGGAACCCCCACAACCCCCTCCACA
AAGAGACCAGGGGCGGGTGATGAGACCTGGGGTTTAGAACCCCAGGTGAGACCTCAAATC
ACTGCATTCATTCTGAGCCCCCTTCCTGTCCCCAGGGGAGGTGTATTGTGTATGTAGCCT |{base 182766:A/G}  Patient is an A at this position
TAGAGCATCTCTGCCTCCAACCCAGCAGTTCTCTGCCAAAGCTTGTGGAGGAGGGAGAGC
CCTGTCCCTGCCCTCAGGCTCCCCAGTGCTCCTGGCCCTTCTATTTATTTGACTGATTAT
TGCTTCTTTCCTTGCATTAAAGGAGATCTTCCCCTAACCTTTGGGCCAATTTACTGGCCA
CTAATTTCGTTTAAATACCATTGTGTCATTGGGGGGACCGTCTTTACCC[A]CTGCTGACCTC  Blue is the beginning of the 1B025 00b read  The A appears ambiguously in the this read as a possible insertion.  There is no hint of an A in the RC read 1B 23 or the 24 read.  There is an N in RC read of 1B026 – 3 versus 4 C’s butno hint of an A signal.
CCACCTATCCGCCCTGCAGCAGAACCTTGGCGGTTTATAGGTAATGATGGAACTTAGACT |{base 183069:C/T}Patient is a C at this position  Red is the end of read 1B023 042 1
CCTCTTCCCAGAGTCACAAGTAGCCTCTGGGATCTGCCAACACACGTCCACTCCCAAGCC |{base 183169:C/T}  Patient is a C at this position
ACTAGCCCACTCCCCAGTTGGCCCTTCTGCCCTTACCCCACACACAGTCCAACTCTTCCA
CCTCTGGGGAAGATGGAGCAGGTCTTTGGGAAGCTCCCACACCCACCTCTGCCACTCTTA
ACACTAAGTGAGAGTTGGGGAGAAACTGAAGCCGTGTTTTTGGCCCCCCGAGGCTAACCC
TGATCCATAGTGCTACCTGCACCTCTGGATTCTGGATTCACAGACCAAGTCCAAGCCCGT
TCTTACGTCGCCATAAAGGCCCCCGAACGGCATTCTCGGTACTTCTGTTTGTTTTTGTAC
ATTTTATTAGAAAGGACTGTAAAATAGCCACTTAGACACTTTACCTCTTCAGTATGCAAA This G is an N on the 1B025 read because of low signal and could be hetero for A.
On Reverse read the signal is a clear G.
TGTAAATAAATTGTAATATAGGAAATCTTTTGTTTTAATATAAGAATGAGCCTGTCCAAT
TTCTGCTGTACATTATTAAAAGTTTTATTCACAGAGCTGCTCTGGTGCCATCTGTCCCAC

ATACGTAGTACGGCCACCCAGCTTTTGTCAGGGGAGTTGGGAATGGGGTGGATGTTCTAA

GGTCAGGGTCTCGTGCTCACACCAGCTGTAGCAGACCCCAGCAAGAGGAATGCTGTTCCC Red is end of read for 1B025 
AACATCCTGGGTCTTCCTGAGACTGTTGCTTTGTGTTCCTAGAGGGCGGGTCTGGCATGC

AAGGGACAGAAGACACAAAGCATCCTTTTCTTGGGCTTTGTCTGAATTTGTCTTCTCACG

TTTTTTCCTGTTTACAAAAGAGGGTCATGTTCCTAGTTAGTCACACTCTCTCATGTCTTA

GAGGCATGAGCGCTCCTCCTAAGCTGAAGTGAAATTGTGAATTCTGGGATGCTTAGGTGA

CTTTGAGGAGGAAGTCTTCAGTGGTTACTCCTCTGGTATTCTCAGCGTGTGGTGGGTGTG

AATGTCCTCCCTCTCTGGGCTGAGGGAATCTAAAATAACAAGTCCTAGAATCATAGTCTC

CAGTTTAGATGAGACCCACAAGATCCCCTAGTTCACTGTCAGGCACTCGACTTCCCTGCG

ATGTCCCTGTCAGGTGCTTGTGTGGCCTCC

IDT Primers

AGGAAGAGCCAGGGAACAAAGGGAGCCTTGCAGAGCATTTCCCTAAGGTCGGCCGCCGGG

TGGATGTGGATCTGCCAGACTGCACTGAGCGGGAGGTGGCAGGGAAATGAGTGAGAGCCT

AGGGACCAGAAAGGCTTCTCCAGGGCATGACCGAGCTGATGGCTCCTGGGTCTCTGCACA

GGCACTGCGGGTGATGGGGAAGATGATGCGAGAGTGTTGGTATGCCAACGGCGCAGCCCG
CCTGACGGCCCTGCGCATCAAGAAGACCCTCTCCCAGCTCAGCGTGCAGGAAGACGTGAA
GATCTAACTGCTCCCTCTCTCCACACGGAGCTCCTGGCAGCGAGAACTACGCACAGCTGC
CGCGTTGAGCGTACGATGGAGGCCTACCTCTCGTTTCTGCCCAGCCCTCTGTGGCCAGGA
GCCCTGGCCCGCAAGAGGGACAGAGCCCGGGAGAGACTCGCTCACTCCCATGTTGGGTTT
GAGACAGACACCTTTTCTATTTACCTCCTAATGGCATGGAGACTCTGAGAGCGAATTGTG
TGGAGAACTCAGTGCCACACCTCGAACTGGTTGTAGTGGGAAGTCCCGCGAAACCCGGTG
CATCTGGCACGTGGCCAGGAGCCATGACAGGGGCGCTTGGGAGGGGCCGGAGGAACCGAG
GTGTTGCCAGTGCTAAGCTGCCCTGAGGGTTTCCTTCGGGGACCAGCCCACAGCACACCA
IDT Exon 10 Primers 10b
CATCTGGCACGTGGCCAGGAGCCATGACAGGGGCGCTTGGGAGGGGCCGGAGGAACCGAG
GTGTTGCCAGTGCTAAGCTGCCCTGAGGGTTTCCTTCGGGGACCAGCCCACAGCACACCA
AGGTGGCCCGGAAGAACCAGAAGTGCAGCCCCTCTCACAGGCAGCTCTGAGCCGCGCTTT
CCCCTCCTCCCTGGGATGGACGCTGCCGGGAGACTGCCAGTGGAGACGGAATCTGCCGCT
TTGTCTGTCCAGCCGTGTGTGCATGTGCCGAGGTGCGTCCCCCGTTGTGCCTGGTTCGTG
CCATGCCCTTACACGTGCGTGTGAGTGTGTGTGTGTGTCTGTAGGTGCGCACTTACCTGC
TTGAGCTTTCTGTGCATGTGCAGGTCGGGGGTGTGGTCGTCATGCTGTCCGTGCTTGCTG
GTGCCTCTTTTCAGTAGTGAGCAGCATCTAGTTTCCCTGGTGCCCTTCCCTGGAGGTCTC
TCCCTCCCCCAGAGCCCCTCATGCCACAGTGGTACTCTGTGTCTGGCAGGCTACTCTGCC
CACCCCAGCATCAGCACAGCTCTCCTCCTCCATCTCAGACTGTGGAACCAAAGCTGGCCC
AGTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAATGTGAGGGTGGTGGGTGGGATGGGC
AGGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGTGTCAGCCATGGGAAATGAGCCAGC
CCAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGCCGAGGAATGTGAAGCCAGATCTCG
IDT Exon 10c primers

CACCCCAGCATCAGCACAGCTCTCCTCCTCCATCTCAGACTGTGGAACCAAAGCTGGCCC
AGTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAATGTGAGGGTGGTGGGTGGGATGGGC
AGGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGTGTCAGCCATGGGAAATGAGCCAGC
CCAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGCCGAGGAATGTGAAGCCAGATCTCG
GGACTCAGATTGGAATGTTACATCTGTCTTTCATCTCCCAGATCCTGGAAACAGCAGTGT
ATATTTTTGGTGGTGGTGGGTTTGGGGTGGGGAAGGGAAGGGCGGGCAAGGAGTGGGGAG
GGAGTCTGGGGTGGGAGGGAGGCATCTGCATGGGTCTTCTTTTACTGGACTGTCTGATCA
GGGTGGAGGGAAGGTGAGAGGTTTGCATCCACTTCAGGAGCCCTACTGAAGGGAACAGCC
TGAGCCGAACATGTTATTTAACCTGAGTATAGTATTTAACGAAGCCTAGAAGCACGGCTG
TGGGTGGTGATTTGGTCAGCATATCTTAGGTATATAATAACTTTGAAGCCATAACTTTTA
ACTGGAGTGGTTTGATTTCTTTTTTTAATTTTATTGGGAGGGTTTGGATTTTAACTTTTT
TTAATGTTGTTAAATATTAAGTTTTTGTAAAAGGAAAACCATCTCTGTGATTACCTCTCA
ATCTATTTGTTTTTAAAGAAATCCCTAAAAAAAAAAATTATCCAATTGAACGCACATAGC
TCAATCACACTGGAAATGTTTGTCCTTGCACCTGAGCCTGTTCCCACTCAGCAGTGAGAG
TTCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATTTTGTCCCCACCCCCAATTCCTTGA
GTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCA
Invitrogen exon 10 c re-do primer 11 April 2007
AGTTGTCCATGACAAAAGAGGCTTTTGGGCCAAAATGTGAGGGTGGTGGGTGGGATGGGC
AGGGAAGGAATCCTGGTGGAAGTCTTGGGTGTTAGTGTCAGCCATGGGAAATGAGCCAGC
CCAAGGGCATCATCCTCAGCAGCATCGAGGAAGGGCCGAGGAATGTGAAGCCAGATCTCG
GGACTCAGATTGGAATGTTACATCTGTCTTTCATCTCCCAGATCCTGGAAACAGCAGTGT
ATATTTTTGGTGGTGGTGGGTTTGGGGTGGGGAAGGGAAGGGCGGGCAAGGAGTGGGGAG
GGAGTCTGGGGTGGGAGGGAGGCATCTGCATGGGTCTTCTTTTACTGGACTGTCTGATCA
GGGTGGAGGGAAGGTGAGAGGTTTGCATCCACTTCAGGAGCCCTACTGAAGGGAACAGCC
TGAGCCGAACATGTTATTTAACCTGAGTATAGTATTTAACGAAGCCTAGAAGCACGGCTG
TGGGTGGTGATTTGGTCAGCATATCTTAGGTATATAATAACTTTGAAGCCATAACTTTTA
ACTGGAGTGGTTTGATTTCTTTTTTTAATTTTATTGGGAGGGTTTGGATTTTAACTTTTT
TTAATGTTGTTAAATATTAAGTTTTTGTAAAAGGAAAACCATCTCTGTGATTACCTCTCA
ATCTATTTGTTTTTAAAGAAATCCCTAAAAAAAAAAATTATCCAATTGAACGCACATAGC
TCAATCACACTGGAAATGTTTGTCCTTGCACCTGAGCCTGTTCCCACTCAGCAGTGAGAG
TTCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATTTTGTCCCCACCCCCAATTCCTTGA
GTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCA
TTTATTCAACAAATGTGGGTGAAGTGCCTGCTGGGTGCCAGGTGCTGGGAATACATCTGT
IDT Exon 10d this forward primer is the same site but not the same sequence as the reverse primer for the block above
TCAATCACACTGGAAATGTTTGTCCTTGCACCTGAGCCTGTTCCCACTCAGCAGTGAGAG
TTCCTCTTTGCCCTGAGGCTCAGTCTCTCTCGTATTTTGTCCCCACCCCCAATTCCTTGA
GTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCA

GTGGTTTTTGCTCTAGGGCCCTTTCTTGCACTGTCCAGCTGGTTGTACCCTCTCCAGGCA
TTTATTCAACAAATGTGGGTGAAGTGCCTGCTGGGTGCCAGGTGCTGGGAATACATCTGT
GGACAAGACATGCTTGGGTCCTACTCCTGGAGCACTGTAAAAAGAGCTGATTCAAGTAAG
TAGATGCCTGTTTTGAGACCAGAAGGTTTCATAATTGGTTCTACGACCCTTTTGAGCCTA undocumented variant
GAATTATTGTTCTTATATAAGATCACTGAAGAAAGAGGAACCCCCACAACCCCCTCCACA
AAGAGACCAGGGGCGGGTGATGAGACCTGGGGTTTAGAACCCCAGGTGAGACCTCAAATC
ACTGCATTCATTCTGAGCCCCCTTCCTGTCCCCAGGGGAGGTGTATTGTGTATGTAGCCT
TAGAGCATCTCTGCCTCCAACCCAGCAGTTCTCTGCCAAAGCTTGTGGAGGAGGGAGAGC
CCTGTCCCTGCCCTCAGGCTCCCCAGTGCTCCTGGCCCTTCTATTTATTTGACTGATTAT
TGCTTCTTTCCTTGCATTAAAGGAGATCTTCCCCTAACCTTTGGGCCAATTTACTGGCCA
CTAATTTCGTTTAAATACCATTGTGTCATTGGGGGGACCGTCTTTACCCCTGCTGACCTC
CCACCTATCCGCCCTGCAGCAGAACCTTGGCGGTTTATAGGTAATGATGGAACTTAGACT
Exon 10 e

TGCTTCTTTCCTTGCATTAAAGGAGATCTTCCCCTAACCTTTGGGCCAATTTACTGGCCA
CTAATTTCGTTTAAATACCATTGTGTCATTGGGGGGACCGTCTTTACCCCTGCTGACCTC
CCACCTATCCGCCCTGCAGCAGAACCTTGGCGGTTTATAGGTAATGATGGAACTTAGACT
CCTCTTCCCAGAGTCACAAGTAGCCTCTGGGATCTGCCAACACACGTCCACTCCCAAGCC
ACTAGCCCACTCCCCAGTTGGCCCTTCTGCCCTTACCCCACACACAGTCCAACTCTTCCA
CCTCTGGGGAAGATGGAGCAGGTCTTTGGGAAGCTCCCACACCCACCTCTGCCACTCTTA
ACACTAAGTGAGAGTTGGGGAGAAACTGAAGCCGTGTTTTTGGCCCCCCGAGGCTAACCC
TGATCCATAGTGCTACCTGCACCTCTGGATTCTGGATTCACAGACCAAGTCCAAGCCCGT
TCTTACGTCGCCATAAAGGCCCCCGAACGGCATTCTCGGTACTTCTGTTTGTTTTTGTAC
ATTTTATTAGAAAGGACTGTAAAATAGCCACTTAGACACTTTACCTCTTCAGTATGCAAA
TGTAAATAAATTGTAATATAGGAAATCTTTTGTTTTAATATAAGAATGAGCCTGTCCAAT
TTCTGCTGTACATTATTAAAAGTTTTATTCACAGAGCTGCTCTGGTGCCATCTGTCCCAC

ATACGTAGTACGGCCACCCAGCTTTTGTCAGGGGAGTTGGGAATGGGGTGGATGTTCTAA

GGTCAGGGTCTCGTGCTCACACCAGCTGTAGCAGACCCCAGCAAGAGGAATGCTGTTCCC

AACATCCTGGGTCTTCCTGAGACTGTTGCTTTGTGTTCCTAGAGGGCGGGTCTGGCATGC

