ATA

>VEersS

MVK (NC_000012. 12, GRCh38) -

|

©
|I—P

109572843
109572893
109572943
109572993
109573043
109573093
109573143
109573193
109573243
109573293
109573343
109573393
109573443
109573493
109573543
109573593
109573643
109573693
109573743
109573793

GCTCTGGGTT GITGGGAGITG GGGAGCTGCT CCGGECTTCGG CGCGGAGEEG 109573843
COECEECCEG GGAGECEECG GCEECGECAG gt gagaggece ggggt cggge 109573893

gDNA -

C.-464 -463del GO nsTT

C.-325A>T

C.-228G>A c.-207T>A

2026- 05-19


https://infevers.umai-montpellier.fr
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=433&page=sequence&seq=gDNA&ancre=433
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=471&page=sequence&seq=gDNA&ancre=471
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=435&page=sequence&seq=gDNA&ancre=435
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=476&page=sequence&seq=gDNA&ancre=476
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004

ggccgggcgg
cagcttct gt

t cggcgacct
attccccgcet
acttagctca
cct taagcgg
cacct at aga
ctcatttaag
tttataattg
tttctgctce
aaaagct gaa
aat gat t agt
aaccttccta
acgt gt gggg
gacat cact g
t gt gt ccagt
acggt aact a
agatctcttc
ggctttccct
GIGICTGCTC

T

24P

&X25f s

TGGCAAGgL a
cctgatgcta
gggagcagat
ttcttatgec

aaagat gat t

gtgagctttg

cgcgaggt cc
ggctcagttt
caat ct gaca
ct gagcct ca
t agt acacct
aggat aat tt
ccct gcaagce
t gt gcaaaac
tgacacattg
atgatttcat
acgaagaaca
aggt gccaga
acat ccaccg
aaaccgaggt
gggagt ggaa
t gact cct gc
ccttttttgt
ctgctggttc
tttagGATTC
CGGGGAAAGT

caaagccgtt
attttgtaag
cagagagat c
cact gaaggg
at aat at aaa

at gcagaagg

t agacccagg
acccagct ct
gtcgtgattt
gtttttctaa
gaat cttagc
tgcgttat gt
tcctttctag
gaggcgt act
gaaacagcct
gtaatttcta
gagccagt aa
caccgccaag
aggt aggt ac
tcttagccat
gagct ggcat
attgcctttc
tattatgatg
t gacat ct ag
CCAGGAGCCA
CATCCTTCAT

agagccttta
aaggt aaaag
aggttctccc
attcttgggc
gccct gt gag
aaagaggttt

acgacgct ga
gagagtcttg
t gagct t gac
gaaat gggga
gt aaggt aat
at aaaagt gt
gactctgtcc
gggtgttttc
aaat gt ccag
cctttaatag
t aagt agct ¢
tgtttccctt
ggttattttc
tt aagt gagt
tt gaacccag
t ggt acgt ag
ggct t gaact
agatctttgc
TGTTGTCAGA
GGAGAACATG

aggat t gggt
gacaccct ga

cagccaggca
ct cgct cggt
t ggaat gaga
gagaact gag

gccaggcegtc
ccccgaggga
aagcaagggg
t cacgat agt
ct acgt aaag
aaat t gcaca
t gcagaaat a
tgcagecttg
caaagagttc
tagt agtt gt
tcagtaattg
gcgttaattt
tctccatata
t aact aagat
atctgttgga
caagt gct gg
aggtgttcta
tcttctcatt
AGICCTACTG
CCGTGGTACA

accccttctc
ggcacagctt
aggaaaagat
at gat agcaa

t cacct agga

ct ccggggcea

109573943
109573993
109574043
109574093
109574143
109574193
109574243
109574293
109574343
109574393
109574443
109574493
109574543
109574593
109574643
109574693
109574743
109574793
109574843
109574893

109574943
109574993
109575043
109575093
109575143
109575193

del

EXON 2 ML Met1? Edter V5A L6fs V8L V8M

VBE AI0V P11S GI1R K13X Ki13Q KI3Nfs*68 GI8R E19K H20N H20P H20R H20Q A21V V22M

&5V &5G 1 VS2+2del T c¢. 78+3A>G c. 78+10CT

C. 78+61A>G

C. 78+177GA
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ct aagacatt
tccattatct
ttatcctatt
cttgatccaa
t gt ct gaaac
cagtcttgct
gcct ccaacc
at gccccact
act acgct gg
t cccaaagt g
tgctattctt
ggaagt gat t
caaagt ggat
agt gggagag
t aggagt ggc
tggccccettt
at agGTAGCA
AACCCCACAG
AAGCGGEECCT
Ggtgagt gc
gcagct ggcc
atttcccggg
ttattttttt
gctgttgtgg
aacagcaaac
aggt ct cggg
ggagagacct

ggagaat at a

t agaagtt gg
cattttaccc
tt acaaat gt
gtcctatata
cacctctgct
ct gt caccgg
t cagcctccce
aatttttttc
tctcaaactc
ctgggattac
tatgttctta
ccttggtatt
tttaactttt
cat gccaagg
ctctgtgcett
gccact cacc
CIGGCTGTAT
CAATGGGAAA
GCGATGIGGC
aaggaggaga
aggtattctg
tgttttctac
aaaatttata
acagatcatc
atacgtattt
ggcat agaca
agggccagag
ttggcatttt

aaggat gatc
ttacagctac
gcaaact gag
ccttggtaga
gcact ct gct
agt gcaat ct
aagt agct gg
ttttattttt
ct gggct caa
agat at gagc
tatttctcat
gagaacct ct
agct gat cga
ttgattagca
atgtttgctc
ctcaggctta
CCTTGAACTT
GTGGACCTCA
CAGGCTTCAG
aaccaggt gt
ggctgtcccc
cctgacctca
ggt gt aaaac
aaggcctatt
aagt at aaat
t cagattggc
agt agacaaa

gtataattaa

t agcaaagga
ccccaaggca
gctt aggaga
gcttggtgtg
tttttttttt
tgcgatcatg
gaccacaggt
ct gt agagac
gt gat cct ct
caccacacct
t gaaaacat g
gaaattttgc
t ggt ggct gt
gt gt ct ggca
tcttcttage
ttgcttttgt
GAGAACATTC
GCTTACCCAA
TCACTGGACA
gct aagagcc
aagggagcca
t aaaat t agc
aat gcattgg
gt t gagt gaa
at gt gt at aa
agt ggt gatt
gt gacacat g

aaatt gat aa

gtt gaaaaca
taccctttta
gaagt ggt aa
aacct aagt c
tttcctgaga
gct cact gca
gt gt accacc
gt ggt ct gac
tgccttggee

ggcttctcac

gt gattat gg
aggcagaagg
tcccaggcett
agggcat ggc

acgt gggt cc
catttattct

CTCCCECTTC
CATTGGTATC
CAAGCTTTCT
t acagagagg
ggggccagct
ttcactcatt
atctctgtgg
aaaaat gcaa
at gat agaaa
agttctcctg
ttttaaat aa

aagt aggcca

109575243
109575293
109575343
109575393
109575443
109575493
109575543
109575593
109575643
109575693
109575743
109575793
109575843
109575893
109575943
109575993
109576043
109576093
109576143
109576193
109576243
109576293
109576343
109576393
109576443
109576493
109576543
109576593

C. 79-62GA

del EXON 3 A28T L29fs L35S R36T L39P R40W R40OL L41P L41R

HA4fs L51F S52N |56V

W62X(c.185) Ws2X(c. 186)

S69T

c. 226+2del
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ggcacagtgg
gcggat catc

aaccat gt ct
acctgtaatc
ct gggaggca

ct gggggaca
aaaagt acaa

gacatt gt aa
ccccagt aat
ctgtagattg
t aaccaaaat
tctttgtgtg
t cat ccactc
cctgcceccag
tccct gggcet
gat ggggt aa
acccttgaca
t at gccgt at
gagat ggggt
aagcagtttt
ggt gagagcc
ttaacttcat

gotggttttt
ctcttattgg

tgggtgattc
at ct gaaaac
agggccaccc

gtgtatgtca

ctcatgcctg
t gaggt cagg
ct act aaaaa
tcagctactc
gaggt t gcag
gggcaagact
gttacctatg
ttttaaaaat
gact ct aagc
at agaaagat
t gggt caggce
t cacgt gt gt
at aagcaggc
agct gacgtg
gaat gaagcc
at gagaat ct
cctgcttccc
ggggat ggag
ctcact gt gt
ccactttccc
actgtgccca
catatcttgg
tttaaccaat
gagt t ggt ag
t ggggacacc
aaccagccag

agccagacca

gtagcttggg

taattccagc
agt t cgagac
t acaaaaat t
aggaggct ga
t gagccaaga
ccat ct caaa
cttattattg
cacctattat
atttaggcat
t gat agagac
cat at aaacc
gtgctgattt
cagctttttc
tgttttctct
ttgctctttg
ttttgggttt
attccccatg
gaagagt t ga
t gcccaggcet
acctt gggcet
gccaaaat cc
aat cacccag
acagat ggat
t ggt ggt agg
tcagttaaaa
agcacat gga

gaaatgtctc

gt ggaagcag

actttgggag
cagcct ggcc
agct gggt gt
ggt aggagaa
ttgcgccatt
aaaaaaaaaa
gaaaat at ag
ttcccttctce
taatccttct
agggagat at
at t cagaagt
tt gacagcac
cat cagt gga
gttgtcagtt
gaacagt gt t
tttccttaca
agaaaccaca
aaatt ct cat
ggt ct ggaac
cccaaagt gc
tcattttaga
gagttttttg
gggct cct gg
agtttttgaa
gccactcctt
acttgctttc

ct gagaacca

ccaggt at gg

gccaaggcgg
aacat gt cga

ggt ggcacac
tcgctt gaac
gcact ccagc
aaaat tt aat
t caat act gg
ctttccctga
gggtgatttt
cttggttttt
actgattttt
t gt gaagat t
gtccecctgta
tactgtctgc
t ct cagccag
ct gcacct ga
gt cactccca
ttcacttgtt
tcctgggctc
tggggt t aca
gcagcccttt
t gat ggt ggt
ct ccgeccect
aggggtt cct
t ggagegt gc
caaggt gcac

gctgcaactt

gggaacat gt

109576643
109576693
109576743
109576793
109576843
109576893
109576943
109576993
109577043
109577093
109577143
109577193
109577243
109577293
109577343
109577393
109577443
109577493
109577543
109577593
109577643
109577693
109577743
109577793
109577843
109577893
109577943
109577993



ct cagaccac
t ct gggcctc
at ccgacgac
t gt agggaag
taggtt gcaa
t gat agt aat
tactatgttg
gccttagect
gct act acag
gt gttcacat
aggt ggt gat
ggt caagt gg
ccaggtttct
cgattacaaa
ccatttgagt
accagt gccc
tcccttgaga
t ggccagaaa
ttcctgtaca
gcaccgcctc
gagggaaat a
t acaat ggaa
tgtgtgtgtc
ttretttett
cagtggtgcg
atcctcctgc
cat gcct ggc

t acct aggct

t ccaact ccc
ggagcagaga
act ggaggca
ggcttgttag
agat ct acca
aaacat t gaa
cccaggct gg
cccgagt age
tgaacactta
at gttagcac
attcatcccc
ctcaggttac
cctagcccca
gct ct gaaat
atatcattaa
gaagtttcct
at gt gacct g
ggct ct gect
tccct gggaa
gcatttacac
ttttgggggt
ggt gaaacct
tgtgtgtctg
ttttgagaca
accacagctc
ctcagccttc
tagtttttgt

ggt ct caaac

t cagt gaacc
catgtttcct
ggcat t aggg
ttttggagcet
tctttctttc
cttttttttt
tcccaaattc
t gggaat at a
tt gggcactt
tcttagaatt
att gtacaga
acttgttggt
aagt ccaggc
acctgggttc
tccattcaac
aacacacgca
aggct cageg
tctcagtgtc
caacct gcct
tgtcctattc
taacttaaca
aggccctt gt
tgtgtgtttg
gggt ct cact
actgtttctt
t gagt agctg
actttctgta

t cct aggcac

t ggggcaggt
gact gagggc
gt gcgacaca
ct gggagaca
agtgtccttt
ttttttaaga
ct gggct caa
agcacat acc
acgtgtgcca
cgccagcatt
tct gaaaatt
gacact gaaa
tcttaacagc
t caat gat gc
acacatttac
tgcccaattc
agt gatttgt
t cagaggaaa
caccttcccc
ctgatgatta
ctcttttgat
gcgatt gagc
ttttaagact
ctgttatgca
caacctcctg
ggaccacagg
gagt t ggggt
aagtgatctg

cacttcatcc
t gccat gagg
gagtgcatta
tactatcttc
tgctccctcc
ggcagggt ct
gtgttcttct
act gcaccgt
ggcact aagt
ccct ggaagt
aaagttcaga
ggatt cagac
tgttccatct
cat gacttgg
ccagtactta
catttcccag
aaaggt gagc
gt ggcccagg
ttctgcccag
tcttttggag
tttggtttta
cagcattctc
acaatttttt
gcct ggagt a
ggct caagcg
t gt gcgccac
ttcgccat gt

cccaccttgg

109578043
109578093
109578143
109578193
109578243
109578293
109578343
109578393
109578443
109578493
109578543
109578593
109578643
109578693
109578743
109578793
109578843
109578893
109578943
109578993
109579043
109579093
109579143
109579193
109579243
109579293
109579343
109579393



cct cccaaag
aactactgtt
ttacacccct
tgttgttatc
gt cacacggc
aaagccaatg
catccatgtt
t at aaagcac
t ggaacagAG
AGCTAAAGCGA
CTGECTGTGC
GAGgt gt gt g
gaaaaaggaa
tct agagcag
aggcacggt a
t caggct gga
ccaggct caa
aggt gcgcac
agtctcactg
ccaact gcct
cacccggccc
cagaacccaa
gcagatgctg
cggcctgata
tccccttaag
t gggt acgt g
aaat gggaaa

cttgcttggg

tact ggggt t
aat t agcact

tatttaactt
cctgttttac
cagt aaat gg
aacagacttg
ccaattccag
caaagt ccct
CAAGGTCGATG
GGITGCAGEC
TGECCTTTCT
cgtggtctgg
gagtttctgt
cagccat t gg
t at at ggcgt
acgcagt ggt
gtgatccttc
caccat gcct
tgttgcccag
tggcct ct ga
cagcct ct ct
agggaaaaaa
gct cagt ggc
cttgccgtcc
t gggt gaggg
gaat t t gaag
agcactt cgt

ggaaat acat

acaggcat aa
tact acat gc

tacgttcctg

caaggt ggga
cacagttggg
ggt gt gggat
t gact agt cg
ct cacccact
TCACAACACC
TTGCCTGACG
TTACTTATAC
ggaaggagtc
cattgctgct
ctgtcctcat
geettttttt
at gat ct cag
cacct cagcc
ggct aaattt
gctggtctca
aagt gct ggg
gttgttgttt
acct caaggg
caggct ct at
gaagcagaat
gcattccaga
acgcacatta
ggaaattacc

gt aagat gt a

gcgcect gcac
caggt gct gt
acaaccgt aa
aacaggttca
act caaaccc
t cagaccat a
attttctgtg
tgtgtttget
CACCTCAGAG
ACTGTGCTGT
CIGICCATCT
cagat t cagc
ggagaat gca
cat gt gccag
t gagacaggg
ct gactccag
tt ccaagt ag
ttaaattttt
aact cct ggg
at t agaggca
ttgttgtttt
ggcagccct t
gct gaggaca
ttcaacttga
at ctt ccagg
ttacaatttt

aaacat gaag

gcgat t cgga

ccaaccttaa
gct aaaaagt
gaagaggcac
gggaggttaa
aagt ct gcct
aattcgtgtc
ttctgttgtt
tgtttgectg
CAAGTGGAGA
CACCGAGCGC
GCCGGAAGCA
ctcccat gga
catgctctct
gcaccctgcc
tctctgttge
cctcgacctc
ct gggact ac
gt agagat gg
ct cat gt gat
t gagcgactg
tgtttttgtc
cccttgagca
cattcggaaa
gagaggcat g
ctgggt gggg
tctatttggg
tttgacagtt
cctttctggt

109579443
109579493
109579543
109579593
109579643
109579693
109579743
109579793
109579843
109579893
109579943
109579993
109580043
109580093
109580143
109580193
109580243
109580293
109580343
109580393
109580443
109580493
109580543
109580593
109580643
109580693
109580743
109580793

€. 227-3CG ¢.227-1GA L126Rfs*2 D79N D79Y V80l

E83C S85*

E93fs L97fs DLOON

V109L Y114fs Y116H L117P [119M

R124W c. 371+2T>A ¢. 371+8CT

c. 371+49A>G


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=752&page=sequence&seq=gDNA&ancre=752
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1166&page=sequence&seq=gDNA&ancre=1166
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2543&page=sequence&seq=gDNA&ancre=2543
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2383&page=sequence&seq=gDNA&ancre=2383
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=298&page=sequence&seq=gDNA&ancre=298
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2858&page=sequence&seq=gDNA&ancre=2858
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2379&page=sequence&seq=gDNA&ancre=2379
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=539&page=sequence&seq=gDNA&ancre=539
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1190&page=sequence&seq=gDNA&ancre=1190
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=3011&page=sequence&seq=gDNA&ancre=3011
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2176&page=sequence&seq=gDNA&ancre=2176
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=540&page=sequence&seq=gDNA&ancre=540
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=904&page=sequence&seq=gDNA&ancre=904
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1011&page=sequence&seq=gDNA&ancre=1011
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=373&page=sequence&seq=gDNA&ancre=373
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1388&page=sequence&seq=gDNA&ancre=1388
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2385&page=sequence&seq=gDNA&ancre=2385
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=380&page=sequence&seq=gDNA&ancre=380
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1423&page=sequence&seq=gDNA&ancre=1423
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004

gat caaaagc
gagaggcccc
t ggagggagg
tttgtgggca
cctt gagaga
attgcaggca
ctagcatgtg
caggtgcttc
acttgatacc
caat agggat
gaccagat gc
caccccactg

gGGCCCTACC
Al41fs (dupQ

agacccgt gt tacacatggt tggggagcac

ggt gaacaca
gagggcaggc
gct acggaaa
t gggt aggga
gaggggccag

ggcacaggaa

t gggaagggc
tgttttctag
acatttgggg
tt ggagt cag
ccct gcggga
GAGCCTGGAT
Al41fs (del G

caat cct agt
gggggt cct a
gt gt cacagt
tttctctgtg
cctgtgctca
ggaggt ggga
tctggttgaa
ttgtctgatt
tcaggaattc
gcct gggcect
gagt cacgt t
ATCGTAGTGT

gt gcggt ggt
gaaggggagc
ggaagcgaca
ggat aaggag
gagcaggccc
gaaaggggt t
t gacccaggg
cagcat gagt
tcccccagtt
ggcccct ggt
tcacaccctg

GGTCGGAGCT

GCGEECTTGG GCTCCAGCEC CGCCTACTCG GTGTGTCTGG
S150S V151M C152Y

CCTGACTGTG

Cl73R C173Y
TCAACAGHL a

ggacagggac
t gagaggt gt
ggt caaat gg
tt gaactcag
acccccat ct
agct ggagtc
ctgcattgac

t gccct aggg
agagtttgct

TGCGAGGAGA

accat ggt cc
gtggcttctc
cat agt ggcc
ct ggcccagg
agt ct gagct
tggctctgtt
cagat ct aga
t caggct agg
gtgattgtcc

gagaaat cca

TCCCAAACCC

ttacct ggce
t cact gagac
attttaacat
gccacacagc
tttctctcct
ggt tt caagc
gggcagcagg
acagtgttct

agttttacca

catt aggggg

GCTGAAGGAC

agtgtccctc
ct caccacct
gaggaagct g
t agt gct ggc
gctctccacc
gcccat ggt a
tt agat gaac
cctctgtatg
catggttatg
tgtgcccatt

cgt ct ggcgg
gaggcagcgg
caggagggtc
tttgataagg
gt gcacggct
acagaaaagc
gacagcttgc
atttaaatga
tcctgatgtt
gagaaaactg
t cagt gctgg
gtgtgittca
GCCCCCCEEG

CAGCAGCCCT

GGGEGATTCCG

ccgcacggca
ccct gt gagg
agccccgaga
agagt gggat
acctctgctc
t ggt agaaag
cctcccacct
gt aat gacag
aaagaaact a

agact agggc

109580843
109580893
109580943
109580993
109581043
109581093
109581143
109581193
109581243
109581293
109581343
109581393
109581443

109581493

109581543

109581593
109581643
109581693
109581743
109581793
109581843
109581893
109581943
109581993
109582043

€c.372-6T>C c.372-3CT

del EXON 5 P127L S128Pfs* D130G V1321 VI132Efs*25 WI34X S135L S135S Gl40fs

Gl42D G144V S146N A147T Al47A Al48T 447 _448i nsGCCTAC A148V Y149X S150L C152fs

T159fs Cl61RfsX25 CI161R 1164fs NI66K P165L P167L L168fs D170D GL71R D172D



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1212&page=sequence&seq=gDNA&ancre=1212
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=482&page=sequence&seq=gDNA&ancre=482
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=104&page=sequence&seq=gDNA&ancre=104
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1447&page=sequence&seq=gDNA&ancre=1447
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2419&page=sequence&seq=gDNA&ancre=2419
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2015&page=sequence&seq=gDNA&ancre=2015
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=368&page=sequence&seq=gDNA&ancre=368
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1375&page=sequence&seq=gDNA&ancre=1375
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1018&page=sequence&seq=gDNA&ancre=1018
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=76&page=sequence&seq=gDNA&ancre=76
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=374&page=sequence&seq=gDNA&ancre=374
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=543&page=sequence&seq=gDNA&ancre=543
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=505&page=sequence&seq=gDNA&ancre=505
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1389&page=sequence&seq=gDNA&ancre=1389
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1322&page=sequence&seq=gDNA&ancre=1322
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2393&page=sequence&seq=gDNA&ancre=2393
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=532&page=sequence&seq=gDNA&ancre=532
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1719&page=sequence&seq=gDNA&ancre=1719
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2165&page=sequence&seq=gDNA&ancre=2165
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1005&page=sequence&seq=gDNA&ancre=1005
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=78&page=sequence&seq=gDNA&ancre=78
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atctctcctc
gttcctattg
acagaccatt
cgcagaggt t
ccaaat gcag
ttttgttttc
gtttgttttt
tggtgtgatc
t ccacgggcec
tgtgtgtgca
ctcccacctt
gagt agacct
tttctgagtc
t gagccccct
gtt gagaggg
ccgcect ccat
t gggaagggc
t gt ct ggaat
ccttcaggca
actcttacag
ttatcattta
ttttttettt
at gt gcaggt
cccattagct
ccctctccecc
tgtgtccatg
cggtgtttgg

caatttcatc

ct acggggcc
accacgt gag
tctatcatta
acgcagtttg
agctctgtcc
t gagct t ggt
t gagat ggag
t t ggct cact
aaaggact gg
cttgcatgtg
cccct gaagg
cccaccccac
ggaaaggact
aaaaaacaaa
ccaggccctg
cactcacttc
cagccagctc
gcaccccaca
ccaccacccec
aaacacct gg
tt aaat gt aa
tattattatt
tagttacata
catcatttag
ccat cccacc
tgttctcatt
ttttttgttc

catgtcccta

gt ct ccacgg
t cagt gaggc
ggagaat gt t
t cccaggacc
tcttcctgog
ttttttgttt
tctcgectctg
gcaacctctg
ccctgtettt
tgtgtgttct
ccagtcattc
cccaccccac
ggagcccagt
ct gt gt agag
ggct aggt ca
at cccaggca
tggtgtggtt
cacacacctt
gccccagcecc
tttgtttttg
ttaggt agct
atactttaag
tgtatacatg
cat t aggt at
acagtcccca
gttcaattcc
tt gcgat agt

caaaggacat

agggcgtgtc
ct gt ccagac
ccttgagaaa
aggagttgtg
cttgtttttg
gtttgtttgt
t cacccaggc
cctccaggtt
caaaaggt gg
tatgctgett
cttctcagaa
cacaccccac
ctcctttgaa
caggaggaag
gct gcct gag
cgct gccacc
ccagtgctgc
gcccagct gg
ccagcaattc
tttttotttt
ctggatcctt
ttttagggta
tgccatgctg
at ct cct aat
gagtgtgatg
cacct at gag
ttact gagaa

gaact cat ca

acctctctgce
aggctt gacc
ccacccagt g
gat gaggccc
ttttgttttg
ttgtttgttt
tggagt gcag
caagtgattt
agggt gactg
ctaaccattt
cccttaggga
ccatcatgtg
gact caaat c
actcacattt
ttaccttccc
tgttggtccc
acaagt ggt g
ctccccttgt
agcccat cgt
tttaactata
ggtctgtttt
cat gt gcaca
gt gt gct gca
gctatccctc
ttcceccttce
tgagaatatg
tgatgatttc
ttttttatgg
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ctgcatagtg
atcattgttg
tgctgcaata
agtcctttgg
tctagttcta
aactagttta
atcctctcca
agt gt cat gg
ctttctccat
tgctccctac
t gct gaat ga
t aagagcttg
tagcactgtg
cgtttctgta
t t gggaggat
gcacaat gtt
cattattaat
aaatccttat
t gct cagggc
t gaccccaga
t acacaaagc
gacactatta
cagttgctca
gggctcactg
ggaggct gag
ggccaacaca
gcgtggtgge

agaat cgctt

ttccatggtg
gacat tt ggg
aacacacgt g
gtatataccc
cat ccct gag
cagt cccacc
gcacctgttg
atttgtttgt
tagact ct aa
taggagctta
at aagt gagt
ggct ccaagt
at ct ccagga
agaaacagga
t at gaaccat
t ggcacat gc
catagtctca
ttggcagatg
t cacagcaag
cggcctattt
act t gt gt at
tccetgtttt
cagat gccca
gctgggcacg
gt aggcagat
gcaaaaaccc
aggcgcct gt

gaacccagga

tatat gtgcc
tgggttccaa
tgcatgtgtc
agt aat ggga
gaat cgccac
aacagt gt aa
agaaacacct
atttgaatac
gct ccaagaa
gt cacaggca
gtatcttgtt
cagcagat gt
tgctgtttga
taattattat
ttctcaatgg
t aat caat ag
cagct accat
aagaaagaga
taagtgattg
t gaggggage
tttttccatc
at ggat gaga
gt gagt cagt
gt ggct cacg
cgct t caggt
atctctacta

aat cccagct

ggcagaggtt

acattttctt
gtctttgcta
tttatagcag
t ggct gggt ¢
actgacttcc
aagtgttcct
gct tt gaagt
tgatcgcttt
gt cagggacc
cat agcagt t
ggcaccatta
ggt cct gacc
cccat ccaag
accttccctg
tccatttgag
t at gt t aact
gt gagt t gcc
ct cagagcag
aaccaggccc
acatcctatc
t caat at cct
aaacagggtt
gat aggat gg
cctgtaatcc
caggagttcg
aaaat acaaa
act cgggagg
gcagt gagct

aat ccagt ct
tt gt gaat ag
catgatttat
aaat ggt att
acaatggttg
atttctccac
cacatattgc
ctgaccttca
ttgtctgttt
gct caat aaa
agttagtagc
cagcagt gag
cctcagtttc
t agggcacaa
aaagcattta
gat gt t aact
aagt ccgt aa
gt aat t gact
ccaggcgctg
t cct gggcat
cagt gagat a
t aaggt gaag
gct ccaaaaa
cagcactttg
agat cagcct
cattagccag
ct gaggt agg
gagat cgt gc
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cacagcactc
aaaact aggc
t ct cagaggt
gaat ct gcag
gttgatcatt
taaactgttt
tgctt gggag
gt ct ct gggg
actt gcaggg

gcaggct t gg
agttgccacc

agct agcctc
gaggct caga
ggcaat gcag
t gggaggcca
cccgtctcta
ctgttgtccc
gggagaaagt
agt gagactc
cacgggagt c
agggaagggc
gacttgttct
gcccagcaca
cagt aaagat
CTAATTAACA
CTCCGGAGIG
ttattttatt

aagagt ct gt

cagcct gggg
tgactgctta

cagaaaacca
aaaggaaaca
ttgtcttgtt
gt gagcccac
agat ccagac
ct cct gggat
ccct gggaaa
ttcaggtgtg
tgctgcttagt
t gaggagggt
gaggt t agat
gggccaggt g
aagcgggcgt
ct aaaaaat a
agct gct cgg
gagct gagat
cgt ct caaaa
caaagcccag
gcacacttgg
ttctgagctc
gccccaggtg
gaacat ct gt
AGTGGECCTT
GACAATCCTG
gttgttattt

gctggtttgg

gacaagagcg
ct ccat aact
cctttagett
aaagct gaga
ccat act cat
acct ggt cca
at ggt t ggga
ttgaattcat
gagt cacacc
gacgcttatg
ggacaccttg

gggggt t cca
aacaggccca

cggt ggct ca
t cgagaccag
caaaaattag
gaggct gagg
t gcaccactg
aaaaagaaaa
gctgttttga
cacgct ccgt
aagggcccaa
acccctcccc
gtcttcagGr
CCAAGGEGGAG
TCAGCACCTG
t aaaaat t ct

gaggaat cga

aaactccatc
ctgccact ga
ctgctgtttc
gaaaagagt g
gtgttttggg
t ggaaggcag
cgagcct ggc
aatgatcgtg
tctgcccgtt
cagaggtctg
ccatcattag
attctccagg
gagt cact ca
t gcct gt aat
cct gt ccaat
ct gggegt ge
caggagaat t
cact ccagcc
aaaaagaggc
ct gcgccagg
agct ggagag
gctcctatge
agccccactc
GGACCAAGCGA
AGAATGATTC
Gyt aggt gt
tattacaatg

at caat ggat

t caaaaaaac
gccacat cat
at gaggaagg
gggaagt ggg
tctgttcatt
t gaggccacg
ccct ccaggg
ctttggatct
cttcttaaag
ttatagtggc
acacacat gc
gaaggat aat
gct agt aaga
cccagcactt
at ggt gaaac
t ggt gt gcac
gcttgaaccc
t gggt gacag
aaagt aggac
t gggcttcag
gttcagagtg
cccttggect
ctcactgcca
CGATTTCGAG
ACGGGAACCC
ggcct caggt
gt aggt gccc

t ct ggaaaaa
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atagcatttt
ct cacacccc
gct gcagctt
gccgttgeceg
gaactcttgc
catgtggctt
gaat ccaagg
ccctcctgea
ctttcctgaa
caagt agcac
ttctctttag
AAAGACGt aa
t gt gt gcagg
ggtgtccctg
gcaaggaagc
agctcttaaa
cccgt agact
acaagaat cc
ggaat ggaga
ttgt gggggt

gagt caccat

ggaggct t gg
ctgttttatg
gtgcat gt gc
tctgttctgt
gcat ggcaga
at caagt t gt
gccttttcge

cctattttgg
ct gaat caga
ccacgagctc
tggagtttgce
ttacagggcc
gt cgggggaa
cct ggcaaga
ccttttgtaa
t ggggcaaaa
agatatgtta
GAGGAGCCCT
cctgggggt g
gggcagagct
gctcttcatc
aggggtggt g
tt gcagagat
ct cagct gct
attacttcct
gat gaagctt
ggggccagac
gat ggaggca
gaggggcttg
tttctgtgtc
gatttcagca
ttgcacccac
ggggagccag
ggggt ggt gt
at cagt aagg

ggggaat ggg
at ct ccgggg
cccaagagag
acaccat cca
cagat gct gt
gct ggacagt
gcttcctggt
ct gaagct gg
t gaacccaac
gcttttccca
CCGATACCAT
gagcagcaca
ctgcaccttt
ccccaatgtg
gggaagacct
at cagaaagg
cattcattca
gtgttcccga
gggt acagt t
acacacaaaa
cacagggcag
gagcagaagt
cctcccegetg
ttctetgttce
ggcagaattg
gtgccttttt
ttgtcccagg

gt cct ggggc

gagaaat ct t

gt ggaact gg
ttgtaggttc
ggt ggcct cc
gt cct gggcece
ct ggagggag
ggggcttcgg
gct gact cat
ccaaagttca
cagct ct gac
CAAGGGAAGA
ttcagccatg
gggaagt acc
gccct cacag
gctctctcct
gaaagtcat g
ttcctgtatt
tgatgctgca
t ccaaggact
gccgcecacag
aggcaggat g
gacatttgga
gaat cat t gg
tgtttgcgat
tt gggt gcct
gactgttccc
gcactttgcc

tctctcctct

ggggccct gt
ggcct gggaa
aggat gcaga
cctctggcaa
ccaccttcac
ggggacccag
ggaccttttg
tacttagcct
acctctctcc
ccactggttt
TTTCATCCTT
gctgcattga
at aggaggca
t gcact agct
tctccecttc
catggctgtg
tgcttagtaa
ct ggggcgt a
ctcagtctgc
gacaat gt ga
gaagcgggag
gact ct cagc
aat cacaaac
ttcagcatcc
ggaat gaaac
taagcccttg
acct ccat gg

ttact caggg

109586293
109586343
109586393
109586443
109586493
109586543
109586593
109586643
109586693
109586743
109586793
109586843
109586893
109586943
109586993
109587043
109587093
109587143
109587193
109587243
109587293
109587343
109587393
109587443
109587493
109587543
109587593
109587643

c.632-71A>G
c. 632-18A>G

&R11A QRI11E RI12R X1idel

L214Hf s*63 R215X R215G R215Q H217P (18X RI19W L224*

R226K
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cggtcttcat
ggccact cca

gggcccccgg

tccctttcca
tttggggctg
at ccccagcc
caaaaacatc
cttgccgeceg
cttcctcggg
gaagct ggtc
t gt gggggag
ggt ctgat gg
agggttgtga
t gcgagcectg
tgtctcctga
t agaaaactg
gggcat cagg
cggccagggg
gt ccacaggc
ct caggt gag
gat ctt gaac
gct ggccgag
cgt gct gagt
gt ggaact ca
agcat at cag
gct acaaaga
gt gaaggaac
gggctggtcc

ggat gagt gg
ttagtggctc
ctagttctct
aggct gt acg
ggttattctt
cct acccact
t ccagacatt
acctttgcac
ttgctccagc
t gccaccgcec
t ct caaat gc
ggaaggcggt
agctgctgtg
gggaat catt
gagccacttg
at gaagacgt
agat gaat ga
aat ggccagg
ctaggtttga
tcacttctcc
at acaat cag
ttcattcatc
act ggggcct
tactttgttg
gcagtcttaa
gaaggagggg
att gagcaga
ct ggcagagg

caggt cct gg
agt aacct gg

gggatctttc
t cagagt t gt
t gt ggt gggg
agat gccagt
gcttagtgtc
t ccgcagaag
agt cgt cagg
ccggat ccat
ccgggecccg
cact ggaatc
ggt gacagt g
cat ggaagt g
t ggcct aagce
gggct gggca
ggaggtttcc
cgttgct ggt
gt ccagct ct
cagacct cca
aagcggt ggc
ctttccacaa
ccgcagggaa
ggagaggaga
gcacctttag
tccgattgga

aacct gaata

aagcgcggat g

cct gcagccc
cct gccacag
t gt cccagct
cagcattggc
ctgccctgtg
agcaccctca
cctt gggagg
ccagt aggag
agagcct cgg
gt ggaaccag
gcctgtcttc
gt cagagaga
acaggcgt ct
gtggcatttc
act ggact ag
ccgagt gt ac
aaggggggcg
gtgctgggcg
cccacttgcc
gctccttott
t ct gaagt gc
gtatcattaa
caaaacaaag
aaaaat cagt
gaaacaaggc
tgggggttcg
agt cacgccg

caaaggt cct

ccaccagctg
cgccacacct
cagt cat gcc
act att gaga
cattgtagcc
gcgt ggcaat
cagaat cacc
cgt ggaacag
gt gccgaggt
agct ggat ca
aggagcccac
agacacct ga
t agat ct ggc
attccttcag
gccct ggagce
ggt ct act gg
ggcaggggaa
gaggcgct gg
agct ggt gcc
tacttagggg
ttacctgttt
gcacctactg
cccecgectcce
tgtctgtgag
agggt cagag
ggggctgctg
ct at ggggcg

gagacgagca

109587693
109587743
109587793
109587843
109587893
109587943
109587993
109588043
109588093
109588143
109588193
109588243
109588293
109588343
109588393
109588443
109588493
109588543
109588593
109588643
109588693
109588743
109588793
109588843
109588893
109588943
109588993
109589043



cgctgecctge
agt gagcagc
aagcccggat
gct ggat ggg
t gcagaggac
cgcctggceta
ggggt gccac
ctccacgtta
gcgt ggt gcc
agat gcggcc
agggaagaga
aaaaaaaagc
t at gggcagt
ggattttaca
tctgcccegtce
ttccatccca
gt cagcttga
ggctttagga
ggtcatgcta
gccagagggce
gggctgctcg
gct ggggacc
cgt gcgt ggc
gatccatttc
ggggt gaccc
gccactttga

ggct cacaca

gcttggtggc

cgt gt gacac
ctggggagcg
cacaggagcg
t at gagccct
ttgtctaaga
gat gggagca
gggagcagat
at cccat gga
tctctgtaaa
t cccagaacg
aaagccaaat
cagcct ccaa
gagat aaagc
at ctt gaact
tccagctgtc
gcct gcagcec
gccct cgaag
gggatttatg
gagagt cagc
agccaagggg
t ccgggceacc
atcctcctct
act gcccgca
agggcctgtt
acacaagt ga
atttctcact
ggctgctcca

ttcttaccct

agt agct ggg
aggagagaag
cttaccaggc
ggat ct ggt g
aagat gaaga
t ggagcaaac
ggcggcttca

tggctt aagg
gaaaaaat gc

ctgccetttt
agaatgttca
ggct gagaat
aggtttctgg
gt gaagacag
t cgggccaga
ct ct gaaagg
acggct cact
cagctcctct
t caacgt ggc
at gact gact
at t gaggt ag
gcaaccctgc
ccagct agcc
gcttggtctt
accttcgccc
ggat gact gt
act gccagaa

tcctcagttc

aggt cagagt
aagaggct gg
ttaccccctg
gggct ggt ga
t gcaacaccc
caacctttgc
cagagaagct
agcttccccc
attgtttgtg
gaggaat ggc
tcttttgtaa
cgat att aat
cagccctttc
cgaat aaagg
gctcat ccaa
caggt t ggat
acaaggacag
ggggcaggt g
t gcct gggac

ct acat ct gg
ggcaagaat g
cctccctgea
tgggcatctt
t ct aaaact c
cctcettgta
gccgggttce
at cct caccc

t cagt gt cca

ggct gagt gg
ggcagt ggcc
cgt ggt ggcc
caggcctgtc
aaact cct cc
tgcct gct gt
gggggccaga
caccaaccat
aagt ggat ca
ttgtcttaga
agtt aaaaaa
ttcat gggct
cagccct att
t at caagggc
at cccccacc
ggcaagaaat
ttgggatt gt
aggaccacgg
acgt ct at gt
ttttagacca
ggct cagegt
tttacgagcc
ccctct gt gt
cagcttcgtg
ctctgctata
gccacctcca
ttctagettt

cgt cat gcca

109589093
109589143
109589193
109589243
109589293
109589343
109589393
109589443
109589493
109589543
109589593
109589643
109589693
109589743
109589793
109589843
109589893
109589943
109589993
109590043
109590093
109590143
109590193
109590243
109590293
109590343
109590393
109590443



gaaaaacctt
aaggccacgc
at aaat gagt
at ggaggcegc
agt gt cacct
tcccggactg
t ggacct gcc
TGACCAACAC
AGAAACAGCC
ggaaggccag
gat gggt t at
tttggcagaa
gacagt ggtc
aaaaacaggc
gt gt gaacac
ctgcctgecc

CCAGAGATCG

ctcggccectt
t gt gcct agce
gaaaagccaa
agct gt ggcc
cttgtgcectc
ctcccagtcc
tcctcttcac
CAAAGTCCCT
TGCTCAAGYt
gacacaatta
agggggt gt g
aagaaggt ac
gggctcgtta
t cagaagaga
ctcctccectce
ccaggcctca

TGECCCCCCT

S272F S272Fdel ins

GTGTGAGCGC
QR90H Y291D

ACCTCGTCGCT
ccacaccact
cccccggaag
t cagct gggc
gcctcttect
ggcctggetc
gagct ct ggc
t gt cggt gca

ctccectatc
at gt t gt agg
gggagaat gg
agcagcagaa
ccttcttcct
t gt cccagct
cctgcagGrC
CGCAATACCA
gactcttgtt
catctggatt
gtgggtggtg
cgt ccgt gcc
gacacact ga
ggtggtttcc
caccccactg
ccagccgttc

CCIGACCTCA

GIGCTCGGAG AGATGGGGEA

GGAAgt aaga
gt ccaaggca
ctagcacata
ccaggt ct gt
gggtgattcc
gt gct aagtg
ccacgt aggt
ggggtgactt

gcctgtctge
gt ggctctgc
gaggt cagga
gcgt gccat a
gagt aat t gg

caat ggaaac

agat ggggat
ctt ggt cact

ccctctctgg
tcccagttga
ccacccaacc
gccccat get
ccgt at cagg
cctccatctt
GCCAGCTCIC
GGCCCCITGT
cccttcttgg
tt cgaggt ct
ggggccctta
cgtagcct gg
ctttgcagct
ccagaggat g
ct ggggcagc
cttectttttt
ATAGATGCCA

AGCCCCAGCC

aggaaccggg
aatctggctg

cectgectcetg
t aagcgtatc
gagagt gcaa
aggt t t gggt
gtggctgatg

ct cctgct at

cccecggeccec
agtt gaat ga
agtgcctggg
cccccaat cc
gt gggcgget.
gagttcagtg
CAGATCCTGC
GGCTGGCGTC
gcaggtttca
ccct ct gget
gggaggt ggt
ccaggaaaat
gggaaggcaa
ggcacgggct
tgtcctgcat
tctccagITC
TCICCCTGGA

CCGGAGCAGT

gttact gagt
t gct cagaat
gcctatgcetc
ttattttcag
gggaggccag
cacttctaag
cagagtgctc

tgctaacttc

109590493
109590543
109590593
109590643
109590693
109590743
109590793
109590843
109590893
109590943
109590993
109591043
109591093
109591143
109591193
109591243
109591293

109591343

109591393
109591443
109591493
109591543
109591593
109591643
109591693
109591743

c.678-78del T

del

Exon 8 c.678-1GA P228L P228P L230P L234P

T237S T237N R241C T243lI

L246P V247fs V250l

N252S L255P c. 768+23G>C

r.768_769i ns[ 768+1_768+68]

C. 769-103CT c. 769-97

C.769-38 CT c.769-7T>G c. 769-7_769- 6dupT FE257I

12601

V261A A262P P263P L264F c.790del L265P L265R 1268T |268K D269H S272P

R277C R277G R277H R277R V278A L279P M282T E284Kfs*17 c.853i nsA P286L P288L

V293M c. 885+24G>A

€. 885+117CA
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https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=388&page=sequence&seq=gDNA&ancre=388
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=2815&page=sequence&seq=gDNA&ancre=2815
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1004&page=sequence&seq=cDNA&ancre=1004
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=273&page=sequence&seq=gDNA&ancre=273
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=3&Id_mutation=1129&page=sequence&seq=gDNA&ancre=1129
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at gggt gcat
at cct aacat

taattctagt
gt gt gt gaat
gtcttaagaa
agcactttgg
gaccaggctg
gttagccaga
t gaggcagga
gacagaat ga
at gggt gaca
aaagagccca
ggctgttagce
ctagct gccg
cgt gcggt ct
gt cattgcct
cctgtgctga
ttttcacttg
ctattttaca
ttatccagct
tgtcccttta
agcgcctcca
tcttcctagce
cccgagt agg
cgagtccctg
tatttttggce
ctttgcactc

gatccttgac

t caacaact a
tgttttttca
gtagaggttg
cccagctcca
tgctcagatt
gaggccaagg

ggcaat gt gg
cat gacggt a

ggatcacttg
gaccttgtct
cgcaagcaca
ggct ccccct
catctggctg
tggct gt gca
ccat gt cacc
ggtgtctccc
gt ggaagctg
at cct cacac
gat gt aaaaa
agt gagt ggc
t t caacagat
tcgaatt cct
tctcaattcc
aaat caat aa
gagaat gcca
t gt ggcagcc
aaaccagcga

agattttgga

cttgtcaact
tcattgcaac
tgacctggta
cttctgctgg
agacgggcegce
caggt ggatt
t gaaactctg
cat atcggta
agcccaggag
cacacacaca
atgtctggtg
ggacacagt c
cccttgcaga
gcagccgt ca
acagtccctc
ggt cccccegt
ccact aaagc
ccacct ccct
ct gaggcctg
cgagccaggg
ct gt cat gag
gtgtttcggce
ttccacatag
t gat agaat a
cagaacagca
gct gaaat gt
actgttctcc

t cagaat gt g

gcctgetttg

cccat ccact

ctttgggt gt
acgt gt ggcc
agt ggct cac
gcttgagtcc
tctctacaaa
gt cccagct a
gtcaagtttg
caaaaaat gc
t gct at gagce
cacct ggcct
at gagaggat
gt gaagggac
cccgegeccce
gggcattcga
aagcctttta
gt gaagt agg
aagagagact
gt ccagccga
cacct act at
cctcattccc
aaaggaggga
ct gcct aaaa
cgttgattat
gcagct cagc
t gt gt cacaa

acaggt gt ct

ggt cagacag
gccatttgca
gat caggcct
t cgct agagt
ctgtagtatt
aggagttcga
aaat acaaaa
ct cgagaggc
t agcct gggce
ttggagtctc
t t agggaacc

ggtgaatatg
cgggt ggccc
aggagagggg
gcactctgta
gt ct gt agcc
caaatgattc
tgtcttatcc

tcccccaagg

cggactggtc
gt gccagggc
tcagtctttg
acacagt ccc
tacaccct gt
acattgtgtg
tcctggacag
cct gt cat ct

ggaacct gcc
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t cggcaacgt
cttctctcac
accaggccat
gcagagcgag
ct gaccggcc
cct cagt gat
cagagcttca
ggt agacagg
gtacctacta
tgtttccecct
ct aacagcac
t cgt ct cagg
agagt cat ct
gctcattgca
agt agct ggg
atttagtaga
ct gacct caa
agacgt gagc
ttacaagcag
gaccaaaaag
aat cccat gg
tccttagagc
ct gggt gcct
gcatcttgtt
gaaacct aga
acctagttct
gttatttgaa
acttttgtag

gacacct ggt
at ccagccca
catgcctgtc
gt at gaggca
at ccccat gc
t ggcaact cc
cacggaagtg
agct t cat gt
gct cagt gat
tttgtaaagt
atatctcgtg
gcaaagaagc
tgctctgtcg
tcctcccagg
attacaggca
gatggggttt
gt gat ccacc
caccacaccc
gagacagacc
gggcagagca
tttttacttc
cccagcacgt
gggcagt gga
ggatccttaa
caaacagctg
tattctgaaa
actttttctc

aaagggaatg

gct caggcegce
t caggct ggt
tgctcatttg
ggctgttggg
gggagagct a
t ggt at acag
aggaat gcca
caggcagacc
cgt gggcaag
ggggat gat g
ccaggcattg
agattttttt
cccaggct gg
tt caaat gat
cacgccaaca
cgccatgttg
cgcct cgacc
t gct gaggca
cagt gcagaa
gagact cgaa
ctgatggctg
tgtgggtgtt
agct gt gaag
agagcaggaa
tttccctget
ccagtcccca
tt gcaaat gg
tattggctct

agagagcggce
gagaggcacc
t caaaaat gg
gagggccact

ggt gggcct c
gcaat ccagg

gggggtgctc
cgccttccag
tcacttcttc
ct aacgt acc
aacagaaaac
tttttttttt
agt gcagt gg
cctcgtgecg
tacgtggctg
gccaggct gg
tcccaaagtg
gatactctta
gaccttgctc
cacaggcct a
ggaccgt ggc
t ggt aaat ga
ttttattttt
gtttatcctg
tatggccttg
aggcagct gt
cagaaat cca

caact gagaa

ccccagaagt

cggggct gcc
t gagctt ggc
ccaaccct gc
cgcagagat g
t gccccggaa
t cagaggcag
tgccagcettg
t ct gagcctc
cat aaaaat a
tcaccttgtt
tttttgagac
cacaatcttg
cagcctcctg
atttttgtat
tctcaaactc
ctgggattaa
t gaccccggt
aaggacacac
cttgactcca
t gggcaccca
aat ct aact a
t cat ccacat
cat aact gaa
ctggagttac
agggaggcat
tttcaaccag

gaccagaggt
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aaat ggcttc
at ct gt ccat
ttggcgactt
ggcagaggaa
cccatccctg
gat at gt gct
cgt gagaaat
agggt gcecag
gat ggacgag
gccaagt ggg
ACCAGCACCA
CTCIGCCAGG
AGGCGGTGGT

E296fs Insl10 L3481fsX17 c.

aggt at agct
ctgccacgt a
gt gt ct gaag
accct gggag
at cagt cacc
cactgctgtg
gct gcagggce
gt aggcaaag
gcaggct cag
aacagat gga
TCTGAATGCC
TGACCAGGGC
GCCTGTGGCA

caat ccaggg
atatctgatc
ttaattattt
ggct gt gatt
agt gccagag
gt gaaggt at
agaaggattc
ccgttggetg
gggt gggcat
accttctccc
CTCGECGTGG
CCGCGGACTT
TCACACTCCT

1039+7CT

t aggt gggcc
aattcccttg
tgtggecttg
aaaat aagga
caggaaagt g
ctcct gt cat
gt cactctcc
t caggat gcg
gttt ggggaa
t ggt gcct gg
cacctacctc
ggt cccacct
ccttctttct

ctttcccctce

aggct gccag
aaaggaaaaa
ggcaagt t ag
t gagagt at ¢
cacct agaga
cgggget gt c
acgt ct gect
gttgattttg
agaggaagac
gggcct ggca
tgccct cagg
gcctccattt
ctttctgtct
tgctttgcac

cct gggct cc
gagacct gga
ttaacctctg
tagcttgcaa
gcct ggt gca
cgcacaagct
aaccttgccc
ct acaaaacg
cgagt aat gg
aggggcttct
ctcgctcctg
ccctetgtge
ttatctcctc

t gagccccect

gct gaaacaa
at gt ggcaag
t agcagct ct
ggcccagcett
gcttctgtga
gct cagcet ct
ttttacaagt
tctccagcca
aggaccttgg
ct agGAGCTC
GCCACECCTC
CACAGCAAGC
CAAGCCAGat

t aagaggggt
aacaggtctc

gtctttgett
gatcgttgcc
gggct gggct
t gggaagt aa
cacttgtacc
aaagggtttc
gcttggcetta
gctagtgttt
gcct acagt a
tccttgtccce
ctctetgttc
t aggct ccag

t gt gt cggga
ataggtcatc
agt gggaagg
ggaccacat g
ccagccct ag
acccaagctc
ggagagggcc
acaactgtca
cctcaggcag
ATTGACATGA
TCTGGACCAG
TGACTGGECCEC

atcccggggg

ccacct ggag
agctccgectg
cctcattggt
cagat t caag
gt ggct gggg
ccagggcat t
cttgatgtgg
cttccecgttg
ggaagct ccc
aaccacct ga
ggcact aacc
ctccttcctt
ttcatccttc

acatcccctc
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c.886-1GA del _exons_10-11 E296G 1298T D299N M3OOV N301T N301Tfs*

QB02* L308L G309S G309R G309V V310M V310L G311R H311R S314S L315V L315G s*51

c. 955T>C C319S V321A T322S T322N A324V R325R G326R S329N S329R G333G A334T

G335S G335D G335A GB35G B36S G338S B38D C339S T342A T3421

L343]

L343P G347R
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acactccatg
agccaacccc
acttgacatt
tttacctgcg
at cattagcc
tcacttgtct
actt gagagc
aaggct gggc
atggcctgtt
cctgggcttt
t gt caagggt
TGGAGGCCAC
ACCAGCATCG
CAGCCGAGTC
TGCAGCCCCA
CGACTCTGTG
CCCCAGCCGEC
CCTAGGGAGG
GAGGCCTAGG
CTTCCCTGAA
TGIGITCTTC
TCCCGGAGAA
TCTCAGGECC
TCGCCCCTCC
TGGTGIGECC
TCCCCGAGEC
CTTCCGATCT
AAAAAGATTT

at ggctccca
aact gt t ggt
t ct ggagt gt
ttatttcctt
ccattcccag
gaggccacac
ccatgttttt
attccagtgc
ggct caggt g
tgcct t gaat
gacctgcctt
GAAGCAGECC
GI'GCCCCCCG
CAGCAAGCCC
CCCAGATGCC
CTGGECCAGCG
TTGGCGATGC
CATGGICTGC
AGGGTCCTCT
GCTCCCACAG
sljccesceor)
GIGITGCCTTC
AGGCCTCTCC
CTCCCAGAGC
TTCCCTTCTA
GGIGEECCTG
GTACCTGAGA
TGTGTCAACA

ggcct cagga
tcctagttca
gcccgetgtg
t aagcct ccc
at gaggagac
ggccagt aca
aact ctt gct
acggaggggc
ggt cacagcc
at gat gagct
ccctceccege
CTGACCACCT
CGTCTCCATC
TGGATGGCCT
CCTTTCTGA
AGCGCCCAGC
CAGCCAAGCT
CCTCTGCATC
GAGACTCCAG
TCCCATCTGC
GGGTCCAATG
TCTCTCCCTT
CTCCTCCAGG
ACCTGCTGIC
CCTAGCGGCGA
GITAAATAAG
GGITTGTGGA
GTAGAGACTC

ggt ggccaca
gagcccat ga
ccaggtgttg
t gagat ct gc
t gagact gag
aggcaaggcc
ccct aaaccc
t gcaggt aac
aggaaggcac
tctcccacgg
agGGCTGGAG
GIGCCTTTGA
CACTCAGCCA
CTGAGAGGAG
TTATTCTGGG
TCCTGACACT
CTGCAGTCCC
CTCTGGAGCC
ACCTGAGGCG
TTCAGGECCCC
CTCAGGTGCT
TTCAGGGACC
AAGCCTTCCC
TGGGTGECTC
TGGEEECTCCC
GCAGGGTTTA
AAAGATGGCA
CAGGCCACCA

tcctcactcc
cgat ggt ggg
t gccaggcac
acggggagt c
agaggggaag
aagtcctgtg
ctgggggtgc
cttgggcettt
agcaggaagg
agcggagagt
CAGCCAGAAG
CTCCTTGGAA
CCTCCCTGEA
CCCACGACAC
GCECTGCAGIT
GCTGGAGAGG
AGCGGTGGGA
AGCCGAGCAG
AGAAGGCCTG
CGCCTTGGECC
GGGECCTGGET
GCCCCCTGTC
CTACCCCTTG
ACTCAGCACT
CCAGGCEECTG
TATGCACTTT
AATGGGGAAT
GCACCTCCCT
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109596643
109596693
109596743
109596793
109596843
109596893
109596943
109596993
109597043
109597093
109597143
109597193
109597243
109597293

€. 1040-1GA Del Exon 11 P351S c. 1057del TGGAGGCCACGAAG V353del

T356M T356R L357fs (B58P S3621 FE3651 FE364S D366fs C367S

1372M G376S G376V V3771 S378P 1379N H380R A382P S384F D386N

R388X (B90* (BI90P Stop397R c. 1202CT

C. *35CT 1245-12461 NSG

*571GA
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CTGICCCTGT
GGAGGGAAAT
TGECTTTTCC
AGTCCATCAG
TCCTAGCTCC
CAGGAAAGCA
ATGAACTGCC
CTGGCACTCC
GCAGTCAGCT
GTAGITGGTG
GAGGCCGAGT
AAAGCGATTC
CCTTCCCTGC
CCACCCCCAC
GAGAGTGAAG
AGATCACTGA
AAGCAGTAAT

CCCCTCTCCA
AGGGTTTGCEG
CAGATGECCC
CACAACTCTA
AGAATCACAA
GAACCTGCCA
TGGATGGAGA
CCACCCCCGC
TGGTCCTTTC
CCTTGCCAGC
GGAAAGGT GG
AGIGCGCGTC
TGITGICTTC
GCCAGCCTTG
GGAGGACGCC
TGGCTGITCC
ACTAATTAAT

GCTGTTTCCT
GICACTTTGT
TTGCTGGAGA
GCCTGCTGCT
GCACCCACGA
TCGCTCCTGG
AAACAGACTC
CCCCCACCGG
CGAAATGCCA
CAGAACCTCT
GGECCEECEC
TGCCCTTGEC
CTGCAGCGTG

TACCCCAGCT
CTGCCCCTTC
ACTGAACGCT

CCATGGAGCT
TGTGCGICTT
GGGACTGGEGA
GCGGAGCGAG
GAGCACAGAC
GGCECCECCTT
AAATGITCTG
CCCTATTTGA
TTAGCCATCA
GGGACCCACG
AGCGATTTCA
CACTAGEEEG
AGAGGAGCAG
GGGATCACTG
TAACTTGTAG
CCTTCAAAAC
CA

CTTCAGCAAT
GGGEGATGAGG
CACGCCTCTC
AAGTTGACGCT
CTGTGTAAGA
CCTTTCTGAA
GCCCGEEGTGEC
ACTTTATATT
GGAAACCCTT
GACCTGCAAA
GGATGAGGTG
CAGCTGEECGG
GAGCCGAGCT
CTGGGAACGT
AAATGGECCCC
ACAACGCCATA
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109598843
109598893
109598943
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109599043
109599093
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