oy nfevers

NCSTN ( NC_000001. 10, GRCh37) - gDNA - 2024- 05- 03

160312222
160312272
160312322
160312372
160312422
160312472
160312522
160312572
160312622
160312672
160312722
160312772
160312822
160312872
160312922
160312972
160313022
160313072
160313122
160313172
AGCAGAGAGG CAAGATGECT ACGGCAGGEGEG GTGCECTCTGG GGCTGACCCG 160313222
GGAAGICGGEG GTCTCCTTCG CCTTCTGICT TTCTGCGTCC TACTAGCAGY 160313272


https://infevers.umai-montpellier.fr

t gaggcct cc
ggccccgecg
gt ccccccac
tcceectttg
tcgcttcact
ctcccacttt
cccacagt cg
agactttttg
t aaaaggt gg
tgtccccctg
t aaagcaaga
aagt aacaat
ct gat acgcg
aaaat gcaaa
attgttttta
ggcacacaaa
aaggtttctc
tttcttagec
at at acaagc
aaggt caaac
gt caat ggcg
ggt gccat gt
cagaagaat g
tacccaagcc
tct ct caaat
GGAAACTCAG
CTGTGITCGC

t gagat ggat

ccgecccgt ga
cgaccgccac
cctgtaaatc
cctggacctg
cccttctcta
gt ccagat gt
aaaggaacag
agacgaaagc
atttcttatt
ccttgectca
at aaggt agg
t caaggaact
ttcatttact
tgcctgtata
aggat cct ca
t gacctgctg
tcaattct gt
cagcacct gt
agaagt gt ga
acctttcctt
ctacat ggac
agaacat gt a
gactttaatc
atacttcagg
ttttctaaca
TGGAGAGGAA
CTGCTCAACG
tcatgtttgt

gctccgttct
tgtctccett
ctctttcttt
aaggt ccct t
ggcctcttce
ctcgtttttc
gt gt gaaagt
aatcttgttc
tcttcctetg
ggtttttttt
at at gggt ac
tttggcattt
gat acat ggc
t aact at gac
aaggagaaac
atgttaaatt
tcacactctt
gtattaacca
t cacct gt gc
t gaccaagt t
tttgtaataa
tctgttacga
tcattttaga
tt aat gacac
ctttttatct
GATATATATC
CCACTCATCA
ggacat t gat

ct aaggggaa
ctggttcctg
ttcgttccca
ctcccccgcea
t ggacttcga
ccacaacccc
tagctttctt
t gt gggt gct
ttgattacat
tttttttttt
tcttaact gt
at aat gt act
tttttagttg
tgtgccttcc
t acagct gcc
aact gacccg
ggaaaaat gc
attagtaata
aaccagaat c
ttctctettt
ccctttgagg
taagtgtgtg
aagt at gat a
gat agaagct
t ccgat cagG
CCCTTAAATA
GATTGGCTGC
atttgtctagt

ctctcggatc
ctgcccect ct
cgacagaagt
gcacgtcgtg
gcct gaccct
agccacccac
cctcgegttt
gtgcggegct
cctaagtctg
ttttaatcag
gaagaccctg
taagtgtttg
gt caagccct
cccaattcac
ccacactgtg
t gt at gt cat
ct cagaaagt
t acat acagg
t ggcaaat ct
t agt gt cact
cacat agctg
cccaagaaat
ttaaat gatt
agtacctgtg
TTTGIGCAGG
AAACAGCTCC
CAGTgt gagt

gccct agat a

160313322
160313372
160313422
160313472
160313522
160313572
160313622
160313672
160313722
160313772
160313822
160313872
160313922
160313972
160314022
160314072
160314122
160314172
160314222
160314272
160314322
160314372
160314422
160314472
160314522
160314572
160314622
160314672

£
5


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2284&page=sequence&seq=gDNA&ancre=2284

ct aagt aaca
gt at gt aggc
at aagaact a
atctcat aca
gtcactttat
ccaagat cat
cact aagctg
cccaggct gg
tctaggttca
catgcacctg
gtgtttcacc
t ccacccacc
gcacccagcc
ggagaaaaaa
aactttttgg
ggcact gaaa
ccagcacttc
gagaccaat c
aaaaatt agc
ggaggcggaa
gagct gagat
t gt ct gaaaa
gaggaatt ag
t aaatt caac
aaggttccat
aaaagt agt a

t ggacaat ag
gggtctgat a

tccat gt cct
agt t acagat
acatttagta
accccaacca
aaat gat gaa
act ggt aat a
agagaccttt
agt gcaat gg
agtgattctc
ccaccat gcc
atgttggcca
ttggcctcece
gagccagcac
gtctcatatt
aaccaaaat g
at gccaaat a
aggaggt caa
tgccagcatg
cggctggetg
gcagaagaat
t gt gccacca
aaaaaaaaaa
t gaagcattc
t gacaggccg
gacact gt gg
at ct aaaggc
ctctgtcaga

ctggcttctt

gct t aggaga
aaccgt ct gt
aat gct gcat
caaccccaca
act aaaact t
agt gat gat g
tttttttgac
cacgat ctcg
ct gcct cage
cagctaattt
ggctggtctc
aaaat gct gg
tcttaaccac
ctatggtgtc
ggct aaaggc
ggct gggegce
ggcggot gga
gt gaaacccc
ctatggcatg
ccctt gagee
tact ccagta
aaaaaaaaag
tatttatcct
tttattttca
ctttaaaaac
taacctgctg
atgtagtttt

cat cat caaa

tttgacactt
caagct aggc
accaagcttt
aaat aggt ct
aaagaagttg
ccaggatctg
acggagtttc
gct cacggt g
ctcttgagta
ttgtattttt
gaactcttga
gat t acaggc
cctattatac
cagttat cac
aat gaact at
agt ggcacat
t cactt gagg
cccatctcta
cctgtagtcc
caggaggcgg
t aggt gacag
aaaat gct ga
tttttaaaac
cactttgtgt
t at caaaat ¢
tcttcagatt
gcagat aagc

tt gat cacct

at at t ggact
aagat aatta
ttacat gt gc
tactgttatt
agtaactttc
gtggcccgag
actcttgtcc
acct ct gcct
gctgggatta
agt agagat g
cct caagt ga
gt gagccacc
tgttttttaa
ttgcactctg
ct gaagagaa
gcctgtaatc
tcaggagttt
ct aaaaat ac
tagcttctcg
aggt t gcagt
agt gagacac
at aatt gcaa
tttttttcct
gtt ccaaaag
at agggcagg
ttgtttccca
aggaaacttg

ctgaatttca

160314722
160314772
160314822
160314872
160314922
160314972
160315022
160315072
160315122
160315172
160315222
160315272
160315322
160315372
160315422
160315472
160315522
160315572
160315622
160315672
160315722
160315772
160315822
160315872
160315922
160315972
160316022
160316072



gtttacccct
atacctctta
caaaagt gct
aact gggaca
tttttagcca
cctgctat ac
aat aaagttt
tctcgeectc
gcaact tcct
at agct ggga
ctttagtaga
ct gacct cgt
gcat gagcca
t aggt agaag
ttgct ggaac
t aact aggct
ttcttaaaac
gccagt acag
at t aagat ct
t cat at ct gt
aacat gat aa
tt at aat act
t aaat aggt t
ttcgtctgtc
aggcgcagag
gaacccagat
ttcctgtcct

agagt ct cac

ggaat aat gg
atagttgttt
gtataatttc
ct gagaagt g
tctttcectg
aaagcact gg
ttgttgtact
t cgcccagge
cct cccaggt
ttacaggcgce
ggcggggcett
gat ct gcccg
ccat gcccag
agagct aggt
ct cact at aa
ct aagaaaac
agct ct gt ag
agaaacaaga
tggttccttt
cttttctgag
aact aaggag
ctgcttctct
tcttttccct
cccacagt at
aaaat aagca
t agaat ccag
cgct ggagt t

tat gt caccc

tt ggagt act
at t gat gacg
ct gaagcctt
aaggact t gt
agct at agt a
gagt aggttg
tagtttcttt
t ggagt gcaa
t aaagcaat t
gt gccaccgt
caccatgttg
ccttggectc
ccctct ggac
ccaggat ggg
agt acagaag
tcctttggga
gaagcaaagc
gggggt aagc
t caacct act
caggct ccgc
aaaaaagt ga
tagacgcttt
ccctecctcc
gagat gaat a
agttacttaa

gtttttttca

gaagttttgg
aggct ggagt

t gcat aaagc
ct aggt aaat
cttcccattt
t cgt ggaagc
tctgttaatt
actggttcca
tttttttttt
t ggcacaat c
ctcctgtcte
gcccagct aa
gccaggct gg
ccaaagt gct
ttagtttctg
ct gagat cag
gccaggaccc
at aagt catt
ct ct agaggt
gggact gt gg
tatttccaaa
cctttttaat
tacccagatt
aaagttctca
ttctatcctt
gaggt agaaa
gact acacca
gtccagtatc
ggtgtgtgtg
gct gt ggcac

t gaaagt caa
agggt ggt ct
gat aagagaa
agttact act
gtcccatgtc
aacagcccca
t gagat gcag
t cagct cact
agcttcttga
ttttttgtat
t ct cgaaccc
gggat t acag
aactggtttg
actgctggtc
caacctcttg
ctactctatg
aaagccacgt
ccacttcctc
tcttacttcg
t agt gt agct
tgatttctga
aagggggctt
tcttccttct
acctcattga
ttactagttg
atagtttgtc
tgtgtgtgtc

aat ct cagct

160316122
160316172
160316222
160316272
160316322
160316372
160316422
160316472
160316522
160316572
160316622
160316672
160316722
160316772
160316822
160316872
160316922
160316972
160317022
160317072
160317122
160317172
160317222
160317272
160317322
160317372
160317422
160317472



cact gcagcc
ct gagt agct
tatttttagt
ct cct gacct
ggat t acagg
ttgccacact
ccgggcat gg
gggcatttaa
t aaaat aat t
cagggagacc
attacct aat
gtcatccatc
cacat agaaa
gatattttca
ggtgactttg
cacatctctg
aacct cagag
aagtcattcc
aggccaaggg
aaaccct gag
gaaaactttg
ggtt gagggc
at aat gagt c
t cagat ggag
tattcaccca
at cagt gagg
cattctgtcc

AGTAGAGAAA

t ccgectccc
agcat t acag
agagat gggg
caagt gat cc
cat gagccac
atctgttcct
tggctcactc
agtgatgctg
gat gaat aac
ctaggatatc
gccttgaatt
ctct aat aca
atgttatttg
gggcatcctg
gaaaccct ag
atccattcga
ttcttgacta
caaaaagggc
cat gt at gca
ctagagattt
gtgtctattg
agagggcaaa
ctcttgtgcet
ct ggggcaac
aat at gt t gt
caaagt caga
t ggcagCTTC
GAGGAGGACC

aggt t caagc
gt gt gcacca
tttcgccatg
acccacccac
t gt gcccggce
tttcccat gt
ct gt aaccct
at at acagcc
atatccaatt
t ccacacaga
at gt agaat t
gtgcttccca
tat agcat cc
gggt aaat ga
gtttcctgga
ggcttat caa
acctcatcta
aaaaggaatg
tgtgttttta
agtggcattt
ttgtagaatc
aaaat gaagt
cttttatatt
agcttttcag
gacatcttta
attgttaact
AATTAGTGCGA
TACAGTGGGT

aattctcctg
tcacacttgg
tt ggccaggce
ttcggectcce
cgaagttata
tttaaat gct
agcactttgg
agggct gaga
ttctgtaggg

t cact gggga
caaagtattc

atctttatca
t ggcacat ag
t aagt aggct
at gaggagaa
tt gggaagct
aaaccggcca
acgat ccagg
caaaggaaga
cct agagaaa
ttatgtatat
t cacagaacc
ccattccctc
ttcaaatcta
ggggat aaaa
at gggagctt
GACACAGEEG
ATTGACTGAT

cctcagcectt
ctaatttttg
tggt ct caaa
caaagt actg
tatgttttag
gt ggcaaggg
gaggct gagt
actactggtc
agaagact ca
cttaaggagt
t ggact ct gg
t gt cat gaga
agaaat gggt
cctggct gga
ccaat gagag
ctgttttaga
gaagcaagt a
aaagctcctg
ttcaaagcta
atataggttt
ggct aaat aa
tttctggcat
ct gat aacct
gaggtgcctg
gat acgcaga
taatttgact
TTATCCACGT
GGCCCCAACC

160317522
160317572
160317622
160317672
160317722
160317772
160317822
160317872
160317922
160317972
160318022
160318072
160318122
160318172
160318222
160318272
160318322
160318372
160318422
160318472
160318522
160318572
160318622
160318672
160318722
160318772
160318822
160318872

Thr 70f sX18 V75I



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1863&page=sequence&seq=gDNA&ancre=1863
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1871&page=sequence&seq=gDNA&ancre=1871
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859

CCCCTTACAT
gatgtatctg
cctcacactt
ggagagggca
gat ctt gagc
ggcat ccctc
tttagagcag
aaat aagt ca
caggcagaat
tcctttccta
CGAATTCECTG
CTTCTCTCCT
aaggat cagg
tacgtctttg
t aact gactc
ccttccctct
tttgtcacgt
cattgtcttt
tttgagtcac
ctgcegt cac
tattccccat
GITTGCTCAC
CTTATGAAGA
ACCAAAGTCA
tt agaaagaa
t cccagccac
cagaggtttc

cagagcaagg

GGITCTGCTG
ct gggaaaac
at t agt gaaa
gggt ggt cct
ttagggct aa
cccteectcec
atcattgtcc
acagtttgat
gt caggct gt
tt ccagGGAT
GICTTGCAGT
AGTGTACAGT
agagcct act
t gagggat gt
ccaaacaggg
cctgettccc
gttcacatcc
ctattttagt
cacctccttt
ctggttccta
ccttcecttc
TGCAGAGAAA
CTTTAGITTC
TCAAGCAGt
gattattttt
ccgggaggct
agt gagct ga

ccctgtgtca

GAGAGCAAGC
at ccat agag
acttcccttg
cagaaggaaa
atttcaccta
ct ggggt cct
agact cagaa
tcccctagtt
ctgatacctt
TTAATGGAGA
GICCTTGACC
GCCCAAATCGA
gt cacct aag
atatgtgttt
ggtagt gttt
cttcetttge
ctaatcttac
gtggatggta
tgaactctta
agt act t ggt
agGIGITTAC
TACAGTGGAA
CCCATCTITC
aat gacactg
ct agccaggt
gagacaggag
gat ggcacca

Caaaaaaaaa

ATTTTACCAG
ggaaagtttc
gctgccct gg
ggt gt accat
cctgtccctg
tact cact aa
tttagagact
ccccatttgt
cctgtgttcc
AGCTGAAAGG
AAGCCCAGTC
TGGGTTTGyt
gctcactgtt
gt gt ct gt gt
atttgtcettt
cttacctggc
agcct aagac
at agacttca
gt cccaactg
gt cccagt aa
TCCAATTCCT
TTCGCTGGEEC
TTCTTGAAGA
ccagctccta
gt ggt got gt
gatcacttga
ttgcactcca

aaaaaaaaaa

gt aagaact a
agt gaacagt
t ct ggt cagg
caaaagaaat
agt aaccctg
agctctactt
gaaagggaag
ttccatcctg
tt cat ggaat
GAGAACCAGC
CTGCCTCAGG
aagt gt ccca
gcttcggt ct
gt agt gt cag
gctgctcatc
attatctctt
tccctgatac
tgcctacttc
aaagattctt
ccagt ccccc
ATGGGECCAGA
AATGCGTTTGG
TGAAAATGAA
gcaattccag
gt gcacgt ag
ggccgggagg
gcct gggt ga
ggattatttt

160318922
160318972
160319022
160319072
160319122
160319172
160319222
160319272
160319322
160319372
160319422
160319472
160319522
160319572
160319622
160319672
160319722
160319772
160319822
160319872
160319922
160319972
160320022
160320072
160320122
160320172
160320222
160320272

p. P73Lfs*15

T115fs R117X

1162Yf s*57 p. A nl163SerfsX39 S166X

c.582+1del G


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1876&page=sequence&seq=gDNA&ancre=1876
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1830&page=sequence&seq=gDNA&ancre=1830
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1861&page=sequence&seq=gDNA&ancre=1861
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2826&page=sequence&seq=gDNA&ancre=2826
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1915&page=sequence&seq=gDNA&ancre=1915
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1919&page=sequence&seq=gDNA&ancre=1919
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2704&page=sequence&seq=gDNA&ancre=2704
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1867&page=sequence&seq=gDNA&ancre=1867
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1872&page=sequence&seq=gDNA&ancre=1872
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859

ataggctctc
aagacggttg
tccccacatt
t agaagaaaa
cagcccaggt
agagat t gag
atatgcctta
aagagatttg
atctgatttc
atcttttcag
atagtttcat
t gat gagtt t
actatagctc
aaggat ggaa
caaact agct
TCACAACCTG
TGCAGCTCTT
CGECGCAGCT
t ccgaaccat
gccagggaat
ggagct ctgc
tgttcctaaa
t agagaaaac
ttgcctttat
gt gt cct gct
GAGCATCGCTA
GEGTTGTGGT

gcagggct gg

ctatttggag
ct ccaaaaag
ttgctcctac
t at aaagaat
t aagaaccac
aaattcaatt
attctggtct
tccaaagttg
ctatctctag
t ggct gaagc
ct ccagct aa
ttttctttga
agggat aaat
ctgggeccctc
gtctcagtgg
AGTCAGRAATG
TTCACACATG
CCATCCAAAG
gagggt aatg
gt t agagaga
at gggagaac
gtggatagtg
gact t agagt
agctaccttc
t agAAATCGT
AAGCCTATAA
TGCTGCCACC

CaCaaaaaga

ggt ggct cat
aaccaagacg

ctgatattac
at ct gaaaga
tagtatcgtt
tggtaatttc
agtatttcca
t at ggt gagt
tttggtgctc
ttcaaattgg
accact gagt
ccttat agat
gt ct ccgaaa
ctccttctgg
ggtccatctc
GCTCAGCACC
CATGCTGTCA
CACCTTCAGC
gaat aagggg
ct gt aat agg
t agaaacaat
gcagagaagc
ccgt ggggca
tcctttagcec
CTGTGACCCC
ATACAACTGG
CCgt gagt g
gct ggt aggce

tcttctggta
ttagttcttc
agcat t aaag
gt aat at gaa
daadaaaaaa
tgagcttctt
ttttgactca
t gat ctccaa
tttgtatcag
gccaggccat

ctgcaaccct

cct at ggt gg
agggt gt ggc
gat gt aaggg
ccctttcagT
AACCTTCCCA
TCAGCACTGC
ATCAACCCAG
cagagggaga
gaaggagt ag
t ct gaaaaat
caacct cgga
ct ggt cagag
ttgttgatct
CTGICTGATT
GACATTAAAG
ttggcttctg

cccgcet ct ag

cacctgctga
tcacattctt
ccttttagac
acaaggt aca
gcattggatt
tttagctcta
tagagtagtt
gct gt gt cat
accacact ga
ct ggaat ggg
ttgtaactct
ttctaggata
tccatcccaa
agggcctcca
GCTATCAAGA
CTATGTGCCA
CACCTCGCATG
gt agggcaga
gt ggaaccag
acaccat gaa
ttaggcagct
ct gtt ggaag
atttccaatg
ctcattgttt
ACAATGTIGTG
CCTGACGACA
at caggat gg

cat at cagat

160320322
160320372
160320422
160320472
160320522
160320572
160320622
160320672
160320722
160320772
160320822
160320872
160320922
160320972
160321022
160321072
160321122
160321172
160321222
160321272
160321322
160321372
160321422
160321472
160321522
160321572
160321622
160321672

P211R

Q16P S219Ffs*31 c.687i nsCC



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1866&page=sequence&seq=gDNA&ancre=1866
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1870&page=sequence&seq=gDNA&ancre=1870
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2801&page=sequence&seq=gDNA&ancre=2801
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1917&page=sequence&seq=gDNA&ancre=1917
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1859&page=sequence&seq=cDNA&ancre=1859
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ttcaaagttg
gggactcctg
t ggagcaaga
cttttcttct
GGCCCCAGGEG
CTGCTGAAGC
GTCATGTTTG
tggcagggaa
aagacct cag
gt gt ct acat
ttccttcettt
ccctetttcec
ttctctggac
gactctcatc
gagt cact gg
gttcatctta
aagtcttgta
gagaagccga
t gagat agt c
tctcctaacc
t cagGAAACT
AGAAGGCGCAA
CTGGGACAY
cttcctcctt
cccttgactt
agtgttgttt
CCTTTGGATG
ACCAgt aac

ct aaatt ggg
ggttgtctcc
aaggaggttt
gttgtaccta
GCTGAAAGCG
TTTGCAAAAG
TCTTCTTTCA
gaaagaggat
cact t gacct
gtgtctcccc
tt aggaagct
cccact gat a
tcctttactg
act aggacca
aggt ggggga
gacctttact
at acat at ga
aagt cacat g
gtcttaccta
ctttggaatc
TTTGACTACA
GITTCCCGTG
t at gt ggcat
tgttgttctg
ctatccccta
cttcatcctc
CACACACATC

ct gagcat ct

aagcct caaa
attgccacag
ggggccagtt
gCTGGATAGT
CAGTGGCTTC
GCACCTGATG
AGGgt aagg
agt aaagatg
aagttgttaa
tttagattcc
tttacaccct
agatatattg
ct at ct ccat
cagcagaat a
ccgttaagaa
aaggctactt
gggat agt ca
act gt aagct
cagct ttgat
tctgttcccce
TTGGCACCTC
CAGTTAGAGA
gt cccccagce
cggtcttaac
ggcat ggccc
cccccagGrG
CTGITTCTCA

cccctcattt

t ggggaggaa
gacaggt at a

tt aaagtat a
CGITCCTTTT
CTTTGICACC
TGACCACCCT
gctctttgge
agagt ggct a
ccagcacaga
tccattttag
gaat t ggt at
gaggcggect
ccaggagccg
agggaacagc
t cagacacat
tccccatttc
cagct gggag
gact agcagt
gat ct ggccg
ctcccaccta
GAGGATGGTC
ATGITGACTC
cccttceettt
t gcaggaacc
agaacaggag
GCCTTAAGAA
GAAAAATGAG

cctattccta

t ct gggct gt
ttctcttgac

tatcccctga
TCTGGAATGT
CAGCTGCCTG
GCCCCGCAAT
t ggggt gcaa
ct ggt t ggag
gcttct ggat
gaagctt aga
gt aaccagcc
tttactttta
ttaggct cct
at ct gt ggct
aat agct gat
tgggcttcag
gt ggggccaa
t gaggt gacc
ccttcgaggc
cctccatctc
TACGATATGG
ATTTGIGGAG
ttaatt aaat
accgcctctt
actgattcta
CTTCATTAGA
TCTGTACGGA

cagct cagaa

160321722
160321772
160321822
160321872
160321922
160321972
160322022
160322072
160322122
160322172
160322222
160322272
160322322
160322372
160322422
160322472
160322522
160322572
160322622
160322672
160322722
160322772
160322822
160322872
160322922
160322972
160323022
160323072

c. 887A>G

A315V

€. 996+7GA

€c.1101+1GA c.1101+10A>G

c.1125+1GA

D381sfs*7
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t ccagacccc
acagggt aag
acagctgttg
ggttccctgg
cact gcccat
ccccat ggat
acactcgctg
cttceccttcc
ctctttctge
agcatttaaa
ttattatttg
cact gaggat
t gaaaaaaaa
at ggt ggaag
gggat aaagg
agt at agagc
gcctcccatc
GCCACATTGG
GCCAAATCAG
GAGCTCGAAA
CATAACAAgt
agtctattct
ctaccccctc
tttcacatct
gaaact catc
gttccactgc
gcagagggca
ttggct agaa

aacccct gce
agacaggat t
ttgctgcetgg
act gggt agt
t aaggat agg
ccaattgtca
cccaactt gt
ctctaggtcc
aat t ccagcc
gaattggtta
ctcccttcaa
aaagcagagt
ggtctcttct
ct acaggaaa
tct act agag
atttcaggcc
agttaatctc
AGAAGAGT GG
TCCCAGCCTC
CATCTCTGCEC
aagaat cact
gcagt ct ggg
cagaacttca
gaact gaaac
ctcaccctta
tccctagetce
t cat ct caaa

gacagaaagc

ctgtttccac
ggattgggtg
gaagaat cag
tctctgatca
t gagt gact a
aggct gct ct
cctccacttt
acctttaggc
ttcagcatca
tctgtttgge
ttctgcacaa
cttgaagaca
ttatgcccca
tt cagagagc
at agggt agc
t aaaagagac
cctcgtaccc
TGCTGGTGIC
TCCCACCATC
GITGITCTGG
t ggccct gca
aggaaggt ca
ggtccatctg
ccttatttgt
gccctttact
t ccagggt cc
cacaagcatg

agtccttctc

caacccccag
t t ggccaaag
gaact cagtg
tttgttgeet
gctcccttct
acccaagtcc
cctcattgct
ctgectttttt
tccctget ct
attcagcacg
t aaat aat aa
gtagaattta
attttctaac
cttggtccca
t ccccaagca
ctcctgette
cccagGIGGA
CCTGCTGTCA
TTCCCTGCAG
CTGACCACTC
ccctcttcat
ctgccctcceg
tattctttge
t t gact ggat
gt caacaat c
tgagttcctc
ggaaggat gg

t ggaact cac

ggcct gt gag
gat gaacacc
acattccatt
agcagact ac
tgccttgetg
tggctgtgtc
t gtt caaaac
ccaggtggtc
ggact cct gt
cagttttcta
gt gaagcat c
cttataaata
t ct aaaaaga
aaaggcttga
gggaact t ga
ccatccccca
GGATCTCCTG
TCCTCAGGAG
CGATTTCTTC
TGGTGCCTTC
t ctt gaagag
ctttcccaca
t cagt ggcgt
attcatctta

cttggttatg

agggtt gcca

t gggggccect
ccagaggt gc

160323122
160323172
160323222
160323272
160323322
160323372
160323422
160323472
160323522
160323572
160323622
160323672
160323722
160323772
160323822
160323872
160323922
160323972
160324022
160324072
160324122
160324172
160324222
160324272
160324322
160324372
160324422
160324472

€.1180-5CG

QAA20X

p. Arg434Xx

€. 1352+1G>A
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cagaaacagt
t agat ggcca
gggct ccaga
aact t gaggc
agcttcccga
ttctgacccc
t cct agcact
ttggggcaag
tagct gactt
t ggagct cag
t cat cat ggt
gat cct aaga
atgttcattg
ct ct gaaaat
gaagagtctc
ttgtctgtca
ctacctccct
tcaccccttt
gagcatttga
ct cat gccgg
GAGAACATTA
GAACTTTGTA
agcct ggggce
gccattcagc
GGTGCTGGEEA
ACACAGITCA
tctttctatt

ccaaaccttg

attcatactc
tggttcagtg
gat acaaagg
cttggat aac
gggccaaat g
agccaagt ag
t agggt cagc
t gaagattca
gactttgt gt
cctctetttt
gattttatca
cctgctaatc
gaacagt t at
catcttagcc
tcetttgttt
ggaaagt ct't
gttctccaca
cttctgatgc
gggaggaaag
ctttcctgge
ATGTGAGCTA
ACAGACACTG
acacagt gaa
cccctectca
CGTGCTCTGT
GGCTGATCCC
tacacagcaa

gaattccaca

t gt gaaat gt
cgagggt aaa
gt aact ct gg
aggggacttc
agtttcgtag
caccttctca
tgtcttctct
tcatttgaac
gggacaggga
aagatctatc
gtgtattctt
acct cct gct
acaactgatc
atcccccata
aaagat ct ga
taattttcac
ccttctgcaa
t gaaaat gag
gggcagagcc
agATATTACC
TCCCGAATGG
CCAAgt agc
gat gct agca
cctaccacag
ATGAGCTTGC
CAAACGOL aa
gctgtcccta

tgactgttga

accat gttct
agt gcct cct
gttacccttt
ttact caggc
t gaaaat gct
ttcatttagg
aaagct at cc
acattttgga
tttactgatg
tccttggggc
at at at cagt
cccagct acc
t cat gat aca
tct ccagccc
gctcattcag
t aaccacctc
t at gggat cc
atactgagtc
ct ggct aaat
AGAGTATTTA
CTGAGCCCTG
act gagccag
tttgaggat a
GCCCTGCCAG
AGGAGGAACC
gcagat gggc
tcctcecttg

t gccggt gag

tgccat gt gg
at agctgatg
aact gct cct
tggattgcca
t gagct ct at
ggagt gaccg
ttgtaccact
tttgattatg
gt aaagactg
t ccat aagga
gagcagacct
ct aaat at aa
t ggcagagt t
aaatgatgta
cttttctacc
accctcactc
tgattgtctc
cct gcat aag
gt agccaagg
CGACACTGCT
AAGAGGACCT

gct ggat ggg
ggagaggt gg
ATGTGGCCAC
AACTTCAGCCG
cctagct cct
ccctagtgtc

aat gcct cat

160324522
160324572
160324622
160324672
160324722
160324772
160324822
160324872
160324922
160324972
160325022
160325072
160325122
160325172
160325222
160325272
160325322
160325372
160325422
160325472
160325522
160325572
160325622
160325672
160325722
160325772
160325822
160325872

c.1551+1GA
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gccccagaga
ctgtctccca
tgggt ct cca
tttctetctt
CCTGATTAAA
TAAGGTCCTA
aggaaaggga
tctttttcct
atatttgatg
ttgggetttt
ctttggtctg
CCAGCCCCAC
ACTGGCACAG
AGTCCCAAGT

ct ggggcccc
gacccagggg
gggt gt t gaa
agcagccagt
gggaacgagt
ct gt gcagCT
GAGACGGACC
GGCCTTGTCT
CTACATGGAC
ATCGCCAGCA
ggatctgttt
atctcccatt
ct ggt cagcc
tcattcttgt

gctctt gggt
act ccagt ct

ctgataattc
tactgttcca
GCCAACAACT
CTTGGgt aag
t agagaaaaa
ctctgttttt
gatccttttc
cctatttcac
cact cagGIG
CAACACCACT
TGGTCAACCT
GAAAACAAGG
tttcccttgg
at t gggat gg
aagcct gggt
tagct caatt
gagaagagga
GTATGAGTAC
GACTCCCCCG
CCTCCCTTTG
TGAGAGCCGC
AAGAGCTTGA
gacttctttc
t gccccacat
agcatgttcc

t gct caagct

gggcctcatc
at ct ggccag
tttccctggg
atcctagGIT
CATGGTTCCA
cat ct ggt gt
gtcttttggt
cttaccccct
cattgccctt
ccaccatcca
ACGGCCCTCT
TATGTTGTAC
CACCCGAGAG
ATgt gagt gg
gaaagttgga
agaggt ggag
gaaaat ggac
ggtt agagca
t caccct agc
TCATGGGTICC
GTGTGTGCGT
AACTGAGTCA
TGGAAAGATA
Ggt gagat gg
tctgetttct
ttgtagcaaa
cttaggaggc
ggagt gcaat

tgcatcttat
tctggttcct
ctcccttcaa
ACCCGCCTGC
GTCTATCCTC
gggaat ggga
ttaaccttta
gttttccttt
ctttctggcet
cccaccaaat
TCAACATTAC
AGTATGCCTT
CAGTGCCAGG
t ggt gggt gt
ggttcttcta
agat gcagt c
cat ct gaagg
t ggcact gat
cgtgtgttagt
AGGGCCCTTT
TCTACTGCAC
GTGGAGCTCT
TCCGTGOOOG
ggcaggggca
t gt gt cat at
agcct act gc
cttttttttg

ggcacaat ct

gagccagct a
gccccat gac
gt cacagggt
TCTATGGGTT
AGGCAGGACC
cccttagetg
ttattttttt
ctttcttctc
gctgccaatc
cttceccttcc
ATCGCTGTCT
GGCCAAATTTG
ATCCAAGTAA
t ggaagt gcc
gacctagtta
ct cagcaatt
gt aaagggac
agagggt aga
ggcgcat ct't
GCATTCTAAT
GATTAGCCAG
ACTGAATACT
GATATTTCTC
t aggt ggcag
agccctttcc
aaatctgtcc
agat ggagt t

cagcttactg

160325922
160325972
160326022
160326072
160326122
160326172
160326222
160326272
160326322
160326372
160326422
160326472
160326522
160326572
160326622
160326672
160326722
160326772
160326822
160326872
160326922
160326972
160327022
160327072
160327122
160327172
160327222
160327272

Y565X (668X

E584Df sX44 c. 1768A>G

€. 1799del TG
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caacct ccgt
t agct gggat
ttttagtaga
t gacct cagg
ggcgt gagcec
agt aggt gt t
gcttcaactc
gtctaatgta
ggaaccaaag
acaagat gga
agacaaagtc
ggtgcttaga
t at ccaaaaa
ctccctcccce
TCTTCTCCCT
TTCATTGCTC
CCTTTTCTTG
GGACACAACC
TGGGATTAAC
AATAAATTCGC
TTTCCTCTTC
CTTCTTCGCTC
GGACCCTTCT
CCCCACCCCT
TTAATGICAG
GGECTGAGCC
TGGCACATTA
CAGTGCTCAG

cccttgggtt
t acaggcat g
gatgggtttc
t gat ccacct
act gcacccg
cattctggag
ccggcet ggeca
ccgagct cct
ccat gggccc
agcaagaaca
tgtaggctgg
gccagcat cc
actgcact ga
ctgcagTTGA
CATCGTCACC
CCCGGGAGCC
CCAGCTCAGC
ACTAATTTGT
ATAAAAGAGT
CTCCCTTCCT
CTTCTCTACT
CTGTTTAACT
ACTTTTTCCT
GTACCCAGCC
GGTCAAACTA
TACTGTCTCC
GCGGTCEECET
TTGTACTTTT

taagcagttc
t gt caccaca
accat gtt gg
ttcttggect
gccaggaggc
agccecctgtg
ttccccatct
gt cacaagtc
tcctttcaaa
gagatgcttt
agagatgttg
gaat t cccat
gttctgagaa
TCACCCTGAC
TACTGCATCA
AGGAGCTGTG
AGITCACTTC
CACTGGAACC
GGAACTATCC
CCaCTCCCCT
CATGCCAGAT
CCCTAGITAC
TCCTGCCCTG
ACCTTCCTCGA
CATTGAGCCC
TTCCCACTGT
GCCTCCEEETG
TATTAACCTG

tcctgcctca
cccagct aat
t caggct agt
cccaaagt gc
ctttcttcac
gat cccagaa
ggcacagct g
agt aat gt aa
at gcct aaaa
acttctcttt
cccatgatta
ggct ccaaac
tgcctttgtc
AGTGEECTTC
ATGCCAAAGC
TCATACTGAG
CTAGAGCATC
TCCCTGEECC
AAAAGAGACA
TTCCCATCAC
TTTGGGATTA
CCACCCTAAT
TACCTCTCTC
CTGGGAAGGA
CTGAGGACAG
CCTTTCTCCA
GGTATCCCAC
TAATATCTAT

gcctttcgag
ttttttttat
cttaaactcc
tgggattata
agatagtttg
ctctttcaca
ggat gagt ca
gt gccgcaag
t ct aagt aat
t caaat gggg
ttccatagtt
cccaaacagt
ctttcctgece
GGCATCCTCA
TGATGTCCTT
GAGGACCCCA
TGICCCACTG
TGTCTCAGAT
GGGAGAAATA
CCCTTCCCCA
CAAATAGAAG
TTGCCCTTCA
TGCTCCTCAC
CATAAAAGGT
GGGCATCTCT
GGCCCTCAGA
CTCCAGCCCA
TTTTGITTTT

160327322
160327372
160327422
160327472
160327522
160327572
160327622
160327672
160327722
160327772
160327822
160327872
160327922
160327972
160328022
160328072
160328122
160328172
160328222
160328272
160328322
160328372
160328422
160328472
160328522
160328572
160328622
160328672



GICTTTTTCC TTTATTCTTT TTGTAAATAT ATATATAATG AGITTCATTA 160328722

AAATAGATTA TCCCACA

160328772
160328822
160328872
160328922
160328972
160329022
160329072
160329122
160329172
160329222
160329272
160329322
160329372
160329422
160329472
160329522
160329572
160329622
160329672
160329722

NCSTN ( NC_000001. 10, GRCh37)

gDNA -
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