GGGECGGTCGC
GGCCATGGAG
Met A u

CGCAGGGCGA
rod nd yAs

CTGGACGAGC
LeuAspd uL

GCGCCGCTAC
UAr gAr gTyr

CTGCCAGCGC
| aAl aSer Al

CAGATGCAGC
d nMet d nL

TGGCAACATG
r @ yAsnet

AGGGACTCCG
GCGGAGCCGC
Al ad uPr oP

CGAGGACCTG
pd uAsplLeu

TGGTGEECEC
euVal d yAl

TACCGCCGCA
Tyr Ar gAr gL

CGCGGEGECATG
ad yd yMet

TGATCCTGCA

eul | eLeuH

GGGCTGCCCG
A yLeuPr oA

UNC93B1 ( NM 030930.

GGGCGACCEC CCCGAGTCCG CAGTAGITCG
CGCTCTACCC GATGGCGEEGEG GCTGECGEEEC
roLeuTyrPr oMet Alady Al aAl ad yP

CTCGGGGTCC CGGACGEGECC CGAGGCCCCG
Leud yVal P roAspd yPr od uAl aPro

GTACCCCAAC TACAACGAGG AGGAGGAGGA
aTyr ProAsn Tyr Asnd uG | ud ud ud@d

AGCGCCTGGG CGIGCTCAAG AACGTGCTGG
ysArgLeud vyVal LeuLys AsnVal LeuA

CTCACCTACG GCGTCTACCT GGECCTCCTG
LeuThr Tyr G | yVal TyrLe ud ylLeulLeu

CTACGACGAG ACCTACCGCG AGGTGAAGTA
sTyr Asp@ u Thr Tyr ArgG | uval LysTy

ACATCGACAG CAAAATGCTG ATGGGCATCA
spll eAspSe rLysMetLeu Metd yll eA

ATA
4)
-5

46
16

96
32

146
49

196
66

246
82

296
99

346
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https://infevers.umai-montpellier.fr
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3210&page=sequence&seq=cDNA&ancre=3210&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3210&page=sequence&seq=cDNA&ancre=3210&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3217&page=sequence&seq=cDNA&ancre=3217&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3218&page=sequence&seq=cDNA&ancre=3218&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3217&page=sequence&seq=cDNA&ancre=3217&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3218&page=sequence&seq=cDNA&ancre=3218&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3211&page=sequence&seq=cDNA&ancre=3211&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3213&page=sequence&seq=cDNA&ancre=3213&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3211&page=sequence&seq=cDNA&ancre=3211&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3213&page=sequence&seq=cDNA&ancre=3213&prot=1

ACGTGACTCC CATCGCCGCC CTGCTCTACA
snVal ThrPr oll eAl aAl a LeuLeuTyrT

TTTGGAACGA AGIGGATGAT GITCCTCGCT
Phed yThrL ysTrpMet Me t PheLeuAl a

TGTCTCCACC AACTACTGGEG AGCGCTACTA
eVal Ser Thr AsnTyr Tr pG | uArgTyr Ty

TGGCCCTGEG CATGGECCATC GTGCCTCTTT
al Al aLeud yMet Al alle Val ProLeuT

ATCACCAGGA TGGCGCAGAA GTACCATGAG
Il eThr ArgM et Al ad nLy sTyrH sd u

GGATGGGCAG GGGATGAAGC AGCGGCCTCC
nAspd yd n d yMet LysG | nAr gPr oPr

ATCTCCTGGT CTTCCAAGCC ATCTTCTACA
yrLeuLeuVa | Phed nAl a || ePheTyrS

GCCTGCGCCC AGCTGCCCAT GATTTATTTC
Al aCysAl aG | nLeuProMe t 1| eTyr Phe

CCTGAACCAC ACGCTGTACA ATGTGCAGAG
pLeuAsnHi s Thr LeuTyr A snVal d nSe

GGATCCTCAG CGGCTTCAAC AAGACGGITC

CACCTGTGCT
hr ProVal Le

GTGGGCATCT
Vald ylleT

CACCCTTGIG
r Thr LeuVal

GGGCTTCCAT
r pAl aSer Me

TACTCCCACT
TyrSerHi sT

GCGGCEECTCC
0Ar gd ySer

GCTTCTTCCA
er PhePheHi

CTGAACCACT
LeuAsnHi sT

CTGCGGCACC
rCysd yThr

TGCGGACGCT

CATCAGGTTT
ul I eAr gPhe

ACGCCCTCTT
yr Al aLeuPh

CCCTCGECTG
Pr oSer Al aVv

GGGCAACTAC
td yAsnTyr

ACAAGGAGCA
yrLysd ud

CACGCGCCCT
Hi sAl aProT

TCTGAGCTTC
sLeuSer Phe

ACCTGTATCGA
yrLeuTyr As

AACAGCCACG
AsnSer H sG

CCCCCGEGAGC

396
132

446
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496
166

546
182

596
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646
216

696
232

746
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https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3215&page=sequence&seq=cDNA&ancre=3215&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3219&page=sequence&seq=cDNA&ancre=3219&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3215&page=sequence&seq=cDNA&ancre=3215&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3219&page=sequence&seq=cDNA&ancre=3219&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3236&page=sequence&seq=cDNA&ancre=3236&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3234&page=sequence&seq=cDNA&ancre=3234&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3236&page=sequence&seq=cDNA&ancre=3236&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3234&page=sequence&seq=cDNA&ancre=3234&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3220&page=sequence&seq=cDNA&ancre=3220&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3220&page=sequence&seq=cDNA&ancre=3220&prot=1

lyll eLeuSe

GGAAACCTCA
A yAsnLeul

CATCCTGCTG
aMet LeulLeu

AGATCGATCT
| ull eAsplLe

AAGCACGTCC
LysHi sVal A

CAGCGECTTC
r Ser d yPhe

GCGTGTGCTC
| yVal CysSe

AGCCTGCEECG
Ser Leud yA

GCCACGCCCG
uPr oAr gPro

CCTTCATCCT
hr Phel | eLe

r d yPheAsn

TTGTGGTGEA
| eval Val G

GTGCTGGGT T
Val Leud yL

GCGCAGCGTG
uAr gSer Val

GTGACTACCG
rgAspTyr Ar

GAGGTGCTCT
d uVval LeuP

GGTCEEECTG
rval d yLeu

CCTCAGCCGC
| aSer Al aAl

GI'GCCCCTGG
Val ProLeuV

CTTTTTCTGG
uPhePheTr p

LysThrVal L

GAGCGTCGCTC

uSer Val Leu

TGTGCGGAGC
euCysd yAl

GGCTGGEEECA
d yTrpd yA

CCTGCGCCAC
gLeuArgHi s

TTGCCTGCAC
heAl aCysTh

GAGCGCCCTGG
G uArgLeuA

CTCACTCCTG

aSer LeulLeu

TGGCCGGAGC
al Al ad yAl

GCCCCTGTGC
Al aProVal P

euArgThr Le

ATGGCAGI GG
Met Al aval A

CGCTTACCGG
aAl aTyr Arg

ACATCTTCCA
snl | ePhed

CTCGIGCCTT
LeuVal Pr oP

TGGTATCGCC
rdylleAl a

CTTACCTCCT
| aTyr LeulLe

GGCCTGCTGG
G yLeuLeuG

AGGGGTGCAC
adyvalH s

CTCGGGTCCT
r oArgVval Le

uPr oAr gSer

CCTTCCTGCEC
| aPheLeuAl

CCCACGGAGG
ProThrd uG

GCTGCCCTTC
nLeuPr oPhe

TCTTTATCTA
hePhel | eTy

TTCGECTATG
Leud yTyr G

CGTGECTTAC
uVal Al aTyr

GCCTGTGGECT
| yLeuTr pLe

CTGCTGCTCA

LeuLeuLeuT

GCAACACAGC
ud nHi sSer

282
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1046
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1096
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1146
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1246
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1296
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https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3221&page=sequence&seq=cDNA&ancre=3221&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3222&page=sequence&seq=cDNA&ancre=3222&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3221&page=sequence&seq=cDNA&ancre=3221&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3222&page=sequence&seq=cDNA&ancre=3222&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3216&page=sequence&seq=cDNA&ancre=3216&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3216&page=sequence&seq=cDNA&ancre=3216&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3201&page=sequence&seq=cDNA&ancre=3201&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3203&page=sequence&seq=cDNA&ancre=3203&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3200&page=sequence&seq=cDNA&ancre=3200&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3201&page=sequence&seq=cDNA&ancre=3201&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3203&page=sequence&seq=cDNA&ancre=3203&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3200&page=sequence&seq=cDNA&ancre=3200&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3214&page=sequence&seq=cDNA&ancre=3214&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3212&page=sequence&seq=cDNA&ancre=3212&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3214&page=sequence&seq=cDNA&ancre=3214&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3212&page=sequence&seq=cDNA&ancre=3212&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3223&page=sequence&seq=cDNA&ancre=3223&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3223&page=sequence&seq=cDNA&ancre=3223&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3224&page=sequence&seq=cDNA&ancre=3224&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3224&page=sequence&seq=cDNA&ancre=3224&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3231&page=sequence&seq=cDNA&ancre=3231&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3231&page=sequence&seq=cDNA&ancre=3231&prot=1

TGGATCCTCT ATGTGGCAGC
Trpll eLeuT yrVal Al aAl

CAAGACTGGA CTCAGCACAC
nLysThrdy LeuSer ThrL

GACAGGACTT CATCTTCACC
rgd nAspPh el | ePheThr

TTCACCGTGI ACCTGGEGECTC
PheThrVal T yrLeud ySe

GCTGCTGGTG ACGCTGGTGG

| LeuLeuVal

Thr LeuVal A

AGAAGCTGCG CCGEEECGTG
| nLysLeuAr gArgd yVval

CAGCACAAGG TGCGCGGTTA
G nHi sLysV al Arg@ yTy

GAGCGACGCG GAGGGECGAGC
uSer AspAla G ud yd uH

CCGCAGGGECC CAGGCCTEEC
roAl ad yPr oArgPrody

TGCCCTTTGG
aAl aLeuTrp

TCCTGGGAAT
euLeud yl |

ATCTACCACT
Il eTyrH sT

GAGCCTGCAC

rSer LeuHi s

CGGCCECEET
| aAl aAl aVa

GCCCCECECC

Al aPr oAr gG

CCCCTACTTG
rArgTyrLeu

ATGGGGACGG
i sd yAspd

CCCGAGCCCG
Prod uPr oA

GGTGTGGGCA
@ yval dyS

CTTGTACGAA
eLeuTyrd u

GGTGGCAGGC
rpTrpd nAl

ATGAAGGCTA
Met LysAl aL

CTCCTACCTG
| Ser Tyr Leu

AGCCCCGCAT
| nProArgl |

GAGGAGGACA
A ud uAspA

CGCGGAGGAG
yAl a@ ud u

CTGGACTCGG
| ad yLeud

GTGCCCTGAA
er Al aLeuAs

GACAAGGAGA
AspLysd uA

TGTGGCCATC
avVal Al all e

AGCTGGECGGT
ysLeuAl ava

CGGATGGAGC
Arghet G uG

CCCGECEEEee

eProArgPro

ACTCGGACGA
snSer Aspd

GAGGCGCCGC
d uAl aPr oP

CCcaeeeaEeee
yAr gArgPro

1346
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466

1446
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516

1596
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1646
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https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3202&page=sequence&seq=cDNA&ancre=3202&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3202&page=sequence&seq=cDNA&ancre=3202&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3225&page=sequence&seq=cDNA&ancre=3225&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3225&page=sequence&seq=cDNA&ancre=3225&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3199&page=sequence&seq=cDNA&ancre=3199&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3226&page=sequence&seq=cDNA&ancre=3226&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3199&page=sequence&seq=cDNA&ancre=3199&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3226&page=sequence&seq=cDNA&ancre=3226&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3235&page=sequence&seq=cDNA&ancre=3235&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3235&page=sequence&seq=cDNA&ancre=3235&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3230&page=sequence&seq=cDNA&ancre=3230&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3227&page=sequence&seq=cDNA&ancre=3227&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3230&page=sequence&seq=cDNA&ancre=3230&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3227&page=sequence&seq=cDNA&ancre=3227&prot=1

TGCCCGTACG
CysProTyrG

GGCCECCTGG
CACGTCTGAG
GCCCCTGICT
TCACCTCCGG
ACCCCTCGEC
CCCTTAGCAC
CCEECCCECT
GIGAGCGCAC
TTTTTACAGA

AACAGGCGCA
| ud@ nAl a@

TCCCCGGACT
GIrCGGGEEEA
Ccccrecece
GCTTCCCCAG
CAAGCACAGG
GCGCCCCAGC
CCAGATCCCC
TTTGCACCTC
AAATGAGCAA

GGGGGGAGAC
nd yd yAsp

CAGCCTCCCT
CCCCCTCCGA
ACGITGGCGA
CCCCCTCCAA
GGTTCGAAAA
GCCGGAGCAC
ACAGCTCTCG
CTATCCCCAG
TAAAGAGATT

UNC93B1 ( NM 030930.

GGECCCGAGG AGCAGTGAGG *2 G590W G590R GB91E GB93R

d yProd uG | ud nSt op

CCTCECCEEC CTCAGITTAC *52
GICCCGCGCT GTICTTCAAAG *102
CGCCCCTCCC AGAGCCCAGG * 152
GCCCGAGTGG AGCCTTGGGA *202
TACAGCTGAA ACCCCCCGEG *252
GGTCAGGGTC TTCTTGCGAC *302
GCCGCGGACC CEEECCECaT * 352
GGTCCGCCGA GAGCCACGAT *402
TTGTACTGIC CTGA
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https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3232&page=sequence&seq=cDNA&ancre=3232&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3229&page=sequence&seq=cDNA&ancre=3229&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3233&page=sequence&seq=cDNA&ancre=3233&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3228&page=sequence&seq=cDNA&ancre=3228&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3232&page=sequence&seq=cDNA&ancre=3232&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3229&page=sequence&seq=cDNA&ancre=3229&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=58&Id_mutation=3233&page=sequence&seq=cDNA&ancre=3233&prot=1
https://infevers.umai-montpellier.fr
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