©

ATA

138187445
138187495
138187545
138187595
138187645
138187695
138187745
138187795
138187845
138187895
138187945
138187995
138188045
138188095
138188145
138188195
138188245
138188295
138188345
138188395

GCAGICTGCA GICTTCGIGG CGGGCCAAGC GAGCTTGGAG CCCGCGGEEEG 138188445
CCGAGCGGTG AGAGCGECCG CCAAGAGAGA TCACACCCCC AGCCGACCCT 138188495

VersS

TNFAI P3 (NC_000006. 11, GRCh37)

gDNA -

2025-11-03


https://infevers.umai-montpellier.fr
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1942&page=sequence&seq=gDNA&ancre=1942

GCCAGCGAGC
GGTCCCTGCC
TTGGGACTTT
t cccggagag
cccgt geegt
ttgggcagcg
gcgct cect gg
gct gggagt t
cctccagcca
t gact ggt ga
gctttgctcc
ccacgt agac
ccagcccgac
t ggggggctt
cagggggctg
gt aagagaag
ctaccccacg
ccacct ggcc
ctctttttga
gccttggaaa
accattgtta
tattgagcag
gatttttttt
tccccaaatt
caat gcagac
gaagagtttg
gagaaact ac

aaagt t aagg

GAGCCCGACC
CCGACCCCCG
GCGAAAGGAT
gt aaccgccg
ct gcct cggg
acccccgggce
act gggagt t

gaggt cact g
gctgttcett

agaggcgccc
tttcgtgtct
cttgcagaag
ggggcgt agg
cagt cccaga
gggt cct ggce
tatgcatgta
gt t agact gt
t ct cagaaaa
gceccgetttg
gccagt ct gg
att aaaggga
ccaat gaat g
tcaattcttt
t ggat gaggt
aaaaat gt ct
agt aacggag
ctttaaat aa

gtaatattgc

CCAGGCGTCC
CCTGCEECEC
CECEEEECCC
cgcct ccegg
ct caccgcag
t ggcaccgt c
t gt t ggacgt
ct gcagaggt
t cagat aat g
ct cgggccect
tttttggage
cgct gcggct
gt accgcagt
gacagcttcc
gcgggat t ca
gacgt gggtc
ctttgtcagc
gcagt ggcat
ttttcggttc
t caagt gt ct
cttctggacc
cttcattctc
gtactatttt
atttgttgat
gcccagagt g
aagttctgtg
gacagt gagg
attgtttgec

ATGGACGCGTC
GCTCCTGCCT
GCGAGAgt aa
agaggt aacc
t caagggct g
tacct ggcgt
ttctgtctgg
t ggagt gaca
cacggaactt
ccgat cgggt
caagcgttgc
ttttcccaaa
ggccgccagce
cagacgctca
gcttttccag
gct ggcccct
t ggagt cgt c
t aagt aagga
tcctcgectc
cagggt agca
gcaaccttaa
attgtttaag
tgattttttg
aaat aattca
gaaaaat aaa
gaat cct agt
t aacaaat gt

actt at aacg

GCCTCCeCCC
TGACCAGGAC
ccgcegegec
gccgegectc
cgggt geat g
tggttttgca
gttttgaagt
gccct ggat a
aagct gcagc
ggt cgt t ggce
at gct cat gg
ttgtgcagga
ccggcggagg
cgggtccttg
t agcagcagt
gctccagecc
ccacatcctg
aggagctt aa
agatcttctt
ttttggcaga
t gt accagat
gtgctgettt
gagaggcaca
tcaatttcca
acaaggggga
gacaaaagtt
t aaaaaaaaa

t at ct gaaac

138188545
138188595
138188645
138188695
138188745
138188795
138188845
138188895
138188945
138188995
138189045
138189095
138189145
138189195
138189245
138189295
138189345
138189395
138189445
138189495
138189545
138189595
138189645
138189695
138189745
138189795
138189845
138189895



atttgttctt
gcagt gggt t
aaccct acca
tcttgcctat
ctttagattc
aacacct cat
ttgtggcagg
caggtattga
gt gggatctg
gt ggt agt gt
cccatcatca
tgttgggtgg
at ggat ggat
tt gt gaaaga
tttatcctge
t caaaagaga
ccagcaat ca
t caggagaaa
cacaagaatt
cacagaagt a
aggtttaaca
gcaggaat gg
t gct ct gaaa
accct act aa
ct ggagagat
tgggttgtag
tggcctcctg

cttctactag

taatcttaag
ttgatttcta
at gagat cac
ggtttacagc
agaagagaaa
ttgtttaaaa
cact gt agcc
aagacct ggc
agcagt acct
aatttcaggg
agcat ggt ga
at gggt ggat

ggat ggat gg
gacttttgct

tatgattttg
gcaccatctg
gat t aagaat
ccat gggt ca
at ct caacac
gct accct aa
tttttattaa
aat t aacaat
acttcttcat
gggct agt aa
cct acat cat
at gct ggt ct
gt ggaaact t
ttgattatgc

cgt agagt gg
aggaggcagt
act ggcgt at
tctcactatt
aat aaaagag
tcttcctact
acaggtttgg
t cct aggcaa
gt aact ccat
aagggaat aa
ttggccttca
ggat ggat ag
acggacggac
gt gccacaaa
cccaattcca
at ccagagaa
cccaat ct aa
tct agt ccaa
cttatcaatg
aat ct aggtt
ctggaaagtt
cact gt gaaa
cttcttggaa
at cacagctg
gttaatttgc
ttgccacctt
ctttccttgt
ttaaagattt

t ccaagacct
tttacaggct
ccgat attga
ttagatcttt
t caggcaagc
gcccat ct ct
tgttgtggga
aactttgccc
tgccttagcet
ggtcatcttt
gtaggtggtc
at ggat ggat
ggacggacgg
ggaaaggt at
cct gt agagg
t gact cccac
aact at cacc
cctctctcct
gt gt t gagag
tcttctcctc
gccct ggcaa
tttcctaggg
at t aggaagt
gctttttaca
at cat cctgc
tcctccttca
ctacttctag

cagggt gaaa

ggaaat ct gg
gt gcaaggct
catttgcatg
ggt gaaaaat
aaaaagagat
ttccatctga
tt gcaagggg
ct gaat ggct
gcagact aag
gacttttagt
aggt agt gct
ggat ggat gg
at agat gat a
atgtgttatt
acgtctgaca
tatgcctttc
agaaaact cc
tt gagt gggc
tct agaccca
cctcttccat
at aagat gt t
aatgtctttg
gt ggccagac
gtgttccaca
gctgttggca
tttgccagag
attttcattc

agccaggcag

138189945
138189995
138190045
138190095
138190145
138190195
138190245
138190295
138190345
138190395
138190445
138190495
138190545
138190595
138190645
138190695
138190745
138190795
138190845
138190895
138190945
138190995
138191045
138191095
138191145
138191195
138191245
138191295

del Ex2- 3


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2519&page=sequence&seq=gDNA&ancre=2519
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779

acttgcctct
gttgagttaa
ttattgttct
acct aggt ct
gtgatcctcc
caccat gcct
ggt gcggagg
cttgctggaa
ctttataaac
ctctttgggg
aaaattgcaa
agggagt gat
gt ct gagggg
t ggcat ccag
gaaacgggag

cagggttggc
ctcctcagta

t aaagtgatg
gctagtatcc
gt aat gacaa
tcgtattaaa
t cagGIGITG
ATTTGAGCAA
GACATTTTTA
CCGATACACA
GGGAGATCAT
GAAAGCCAGA
CCTGAAAACG

gt gttggt ac
aat gatt gag
attattattt
caccgtgttg
t ccct cgacc
agcct at t gt
ttct gaagga
atggactttt
at cagaat aa
ct aaagagga
gatttttcat
aact caagag
aggagct aca
tactccccaa
cttaagttgg
tccct gacaa
cccactct ct
taactt aaaa
cgggagt aga
gat caaacac
gt caggct aa
GAGAGCACAA
TATGCGGAAA
AACCTACTAA
CTGGAAATGT
CCACAAAGCC
AGAAACTCAA

AACgt aaga

ct ggagggt g
ctccaatatc
tgcggttttt
cccaggct ag
tcccaaagtg
tagtctgttt
atgct gactg
ttattgatta
actt cat gat
aacaccaacc
aaagtatttt
tttgcccaag
gact t gt cag
at ccagt gct
ttttgaggag
acattactga
gccttecttce
cagt ccagtg
ggt gct aaga
tggggtttcc
t agaat ggct
TGGCTGAACA
CCTGTGAAGA
TGGGATCATT
TCAGAACTTG
CTCATCGACA
CTGGTGTCGA

at gat aaaat
tgttcttaga
cattttttgt
tctcaaactc
ccaggattaa
cttattctga
ctcttaaaat
gaaaacattc
taaacacttt
agcagcct aa
actgtccttc
agcaggagtg
ggctactttg
gttcagggtg
cagt acct gt
aaacacgggt
tcttgtttag
tgagttaatc
tcttttgect
t gcaggcagc
tttttttttt
AGTCCTTCCT
TACGCGGAGAG
CATCATTTTA
CCAGTTTTGT
GAAACATCCA
GAAGTCCGGA

ttcattggca
agt at agaat
tttcgtagag
ctgagcttaa
aggcat gagc
t at gaagt cc
t gcaaagcat
ggttttaact
at aaat actt
gt gacagcat
cagcat aggg
cttggtggtg
agcccttaac
gcct cagaat
t gct gacaga
tattcccctc
gctaatcttt
t ct ggggcca
acagat cagg
t at agaggag
cctttcettt
CAGGCTTTGT
AACTCCAGAA
AAACCATGCA
CCTCAGTTTC
GGCCACCCTG
AGCTTGIGCC

cttgttctgt tgtgtttctt ttgcctgggt

138191345
138191395
138191445
138191495
138191545
138191595
138191645
138191695
138191745
138191795
138191845
138191895
138191945
138191995
138192045
138192095
138192145
138192195
138192245
138192295
138192345
138192395
138192445
138192495
138192545
138192595
138192645
138192695

R45X

L83F p. WB5G sX11 R87X K91*



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1766&page=sequence&seq=gDNA&ancre=1766
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1778&page=sequence&seq=gDNA&ancre=1778
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2786&page=sequence&seq=gDNA&ancre=2786
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1674&page=sequence&seq=gDNA&ancre=1674
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2255&page=sequence&seq=gDNA&ancre=2255
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1939&page=sequence&seq=gDNA&ancre=1939
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779

gat agct ccc
cccaaact ca
tctctattcg
at t aaggat a
agaat gcat t
cttgcaaatg
aaat gtt aaa
tagtacattt
acttcttgaa
agacat gaag
ttgcctatgc
tgaattttag
ttccttcctg
tttcctattc
aagaat at gt
acaaaatt ct
ct gt acaagc
aggtccttat
t ccaagggca
ttaattaact
cttgggt aac
t gggggct ct
tgattcttag
cattgttctt
gaagt cat ca
tctcccattt
aacaaagat t

t aagagaat t

gcctgct gga
aatcaatctt
gggt at gt ga
ttttctgatt
t gt aaacacc
tctaatcatc
agcctttaag
gtttcccact
tt ggt agcat
aacttctttt
cct gcaaggt
acttcacctt
tct gt gct gt
caagctttac
gcat caacag
gctct at gga
t caatt aaat
at ct gt gaca
gaaaatcctt
tcattcaaaa
tt agagt gat
tgtacattac
aaacat agat
ggcat t aaat
t cacgggot t
gttaccaaaa

ctgctgaatt

tccccattca
gagattt agt
t aat agcaga
gtgtatattg
at acct ccat
t gt aaaat ac
tt caaaagga
gt catt agaa
tttatgggtt
gtctcctcct
gaaat agaca
cattattttt
tctgccaatg
tgttttgttt
gaat gt caga
t gt gcat aat
gctcatagtc
gt cccaaacc

gt t gacaagg

gccaagt aca
t ggt ggacat
cccaacgt ct
agaaagaaaa
t aagt gat ac
tatgtgcctg
agagat ggag
aaaaat gt gg

t gaagcttta
at t gagacct
cttgttttgt
cagagcacat
taggtgattt
ccttctctgg
aagaat ggt g
aatgcttgtg
aaccagt gaa
cctctctgac
gat agct gag
aggggttctt
gcctttacca
tttaatcatt
gcat act gtt
t at gacaat a
t acat aagag
at cct aat ag
attacgat aa
ttaactttgg
gggtttttaa
tgcctagatt
ct ggggat ag
t t agaggt ag
acaatttgtg
tcaactttgg
t agaaagagg

aactgacttt tagctttatt tccttaagaa

at aggacaag
tt at at agaa
gaatctattt
t gaggct tgg
ctttctaatt
cccgt aat gg
t gaaaact gg
atgttcttac
tggctgttga
ctaggttcta
atttttagca
agt cact gaa
ct agt agct a
tccctt ggot
t cat gcaggc
aggaagt t ga
caggaat ctc
aaat aat at g
gaacact aac
ctttttttga
attttgattc
t at gaaacac
ctactatctg
gtaatt at gt
gttttaatca
gggagt t gga
aacacctt at

aggaaat gct

138192745
138192795
138192845
138192895
138192945
138192995
138193045
138193095
138193145
138193195
138193245
138193295
138193345
138193395
138193445
138193495
138193545
138193595
138193645
138193695
138193745
138193795
138193845
138193895
138193945
138193995
138194045
138194095



ctatttccac
gt aaacat gt
aaaagcaggt
agagtccttt
aaggaagaaa
gattttaatt
gggttcttca
gcatttgagg
aaaatt gaaa
ttcacttgta
ct t ggaaagt
caaaaagt ac
ggggaattcc
aagaact gaa
attttgcaaa
ccaagacaca
agctagtttt
tatttgaggg
ataaaatttc
caat gt aact
aaggagtt aa
t gggggt t ga
aggt cacaga
cttctcaaaa
ccaggt gctt
cat aaggcat
t gt caat acg

ct aaagt gga

t agaaaaaaa
catttaaatc
gcattttggt
tgtttcttca
agatatttag
agcacctttt
aaggcaat at
at at gagact
cttcatgtga
t aat gagt ag
ccagggt gca
aat agct gt t
agat gttact
agt aagcaca
ggggaaat tt

aggct t ggge
tctaaatgta

ttttttggtt
aaat agct ct
tttcattata
ctttttttgt
aaaaaat gca
tt aat ggcat
tgttagccct
tttaactttt
ttttgagagc
actttccaca

at ggt caagt

aaaggaat at
aacaaggagc
aacattttct
ctttcaagaa
ggagggagga
aaaaaaaaat
ctgtttgggg
gcggtgaat g
aaaattccag
ccctattcca
cttcgcagtt
gctcaattgc
tagggaattt
agaagaaaaa
caacagaacg
gatctttttt
tacatt gaag
tctttacagt
attgccctac
aaaattattt
tttaaacatt
gcccattgaa
acaat t aaac
aaacact gaa
gtactttaca
cggact agca
ccaggagagg

catttgccat

aaat aggaaa
cacact acaa
gggaaat cat
aactccttaa
aaacaaat ga
taatccttcc
agggggt gat
aggaagggag
cgtctattgg
gctcaccctg
taaatgtcta
t agt caaat a
tatactggtg
aagccttatc
caatcattgc
gttcatttgt
gaat act ggc
ttgact gt aa
ttatagagta
tgcacttgcc
cccccaaaat
ttgtgagttt
ctogttttttt
ttattttcaa
gttactaaca
ggccat aggt
aaact cccag

t gagt cat ag

cacttatttt
at aaaact ac
ttttagactc
gatt ct aaaa
ctttttcettt
cct gat agga
tcacaagttt
t aggt ggcat
ct gcagcgat
accacaccca
cacaccagaa
act t agcact
catctcaata
tttgctctag
tacacgtctg
ttgaatactt
t gt ggaagt a
ttacaatttg
at gt aagaaa
aaaggagat t
atttatcgtt
t aaact ggaa
gtttgttttt
atttagacac
agcaggtttg
aattccgt gt
ggcccaaagg

ccagaccatc

138194145
138194195
138194245
138194295
138194345
138194395
138194445
138194495
138194545
138194595
138194645
138194695
138194745
138194795
138194845
138194895
138194945
138194995
138195045
138195095
138195145
138195195
138195245
138195295
138195345
138195395
138195445
138195495



cctat ctagc
tgctcctcct
at caagggat
cctcatttca
aggt cacct a
tggctccttt
tetttttttc
gact aggaaa
agggct ggt t
tgactttcct
CTCATGCATG
GGTACTGAGG
ACTTTAAATT
GAAACGGGEC
t act aacaga
ccctctggta
gcat act caa
ttttgccctg
agcagcgagt
t cagttt gat
cgtgcctcac
at aaggggct
tgctgtcccc
gt aaaggaag
ggtttcatga
tagagt gatg
aagctttttt
AATCTTATCA

aagccat gcc
t agaact aga
ggt aggaagg
caagaggaaa
aact agtt ag
gcagttggtg
tt aaagct gt
ttacat caaa
tattctgaaa
tctcttctcce
CCACTTCTCA
AAGCCCCTGT
CCGCTGCECAA
TTTGCTATGA
gct ccat ggt
gcatctgatg
t ggaaaacac
cttttggtta
cttttgatca
tgcccttage
cat cct cagt
gcaat at gat
gt cct cccca
aaaaccgaaa
aaggggaaaa
t cagaat gac
ttcaccccgce

AAATGECTTC

tgcttcctgg
gagcagcaat
gat agggctt
aat gcccagt
gagcagact t
tcattcatta
catcatcttg
ttaaaccatt
acctttgctg
tcctttctgt
GTACATGTGG
TCAGCACGCT
CTGGAGICTC
TACTCGGgt a

gggcat aggg
gact aggt ca

cagaaacctc
gcagattccc
tggectttte
tttgctgagce
cacaagtttg
acct cat cag
acttttgagt
t ggggaaaaa
aat aagct ga
tttttagtac
tccccttagA
CACAGACACA

tttgtgcatg
gccagt gcct
t agagat cat
gaact t aagg
aagct agaac
aaaagaagaa
t gaaat at ca
cagtccccta
ggt ct t acat
cctcagGrGA
GGCGTTCAGG
CAAGGAAACA
TCAAATCTCA
ggtttttccc
tacccct ggg
catgaatttg
cagt gggact
agct gt ggat
cactggtgtt
cagccagt aa
gaatttttgt
ggattttttt
ttgccttgta
agggt gat ca
gttatat aaa
agggagt aca
ACTGGAATGA
CCCATGGECCC

ttgccetgtg
t caccagcaa
cacttactgc
aatttcctcc
caaggt cccc
t aaaaagaac
gtttgcectt
gaat agcagt
gcagat aact
CGCCAATTGC
ACACAGACTT
GACACACGCA
GCGAATTTGIT
cctaattatc
cgagtccctg
gct aagcgaa
cacccaaggc
ccgttcctgt
ttgttgtttt
gatt aagaca
gaacatttgg
tt aaagcagg
gt ggaaaaaa
tttgaat gat
tgaataattg
ggatacattc
TGAATGGGAC
GAAGTGGACT

138195545
138195595
138195645
138195695
138195745
138195795
138195845
138195895
138195945
138195995
138196045
138196095
138196145
138196195
138196245
138196295
138196345
138196395
138196445
138196495
138196545
138196595
138196645
138196695
138196745
138196795
138196845
138196895

296- 2A>G N102S

T108A

EF127C T129M D134fs

R141C c. 436-437deTC KI148Nfs*68 E154*

T155M c. 486+1GT

WL64*

Al75P T179K R183*



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1945&page=sequence&seq=gDNA&ancre=1945
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2574&page=sequence&seq=gDNA&ancre=2574
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2897&page=sequence&seq=gDNA&ancre=2897
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=3061&page=sequence&seq=gDNA&ancre=3061
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2901&page=sequence&seq=gDNA&ancre=2901
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1944&page=sequence&seq=gDNA&ancre=1944
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2041&page=sequence&seq=gDNA&ancre=2041
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2725&page=sequence&seq=gDNA&ancre=2725
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=2952&page=sequence&seq=gDNA&ancre=2952
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=26&Id_mutation=1779&page=sequence&seq=cDNA&ancre=1779
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TCAGTACAAC
TCAGAAGGCC
tctgtactta
cact gCCaaa
ct aagggcct
AAGTTTGGAA
ACTTGCCTCT
CTCGGCTATG
TGGECCT Gyt
aacat caggg
atattatttt
agt aat gcag
ctt ggaaagt
t acagt gcct
tttttgagac
aat cat ggct
tttggcctct
tgttatttta
attttactgc
gtagcctt at
cctgcct aat
aggt cagt ct
ctccaggctg
tattagattg
agaatacttt
agatctactt
attatttttt
GGGGAAGATT

TCACTGGAAG
AATCATTGIC
aatgctttca
gtt caggt aa
cattttcctt
TCAGGTTCCA
CCACTGGCCT
ACAGCCATCA
gagaaaactg
ttttcetttt
tatttaaata
t agcagt aat
actttcatac
ggt at ggagc
agggtttccc
cattgcagcc
caaatttaca
at agcct cat
atttttatcc
tttacatatt
gccacacagc
gattctaaag
gttaatgtta
tagcacattt
tctattctgt
acct at ggcc
tcctt agAAA
TGAAGACTTA

AAATACACAT
ATTTCAGgL g
gccttatgec
cagagttcaa
tctctttcett
ATTTICGCCCC
GCCCAGGAAT
TTTTGTACCC
cattaattca
tgcttcttat
tattgttctg
cat aat accc
at gat aaat t
aagt aaacgc
tccattgtcc
tccaccccct
ggcacgagcc
gt ggaat aag
ttttagcact
agacagtt aa
tt gat agt ga
cctgggact t
tgtgagtttc
tgttttccca
aagttatatc
ttgtttagta
TCCGAGCTGT
AAAGTTCACT

ATTTGICCTT
agat gcct gc
ttggctcctg
tggaatttga
t gaacagACA
TTIGAAAGTG
GCTACAGATA
TTGGTGACCC
cat ct at aac
t aaaacagt c
tgacttgett
tcatatcttt
aaggcgcaca
ctgtcaggtt
aggct ggagt
gggct caagc
accatgcctg
cactgtgctt
ctt gt gagat
agct cagaga
caaagccagg
t aaccaat aa
ct ggaaacag
tttgggttta
ttttatacat
gaatactgtt
TCCACTTGIT
TTTTGACAGA

TGCAACATCC
agat cacgga
gagaaaacca
t gaaagt cac
AAATGCTAAG
GGTGGAATTT
CCCCATTGIT
TGAAGGACAG
t agacact ga
ttatttaagt
ggtt agt aag
tt gaat at ga
gtgctcttaa
agtttttttc
gcagt ggcac
agtctctcgc
gcctgttage
tggaaat att
gtaggccttg
ggt caact aa
attcaaactc
gat ccaccac
tgcattttta
actgtggcta
tttcaaaatg
ttacttatgt
AACAGAGACC
TCCTGAAAAT

138196945
138196995
138197045
138197095
138197145
138197195
138197245
138197295
138197345
138197395
138197445
138197495
138197545
138197595
138197645
138197695
138197745
138197795
138197845
138197895
138197945
138197995
138198045
138198095
138198145
138198195
138198245
138198295

Q187X E192K (C596_598 del A L203R

1207L p.D212G s*38

S217R p. F224Sfs*4 P226Lfs*2 p. 1 227*

L236P C243Y

D253_F257DEL

p. P268Lfs*19

p. R271* P274Hfs L275P

T292P
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GAGATGAAGG
CGICCAAGEC
aagcagttta
ct cagccacc
gcggccagt t
agagaggat t
tcatttatcc
ttgcagaatt
tttcttgttt
gaaaacactt
aggcacat ca
tgattctgcce
aggt at ccgg
tgagcacttg
tctctcaatg
gcgcectttga
t ggagact ag
aggt t ccaaa
cct cagt aat
actgattttt
accaagattg
caaact aact
atcatgttgc
tgaatggttc
at gagct aat
tattttttcc
AATCAATCTG
AATGGCAGGA

AGAACGCTCTT
TGGGACCATG
tgttcagctc
tgagttgctg
tctgccaatg
at gt aaggca
ataatgattt
atgggttttc
ttgtatttta
ggaaacaaaa
gacat agat g
acat ggaaat
tctttaaaca
aaacgcacaa
tggagattag
gtgtgtctgc
acacaagttt
gtagtttgta
attttactca
cttagcccett
at t aaat gaa
gacatcattc
gt gaaaagt g
tacaattctt
gat gt aaaat
ttttggtctt
GTAGATGATT
AAACAGCCGAG

AAAAGAGTAC
GCACAACTCA
tctcct gt gt
ccaccct gaa
ggaaacaaat
gt act aactt
t cct ggat at
aaagt gcatt
attactctgg
gcctttctct
gagct gt aga
gggaggaaag
ttggctttat
cagat gacaa
caaattacag
gtcttagtta
aaagttagta
ct at aaagt a
gaatttgatc
gttttagaac
actgtgattt
ttgact cgaa
tgagctcttc
gccat aatcc
cttgtgtgtg
cagGITGGAT
ACTTTGAACT
CAGGGGAGGA

TTAATGGTGA
TCICATCAAT
cat ct gt aac
gct caacagt
tcagagtctt
gggtttcaaa
ctggatccca
t acat caagg
tacatattaa
cttggcttct
attgtttatg
ccccagaat a
gt t aaagaga
ggaagccgt a
agt caacagt
ctcatggctg
acagcaaaat
gact agt ccc
t ct gagaaat
t at ct at aat
t aaaaat aag
cat gttggga
at cacaggcc
acattctaaa
attttgtgta
GAAGCTAACT
TGTTCAGCAT
GAGAGGGGCA

TAGAAATCCC
GCCGCAAAgt
tgtctttaac
agagtgattt
gtgcatggtt
t caaaacatg
aaagt cagaa
atagttgttg
aaagact agt
t ggt aagaac
ttgcagctca
cccattgtgce
tgcctgtttc
agagaatctg
aaat agacaa
ct aat gct gg
acccaacctg
aaaccaat gg
t ggaaagt ca
ttttggatgg
gaagtcttag
aat gt gt cag
tgcatttcag
actttgttct
ttctcataca
TACCAAAAGA
GAGTACAAGA
CGCCCAGAAT

138198345 p.L303fs p.Y306*
138198395 p.(L324Qfs*7)

138198445
138198495
138198545
138198595
138198645
138198695
138198745
138198795
138198845
138198895
138198945
138198995
138199045
138199095
138199145
138199195
138199245
138199295
138199345
138199395
138199445
138199495
138199545
138199595
138199645

V309dup 1310T

Exon7-8del eti on E32*

138199695 WB56R (B70Rfs*16 p. (N371Sfs*17)

A333fs2 P336fs E338*
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CCCATGGAAC
AACGCCCAAC
ATGAGTGCTC
AACTCCAACC
TCGGCGAGAA
GGGGECCTCA
GAGACCACTG
TGIGCAGCAC
ACGCCAGCCA
CAAGCCTGCC
TTGCTTCAAA
TCCCTCCTTC
CGGAGCCCCT
TGGCTGCCTG
GCAAGTCGCAG
GGCTTTTGCA
aagt ggtt ga
cctgaccttt
ggacctaccg
cctgccagcec
ct aat at cac
atgtgetttt
tttaaactag
t ct gaagagt
aaacagat gt
atgcctgctc
at gagagat t
ttttgctgaa

CTTCCGIGCC
TGCCCCTTCT
AGAGAGECGG
CGGGECCCTGA
GCCTATGAGC
TTCGGCCCCA
CCATGAAGTG
AACGGATTTT
CGCCCCAGAC
TCCAGGATGT
AGGACTACAG
CTGTCACCAG
CCCCGCATTC
TCTCAAGCTG
AAAAGCCGCEC
CACTGTGITT
cttcctaaca
aagaaaaaaa
tgcttttcta
gcccat ggag
attccaaaaa
act agaccat
acttattttg
agt aact gga
ggtttggaaa
cttgcctgtt
ggt aaagcca

tttatagact

CCAGCTTTCT
TCATGICTGT
CAAAAGAATC
GGEEECTCCCT
CCTTGCECGTG
CCGACAGCAC
CAGGAGCCCC
GIGAACGI TG
CACACAAGGC
TACCAGGACA
CAGAGECCTC
CGTTCCAAGT
TTGCCACAGA
CACGCGACTCC
TGCGIGTATT
CATCGAGTAC
cagcggct gc
gcccat gt ag
ccagcttgtg
gcaaaaggca
ccagagt gcc
t caggt ct gg
caact t agat
gagaaggaag
tctctcattg
cct gt gagca
aagatgtttc

t aaacat at a

CTCATGCGATG
GAACACCCAG
AAAACAAACT
GGCATGGECGC
GAACCCTGAG
CCAGCCCTTT
GGCTGCCCCT
CCACAACCCC
ACTTGGATCC
TTTAATGCEA
CTCCAGCCTC
CAGATCCCTC
CCTGGAAACG
TGGGEGACAGG
TTGGGACTCC
AGAGAAAACA
t gt ccagaag
gcagt caggc
caggggacag
ctgcgtgatt
ct gt agacag
cat at ct aag
at aacagaac
tctctgttga
gaaagaaggg
at cagtgctt
cat aat aggg

cat at at at a

TAAAATGTGA
CCTTTATGCC
CCCAAAGCTG
TCGGERCCTC
GAGTCCACTG
TCTGTTCAGT
TCACACTGAA
CGGCAACTTC
CGGGAAGTGC
TCTGCAGTAC
AGCACCAGCC
GOGGCTCGTC
ACGCCCCTGC
ACGGGGACGA
AGAAAACAAG
AACgt gagt g
gogttttgtt

agaact gt ca

t cacggt ggc

acagcagct c
agct cat ggg
agagt ct aag
aat ctt aaaa
cact gt aagg
t gat caggt a
caagtt caaa
atgttatttc

tttctataca

138199745
138199795
138199845
138199895
138199945
138199995
138200045
138200095
138200145
138200195
138200245
138200295
138200345
138200395
138200445
138200495
138200545
138200595
138200645
138200695
138200745
138200795
138200845
138200895
138200945
138200995
138201045
138201095

D384

®

QA15fs

A434* A4A34V

€.1316_1317del WI48C N449Tf s*28

PAS7Af s*16

Mi761 CA78*

VA89Af s*7 A501Ffs*193 R502W (603*

HS577Af s*95 A588Vf s*80

Q93X GE99W s*73 T602S G603R p. T604Rf s*93

p. Hi s636fsTer1l E637E*2 c.1906+1GC c. 1906+2T>G
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tttaaggctg
agcatctctg
att ct cat gt
TCCAGGTTCC
TGGAAGCACC
AGAATCAGAG
cact t ggagg
agcgttttct
gt ct cct cat
t cact gt ggc
agtatgcttt
aaacttcttc
atttgtaaga
ctttatcata
ct aat ggcgc
tgct cacaga
aacagaagag
ttcctcagec
aacatccttc
ttgct caggce
ttcattgtge
at gat ct gcc
CCTCGAACCA
CAAGAACATC
ATCCCAACCA
GAAGACCCCC
CAATGCCAAG
TGTATGGCTA

gcctaatctg
t at cggt ggg
agATTTTGCT
AGAACACCAT
ATGITTGAAG
ATTTCATGAG
agctttccct
accgacagt g
gat aaaggat
tccccaggt c
caaatttatt
aagcct ccaa
gaagcacaga
aggagcgaac
gt cagaaaag
at ggt aggga
agccagggaa
t ccct ggggg
gagagctctg
aggt aaagct
tctccctaag
tgttctttce
CACAAAGCAC
CTGECCTCCC
GAGGATGEEC
CCAAGCAGCG
TGCAACGCECT
ACCGGAAACA

tatttggaac
gt gaccccta
GCTGCCTCAG
TCCGIGCCTG
GATACTGCCA
GCCAAAAGGA
cccteecegtg
acaagcaggc
t aatt cagaa
cgaaat gct a
tt aaaaacaa
aaagccagat
cat ct aaaaa
agacagagct
ccagctttga
agct at gt aa
agtttgcagg
ccaagt cagc
gct cat agac
ctttgtagac
aaat gt gagc
act cagAGAT
CTCAAGGCCC
GCAGCGAGGA
CCTGGEGEECCC
TTGCCGEECC
ACTGCAACGA
GGTGGGTCAC

ccatttattt
tgtggt acta
GGAAAGTCAG
GGGAGGGAAT
GAAGIGITTC
CAGAAGAGCA
tgttcgatgce
tttcctctct
cct gaagggg
cctccaattt
agaaacacag
ggt gat caga
gcagcccttc
t cccaggggce
cagat aggt g
gaacagt ggt
ccaacttagg
tttccttgag
tgcaatgctc
tccacact ct
aatagtttcc
CGAGCCAGCG
AAGTGCGCCC
GCTCTGCATG
ACCGGECGTCGA
CCCCCCTGTG
ATGCCTTTCAG
CTCCTGCAAG

ctctactgtc
act agcat cc
TCCCACAGCG
GCGGCACCCT
ATTGAACCTC
ACT(gt gaga
tttttgctgg
gccaggttct
aatgtccatg
t cat gctcca
ccattgcata
ggcttctttg
ttaaataatc
ctgcctccac
tgtcgcct gt
ttttggtcce
cttggeggtt
act ggaaaga
tcctgttccce
ccaat gagat
tgacttttta
CAGAGATGTG
GGGCCTCCTG
GAGTGTCAGC
GCCTGCCCCC
ATCATTTTGG
TTCAAGCAGA
AAGTGEEECC
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138201445
138201495
138201545
138201595
138201645
138201695
138201745
138201795
138201845
138201895
138201945
138201995
138202045
138202095
138202145
138202195
138202245
138202295
138202345
138202395
138202445
138202495
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TCGACCTGIC
TGCAACAGT G
TCGIGGTGCC
GCCCTTAGAA
CCCAAGGTTC
CTTGGAAGGT
GACTGCTTCA
GCGTTGGAGA
GAGATGTGAA
AAGGAAGCTC
GITTTTCCCT
GAACCATCCA
CATTGACAGA
TAGAATATTT
TACTTCTAAA
TAATATACCC
TGCTGCCCTA
TGGITGITGT
ACCAGCTGCC
TATTTATTTT
AGCTCTGGEGEG
GAGTCAGGECT
TGATACACTT
ATACATACAT
TATGTAATAA
TACCTCCTTG
GICACAGGGA
CTGIGTCCTG

AGTCATCATG
GCCTTAAGGG
CACGATCCTC
AGCAAAGCTT
CTCCTCTCCT
GIGCGGCGAC
TCGTCTTGEC
AGCCAGAGCC
GCCAGATCCT
AGGCGAAAATG
ACCTGCCCGG
TGGACTGTGA
AAAACAACCT
TACTGGGAAG
GAAGTTAGCT
TTACATTATG
GAAGTACAAT
TGGGGECATGA
TTTTTAAAGG
ATTACAAACT
AAAATGCCAC
GIGGGCAAGT
TTGCTTGCCT
ATTCATCGAT
AAAACTATAC
GAGATGAGAT
AAGATGTGEC
GCCEEEECTGG

GIGCTATCCT
TGTCTGAGCA
AGGTTTGGTA
GITAACTGGCA
ACCAAGCAGG
TGGCCGAGEC
TGAGAAAGEG
ATTCCACCTC
CATGGCAGCG
GACGTATTCA
TTCCTTTCCT
TTCTGAGECT
GCTCTTTATA
ACGTGTAACT
TGAACTGAGG
TATGAGGGAT
AGGAAGGCTA
GCTTGTGTAT
GAGCTCTAGT
TCAAGATTAT
AGTGITCTCC
TCCTGACCAC
CCCCAGGAAA
GITTCGIGCT
TCTGIGITCT
AGGCGAAGGAG
CTTTTGIGAT
GAAGTCCCCT

CTGAACCCCT
GGAGAGGAAA
ACCCGCGGAGT
AGCGATGATG
AGGCCAGGAA
CCCTGCACCC
AAAAGACACA
CCCTCCCCCA
AGGCCCTCTG
GAGAGTGITT
GAGGACCCGG
CCTGAGACTG
ATATGCACCT
CTTTGGGITA
AGTAAAAGTG
TTTTTTAAAT
AATAATAATA
ACACTCCTTG
CCTTTTTGIG
TTAAGTGAAG
TGAGAGAACA
AGGGAGTAAA
GAAGGAATTG
TCTCCTTATG
GITAATGCCT
CAGCGATGAG
GGTTTTATTT
GCATCCCATG

CAGCTGCCAC
GATAAGCTCT
GI'TCCCAGGT
TCAGATTCAG
CTTCTTTGEA
TGCGCATCAG
CAAGTCCCGT
GCATCTCTCA
CAAGAACCTC
GTAGITCATG
CAGAAATGCA
AACATGTTCA
TTTAAAAAAT
TTACTGICTT
TGTACATATA
TATATTGAAA
ACCTGITTTC
CATAAACTCA
TAATTCACTT
ATATTTCTTC
TCCTTCGCTTT
TTGECCTCTT
CATCCAAGGT
AAACTCCAGC
CTGAGIGICC
ACTGCCAATG
TCTGTTAACA
GIACCCTGGT

138202545
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138202645
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138202745
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138202845
138202895
138202945
138202995
138203045
138203095
138203145
138203195
138203245
138203295
138203345
138203395
138203445
138203495
138203545
138203595
138203645
138203695
138203745
138203795
138203845
138203895



ATTGCGACAG
TTGCTGECTT
TCTAGAAGAA
AGCCTGCCAT
CATAACTCTA
GAGCCCCCTA
TACCAAATAA
TAATATTTTG
TTATTTATAC
CCTAATAGAA
ATAAATGTAA
AACA

CAAAAGCCAG
ACAGITTCTC
AAAAAAAAAA
TTTGEEEGTC
CACAGCCTTT
AGTTTTTCCC
ACTTCAGTGT
TGTTGATCAT
TTATTATAAA
AGCCACCTAT
CTTTTCACAA

TAACCATGAG
TGTGTGCTTT
GGAGGGGAAA
TGTACTTATG
ACTCATACTA
AGACGAATCT
TTTCATCTAA
TATTTCCATT
AAGTATTTGA
TCTTTGITGG
GAGTCAACAT

TATGAGGAAA
GIGGTTCCTG
TGCATTTTCC
GCCTGAAAAT
TTAGGCACAC
TTATAATTTC
TTCTCTTAAA
CTTAATGTGA
AATTTGCACA
ATTTCTTCAA
TAAAAAATAA

TCTCTTTCTG
TCATATTTCGC
CCAGAGATAA
ATTTGIGATC
TTTCCCCTTA
TTTCCAAAGA
GITGATATCT
AAAAAAGTAA
TTTAATTGIC
GITTTTCTAA
ATTATTTAAG

138203945
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138204095
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138204445
138204495
138204545
138204595
138204645
138204695
138204745
138204795
138204845
138204895
138204945
138204995
138205045
138205095
138205145
138205195
138205245
138205295
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138205395
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