ATA

NCSTN (NM_015331. 3)

AGCAGAGAGG CAAGATGGECT ACGECAGGEGEG GTGECTCTGG GGCTGACCCG 36
Met Ala ThrAlad yG | yd ySerd yAl aAspPro

GGAAGICGGEG GICTCCTTCG CCTTCTGICT TTCTGCGTCC

A ySer ArgG | yLeuLeuAr glLeulLeuSer

TTTGIGCAGG GGAAACTCAG
yLeuCysArg d yAsnSerV

AAACACGCTCC CTGIGITCGC

ysThr Al aPr

CAGICTTCAA TTAGTGGAGA

d nSer Ser |

GGAGGACCTA CAGTGGGTAT
ud uAspLeu d nTrpVal L

TTCTGCTGGA GAGCAAGCAT

al LeuLeud

GGGAGAACCA GCCGAATTCC

oCysVal Arg

| eSer d yAs

uSer LysHi s

PheCysVal L

TGGAGAGGAA GATATATATC

al d uArgLy slleTyrlle

CTGCTCAACG CCACTCATCA

LeuLeuAsnA | aThr Hi sd@

CACAGGGGTT ATCCACGTAG

pThrd yVal

Il eHi sVal V

TGACTGATGG CCCCAACCCC
euThr Aspd yProAsnPro

TTTACCAGGEG ATTTAATGGA
PheThr Ar gA spLeuMet d

TGGTCTTGCA GIGICCTTGA

TACTAGCAGG
euLeuAl ad

CCCTTAAATA
ProLeuAsnL

GATTGGCTGC
nll ed yCys

TAGAGAAAGA
al d uLysd

CCTTACATGG
ProTyr Met V

GAAGCTGAAA
uLysLeulLys

CCAAGCCCAG

12

86
29

136
46

186
62

236
79

286
96

336
112

386

2Vers

cDNA + Protein

£
5

Thr70f sX18 V75I

p. P73Lfs*15

T115fs R117X

2024- 05- 03


https://infevers.umai-montpellier.fr
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2284&page=sequence&seq=cDNA&ancre=2284&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2284&page=sequence&seq=cDNA&ancre=2284&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1863&page=sequence&seq=cDNA&ancre=1863&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1871&page=sequence&seq=cDNA&ancre=1871&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1863&page=sequence&seq=cDNA&ancre=1863&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1871&page=sequence&seq=cDNA&ancre=1871&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1876&page=sequence&seq=cDNA&ancre=1876&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1876&page=sequence&seq=cDNA&ancre=1876&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1830&page=sequence&seq=cDNA&ancre=1830&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1861&page=sequence&seq=cDNA&ancre=1861&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1830&page=sequence&seq=cDNA&ancre=1830&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1861&page=sequence&seq=cDNA&ancre=1861&prot=1

d yArgThr S

TCCTGCCTCA
r Pr oAl aSer

GIGITTACTC
I yVal Tyr Se

CAGTGGAATT
d nTr pAsnS

CATCTTITCTT

ol | ePhelLeu

ATCAAGATCA
yr d nAspHi

TGTGCCATGC
CysAl aMet G

CTGCATGCGG
r CysMet Arg

TCGTCTGTGA
| evVal CysAs

ATAAATACAA
Il eAsnThr T

erArglleA

GGCTTCTCTC
d yPheSer P

CAATTCCTAT
r AsnSer Tyr

CGCTGGGCAA
er Leud yAs

CTTGAAGATG
Leud uAspG

CAACCTGAGT
sAsnLeuSer

AGCTCTTTIC
| nLeuPheSe

CGCAGCTCCA
Ar gSer Ser |

CCCCCTGrCcr
pProLeuSer

CTGGGACATT
hrd yThrLe

ad yLeuAl a

CTAGTGTACA
roSer Val G

GGGCCAGAGT
d yProd uP

TGGTTTGECT
nd yLeuAl a

AAAATGAAAC
| uAsnd uTh

CAGAATGCECT
d nAsnd yS

ACACATGCAT
rH sMetHi s

TCCAAAGCAC
| ed nSer Th

GATTACAATG
AspTyr AsnV

AAACCCTGAC
uLysPr oAsp

Val Ser LeuT

GTGCCCAAAT
nCysPr oAsn

TTGCTCACTG
heAl aHi sCy

TATGAAGACT
Tyrd uAspP

CAAAGTCATC
rLysvalll e

CAGCACCAAC
er Al aProTh

GCTGTCATCA
Al aval I | eS

CTTCAGCATC
rPheSerl | e

TGTGGAGCAT
al Tr pSer Me

GACAGCGTTG
AspAr gVal V

hr LysPr oSe

GATGGGITTG
Aspd yPheG

CAGAGAAATA
sArgG ull e

TTAGITTCCC
heSer PhePr

AAGCAGI CCT
Lysd nCysT

CTTCCCACTA
r PheProLeu

GCACTGCCAC
er Thr Al aTh

AACCCAGAAA
AsnPr od ul

GCTAAACCCT
t LeuLysPro

TGGITGCTGC
al Val Al aAl

129

436
146

486
162

536
179

586
196

636
212

686
229

736
246

786
262

836
279

1162Yf s*57

p. A nl163SerfsX39 S166X

Q16P S219Ffs*31 c.687i nsCC



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2826&page=sequence&seq=cDNA&ancre=2826&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2826&page=sequence&seq=cDNA&ancre=2826&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1915&page=sequence&seq=cDNA&ancre=1915&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1919&page=sequence&seq=cDNA&ancre=1919&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1915&page=sequence&seq=cDNA&ancre=1915&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1919&page=sequence&seq=cDNA&ancre=1919&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2704&page=sequence&seq=cDNA&ancre=2704&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1867&page=sequence&seq=cDNA&ancre=1867&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2704&page=sequence&seq=cDNA&ancre=2704&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1867&page=sequence&seq=cDNA&ancre=1867&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1866&page=sequence&seq=cDNA&ancre=1866&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1866&page=sequence&seq=cDNA&ancre=1866&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1870&page=sequence&seq=cDNA&ancre=1870&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2801&page=sequence&seq=cDNA&ancre=2801&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1917&page=sequence&seq=cDNA&ancre=1917&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1870&page=sequence&seq=cDNA&ancre=1870&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2801&page=sequence&seq=cDNA&ancre=2801&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1917&page=sequence&seq=cDNA&ancre=1917&prot=1

CACCCGGECTG
aThr ArglLeu

AAAGCGCAGT
| uSer Al aVa

CAAAAGGCAC
d nLysAl aP

CTTTCAAGGG
ePhed ndy

ATATGGAGAA
spMet d uLy

GTGGAGCTGG
Val d uLeuG

CACAGATCCT
sThr AspPro

ATCTCCTGCC
spLeulLeuAl

CTCAGGAGEC
LeuAr gAr gP

GATAGTCGTT
AspSer ArgS

GGCTTCCTTT
| Al aSer Phe

CTGATGTGAC
r oAspVal Th

GAAACTTTTG
d uThr PheA

GGGCAAGTTT
sd yLysPhe

GACAGGTGEC
| yd@ nval Al

GITTCTCAGA
Val Ser d nL

CACATTGGAG
aThrLeud u

CAAATCAGTC
r oAsnd nSe

CCTTTTTCTG
er PhePheTr

GTCACCCAGC
Val Thr d nL

CACCCTGCCC
r Thr LeuPro

ACTACATTGG
spTyrll ed

CCCGTGCAGT
ProVal d nL

CTTAAGAACT
aLeuAr gThr

AAAATGAGTC
ysAsnd uSe

AAGAGTGGTG
LysSerd yA

CCAGCCTCTC

rd nProlLeu

GAATGTGGECC
pAsnVal Al a

TGGCTGCTGC
euAl aAl aAl

CGCAATGTCA
Ar gAsnVal M

CACGCTCGAGG
ySer Ser Ar g

TAGAGAATGT
eud uAsnVa

TCATTAGAGC
Ser Leud uL

TGTACGGAAC
r Val Ar gAsn

CTGGTGTCCC
| ad yVal Pr

CCACCATCTT
ProProSer S

CCAGGCCCTG
Prod yAl aG

TGAAGCTTTG
ad uAl alLeu

TGITTGICTT
et PheVal Ph

ATGGTCTACG
Met Val Tyr A

TGACTCATTT
| AspSer Phe

TTTGGATGCA
euTr pMet Hi

CAGGTGGAGG
d nVal d uA

TGCTGTCATC
oAl aval ll e

CCCTGCAGCG
er Leud nAr

886
296

936
312

986
329

1036
346

1086
362

1136 c.1125+1GA

379

1186 D381Sfs*7

396

1236

412

1286 Q420X
429

c. 887A>G


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1920&page=sequence&seq=cDNA&ancre=1920&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1920&page=sequence&seq=cDNA&ancre=1920&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1921&page=sequence&seq=cDNA&ancre=1921&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1921&page=sequence&seq=cDNA&ancre=1921&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1922&page=sequence&seq=cDNA&ancre=1922&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1922&page=sequence&seq=cDNA&ancre=1922&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2825&page=sequence&seq=cDNA&ancre=2825&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=2825&page=sequence&seq=cDNA&ancre=2825&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1874&page=sequence&seq=cDNA&ancre=1874&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1874&page=sequence&seq=cDNA&ancre=1874&prot=1

ATTTCTTCGA GCTCGAAACA
gPhelLeuArg Al aAr gAsnl

GIGCCTTCCA TAACAAATAT

| yAl aPheH sAsnLysTyr

ATTAATGTGA GCTATCCCGA
Il eAsnVal S er Tyr Prod

TGTAACAGAC ACTGCCAAGG
eVal Thr Asp Thr Al aLysA

GTGCTCTGTA TGAGCTTGCA
rgAl aLeuTy rd uLeuAl a

GCTGATCCCC AAACGGTTAC
Al aAspPr oG | nThr Val Th

CAACAACTCA TGGTTCCAGT
aAsnAsnSer TrpPhed nS

TGCEGTGACGG GCCTCTTCAA
eud yAspd yProLeud n

ACCACTTATIG TTGTACAGTA
Thr Thr TyrV al Val d nTy

CAACCTCACC CGAGACCAGT

TCTCTGECGT
| eSer d yVa

TACCAGAGTA
Tyr @ nSer |

ATGGCTGAGC
uTr pLeuSer

CCCTGGCAGA
| aLeuAl aAs

GGAGGAACCA
G yd yThrA

CCGCCTCCTC
r ArgLeulLeu

CTATCCTCAG

erl | eLeuAr

CATTACATCG
Hi sTyrll eA

TGCCTTGGCA
r Al aLeuAl a

GCCAGGATCC

TGITCTGGCT
| Val LeuAl a

TTTACGACAC
| eTyr AspTh

CCTGAAGAGG
Prod ud uA

TGTGGCCACG
pVal Al aThr

ACTTCAGCGA
snPheSer As

TATGGGTTCC
Tyr d yPhelL

GCAGGACCTA
g4 nAsplLeu

CTGTCTCCAG
| aVal Ser Se

AATTTGACTG
AsnLeuThr G

AAGTAAAGTC

GACCACTCTG
AspHi sSer G

TGCTGAGAAC
r Al ad uAsn

ACCTGAACTT
spLeuAsnPh

GTGCTGGGAC
Val Leud yA

CACAGITCAG
pThrVal d n

TGATTAAAGC
eul | eLysAl

AGGTCCTACT
ArgSer TyrL

CCCCACCAAC
r ProThr Asn

GCACAGTGGT
| yThr Val Va

CCAAGTGAAA

1336 Dp.Arg434x
446

1386
462

1436
479

1486
496

1536
512

1586
529

1636
546

1686
562

1736 Y565X Q668X
579

1786 E584Df sX44 c.1768A>G



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1914&page=sequence&seq=cDNA&ancre=1914&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1914&page=sequence&seq=cDNA&ancre=1914&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1875&page=sequence&seq=cDNA&ancre=1875&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1875&page=sequence&seq=cDNA&ancre=1875&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1865&page=sequence&seq=cDNA&ancre=1865&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1873&page=sequence&seq=cDNA&ancre=1873&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1865&page=sequence&seq=cDNA&ancre=1865&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1873&page=sequence&seq=cDNA&ancre=1873&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1860&page=sequence&seq=cDNA&ancre=1860&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1916&page=sequence&seq=cDNA&ancre=1916&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1860&page=sequence&seq=cDNA&ancre=1860&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1916&page=sequence&seq=cDNA&ancre=1916&prot=1

| AsnLeuThr Argd ud nC ysd nAspPr

ACAAGGATCT
snLysAspLe

GAGACGGACC
G uThr AspA

GGCCTTGTCT
gAl aLeuSer

CTACATGGAC
er Thr TrpTh

ATCGCCAGCA
Il eAl aSer L

CCTCATCTTC

eLeul | ePhe

TCCTTTTCAT
al LeuPhel |

CCCCACCTTT
CACTGGGACA
CAGATTGGEEA
AAATAAATAA
CCCCATTTCC

GTATGAGTAC
uTyrd uTyr

GACTCCCCCG
rgLeuPr oAr

CCTGCCTTTG
Pr oAl aPheG

TGAGAGCCGC
rd uSer Arg

AAGAGCTTGA
ysd uLeud

TCCCTCATCG
Ser Leul | eV

TGCTCCCCGG
eAl aPr oArg

TCTTGCCAGC
CAACCACTAA
TTAACATAAA
ATTGCCTCCC
TCTTCCTTCT

TCATGGGTCC
Ser Tr pVal G

GTGTGTGCGT
gCysVal Arg

AACTGAGTCA
| uLeuSer @

TGGAAAGATA
Tr pLysAspl

GTTGATCACC
uLeul | eThr

TCACCTACTG
al Thr Tyr Cy

GAGCCAGGAG
A uProd yA

TCAGCAGITC
TTTGICACTG
AGAGTGGAAC
TTCCTCCGCT
CTACTCATGC

oSerLysVal ProSerd uA
AGGGCCCTTT GCATTCTAAT
| nA yProLe uHi sSer Asn

TCTACTGCAC GATTAGCCAG
Ser Thr Al aA r gLeuAl aAr

GTGGAGCTCT ACTGAATACT
nTrpSer Ser Thrd uTyrS

TCCGTGCCCG GATATTTCTC
| eAr gAl aAr gl | ePhelLeu

CTGACAGTGG GCTTCGGCAT
LeuThrVal G | yPhed ylI |

CATCAATGCC AAAGCTGATG
sl |l eAsnAl a LysAl aAspV

CTGTGICATA CTGAGGAGGA
| aval Ser Ty r Stop

ACTTCCTAGA GCATCTGICC
GAACCTCCCT GGGECCTGICT
TATCCAAAAG AGACAGGGAG
CCCCTTTCCC ATCACCCCTT
CAGATTTTGG GATTACAAAT

596

1836
612

1886
629

1936
646

1986
662

2036
679

2086
696

*6

*56

*106
*156
*206
*256

€. 1799del TG


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1918&page=sequence&seq=cDNA&ancre=1918&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=35&Id_mutation=1918&page=sequence&seq=cDNA&ancre=1918&prot=1

AGAACCTTCT
CTTCAGGACC
CTCACCCCCA
AAGGTTTAAT
TCTCTGGEGECT
TCAGATGGCA
GCCCACAGTG
TTTTTGICTT
CATTAAAATA

TGCTCCTGIT TAACTCCCTA GITACCCACC CTAATTTGCC * 306
CTTCTACTTT TTCCTTCCTG CCCTGTACCT CTCTCTGCTC * 356
CCCCTGTACC CAGCCACCTT CCTGACTGGEG AAGGACATAA *406
GICAGGGTCA AACTACATTG AGCCCCTGAG GACAGGECGCA *456
GAGCCTACTG TCTCCTTCCC ACTGICCTTT CTCCAGGCCC *506
CATTAGGGTG GECGTGCTGC GGGTGGEGTAT CCCACCTCCA *556
CTCAGITGTA CTTTTTATTA AGCTGTAATA TCTATTTTTG *606
TTTCCTTTAT TCTTTTTGTA AATATATATA TAATGAGITT *656

GATTATCCCA CA

NCSTN (NM 015331.3) -

A1/

cDNA + Protein

Vers
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