GITTATGAGA
CTCAGAGITA
AGAAGTTCTT
TGGGTACTTC
CCTAGGTAAT
ATCATGAATA

Met AsnA

AGTGCTGGAT
nVal LeuAsp

AGAGCGAGGA
ysSer d uAs

CTGATCCAGG
Leul | ed nG

GCAGTACAAA
pd nTyrLys

TGATTGGCGC
allledyA

AACAGTIGTGT
GATTTGCTGG
CTAAATCAGG
GGCCTTCAAG
TGATCACCCT
ATCAAAAAGT
snd nLysVa

CAGCTCTTGT
d nLeulLeulL

CCAGCCCTGC
pd nArgCys

AGGCAAAGGA
| UAl aLysd

CAAGCCGT GG
d nAl aval G

CCGEGTTGCAG
ad yLeud n

ATA

ALPK1 (NM 025144, 4) -

TTCAGAGAGG
TCTTAAAGTA
AATGCGATTGA
GGCCTCCTTT
AGACCCAGGG
GGTACCTGTG
| Val Al aVal

TGGAAGCGCC
eud uAl aPr

AGAGCTTTAC
Ar gAl aLeuL

AATGAAGT GG
uMet LysTrp

GCCCAGAGGA
| yProd uAs

CAGITACTGG
d nLeulLeuA

CTGTACCAGA
CTTTTCCTCT
AATCTAATGA
ATTGAGAATC
ACACCCAATT
CTACTGCAAG
LeuLeud nG

AGATGTGTCG
oAspVal Ser

TCCCCAGCGA
euProSerd

CCCTTCGTGC
Pr oPheVal P

CAAAACAAAC
pLysThr Asn

CGTCCCTGAG
| aSer LeuAr

ATTAACTCTG
TTAAGATAAA
ACCGAAACTT
AATGTCTTCT
CATCGTAATC
AGTGCAAGCA
| uCysLysd

GAAGAGGACA
@ ud uAspL

GTTAAGGACC
uLeuAr gThr

CTGAAAAGTG
rod uLysTr

CTGAAGCATG
LeuLysAspV

GGCCTCCATC
gAl aSerlle

- 204
-154
-104
- 54
-4
47
16

97
33

147
49

197
66

247
83

297
99

>2VEersS

cDNA + Protein

2026- 03-12
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CTCCGCTCGEEG ACTGTGCGEC

LeuAl aAr gA

GITCCTGTAT
gPheLeuTyr

GTCTCCACAA
| yLeuHi sLy

CGCCAAGCCC
Ar gd nAl aA

TATTCTGACGC

ril eLeuSer

ACAGAAATCGA
yr ArgAsn@

AGAGGGCAGA
Argd yd nl

AATATGGEECC
ul | eTr pAl a

ACGECCTCTC
ysd yLeuSe

spCysAl aAl

GGGCTCGACG
d yLeuAspV

GITGCAGCCA

sLeud nPro

GAATCTCCGT
rgll eSerVa

AGTCTAATAA
Ser Leul | eS

AAGTGACAAG
uSer AspLys

TTCTGCAAAA
| eLeud@ nLy

TCCATTGTAG
Serlleval G

CACGTCGCTA
r Thr Ser Leu

TGCGGCGECT ATTGIGITCT
aAl aAl aAl a || evVal PhelL

TCTCTGGAAA ACTTCTGCAG
al Serd yLy slLeulLeud n

GCCACGCCAA TTGCCCCGCA
Al aThr Prol | eAl aProd

GAACTCAGGA AAACTTTTAA
| AsnSerdy LyslLeulLeulL

GCAACAATGG AGCAACGEGT
er AsnAsn@ yAl aThrdy

GICCTGGTGC AGICGGTICTG
Val LeuVal G | nSer Val Cy

GCTGGGGATG TGGTACGAAG
sLeud yMet TrpTyrd uA

GATATTTGEC ACTTCCTCAG
| yTyrLeuAl alLeuProd n

GGTATACTGG CAGACATCTT
Ayl |l eLeuA | aAspl | ePh

TGGTGGACCG
euVal AspAr

GTI'CGCCAAAG
Val Al aLysG

GGTGGTTATT
nVal vVal I | e

AAGCAGAGTA
ysAl ad uTy

ACCTGGCTGT
Thr Tr pLeuT

TATACAGATC

sllednlle

CAGCAGAGTT
| aAl ad uLe

CCGGATAAAA
ProAspLysL

TGITTCCATG
eVal Ser Met

347
116

397
133

447
149

497
166

547
183

597
199

647
216

697
233

747
249



https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2675&page=sequence&seq=cDNA&ancre=2675&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2675&page=sequence&seq=cDNA&ancre=2675&prot=1

AGCAAGAACG
Ser LysAsnA

CCTGCTGAAG

rLeuLeulLys

AGCTGGCAGC
ysLeuAl aAl

GTGAATATCC
Val Asnl | eA

TCCTCCAGAA
sProProd u

AGATTGGCCT
lulledylLe

GAGCTTCACA
d uLeuHi sS

AAGGCTCCAT
gArgLeuHi s

AGGAAGCAAT
ysd uAl aMe

GACAGAGAAG

ATTATGAAAA
spTyrd uLy

GAGITTGACC
A uPheAspH

TGCCTTCAGT
aAl aPheSer

GTGCCACGTG
rgd yThr Cy

TTGAAAAACT
LeuLysAsnL

CCTCACCAAG
uLeuThr Lys

GCTTTGITCAA
er PheVal Ly

GGGGAGACAG
dyd uThrG

GGGGAACGCTG
td yLysLeu

CTCTGTCTCA

GITTAAAAAC
sPheLysAsn

ACCATTTGCT

i sH sLeulLe

GCCTATACGC
Al aTyr Thr P

TTTATTGTCC

sLeulLeuSer

TACATCTGTG
euH sLeuCy

AGAGATCATG
Ar gAspAspG

AGCTGCTTTC
sAl aAl aPhe

GGACGGTCCA
| yThr Val Hi

TACAATTTCA
Tyr AsnPheS

AGAAGTTATG

AATCCACAAA
AsnPr oQ nl

GI'CCGCTGCA
uSer Al aAl a

CCCTCTTCGT
r oLeuPheVa

TACAGTAGIT
Tyr Ser Ser S

TGAAGCCAAA
sd uAl alLys

AGCCTGITAC
| uProval Th

GGTCTCACCA
A yLeuThr T

TGCAGCAAGT
sAl aAl aSer

GCACTTCCTC
er Thr Ser Se

TCTGTGATTG

TTAATTTGAG
| eAsnLeuSe

GAAGCCTGCA
G uAl aCysL

GCTCACAGCT
| LeuThr Al a

CAAATGACTG
er AsnAspCy

GAGCECCTTTG
d uAl aPheG

TGGAAAACAG
rdyLysdn

CAGTGCACAG
hr Val Hi sAr

CAGCTCTGTA
G nLeuCysL

CAGAAGTCAG
rArgSerd n

CCCAGGTGAA

797
266

847
283

897
299

947
316

997
333

1047 c.1024G-C

349

1097
366

1147
383

1197
399

1247


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2877&page=sequence&seq=cDNA&ancre=2877&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2877&page=sequence&seq=cDNA&ancre=2877&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=3084&page=sequence&seq=cDNA&ancre=3084&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=3084&page=sequence&seq=cDNA&ancre=3084&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2678&page=sequence&seq=cDNA&ancre=2678&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2678&page=sequence&seq=cDNA&ancre=2678&prot=1

AspAr gd uA

GGAACATTTA
sd uHi sLeu

TTCCCGAGAG
al Prod uSe

GCGGATTTCC
d yAspPheG

GTGTGAAGTA
| Cysd uVval

ATGCAAAAAC
spAl aLysTh

ATAGATACTG
Il eAspThrV

AGGAATATCT
ra@ylleSer

GGGGAGGAAG
rgd yd yAr

GATCAAGATG
Aspd nAspV

| aLeuSer d

CAAGTTCAAA
d nVval d nS

TTTCGAGTGC
r Phed uCys

AAAAAATCCT
I nLysl | eLe

TTTGAAAGTG
Phed uSer A

AGGAGTCTGC
rd yVval Cys

TGAGTACTAC
al Ser Thr Th

TCCTCCCTAA
Ser Ser LeuM

GAGAAACTGG
gAr gAsnTrp

TGGAGACTGA
al duThrd

nd uVal Met

GCTTCTCAAA
er PheSer As

AGGITGGATA
ArgLeuAspL

TGACACCTAT
UAspThr Tyr

ATTGTGGAAA
spCysd yAs

ATCACTGCTC
Il eThr Al aL

TCAAGAAAAG
rd nd uLys

TGGGTAAGAA
etd yLysAs

ACCCATTCTG
Thr H sSer A

GACTGAGCCA
uThrd uPro

SerVal | | eA

TGTAGATGAC
nVal AspAsp

AACTTATCTT

ysLeul | eLe

TCACAGCACC
Ser d nHi sH

CAACAAAAAT
nAsnLysAsn

TAAAAACAGA
euLysThrd

CCACATTGTC
ProH sCysG

TGTTCAGAGG
nVal G nArg

ATGCATTTCG
spAl aPheAr

TCGGACTACA
Ser AspTyr S

| ad nVal Ly

AGATCTTATG
ArgSer TyrV

GCATGGGCAA
uH sd yd n

ATACTTCGGT
i sThr Ser Va

GAACAGAAAG
G ud nLysA

AATAAAAAAC
ul | eLysAsn

AAAGAGACAC
I nAr gAspTh

GAACTCAGAA
G uLeuAr gA

AGTCTCCTTG
gVal Ser Leu

GCAATGGTGA
er Asnd@ yd

416

1297
433

1347
449

1397
466

1447
483

1497
499

1547
516

1597
533

1647
549

1697
566



GGGACCTGTT
ud yAl aval

GGAGCAACTT
rpSer AsnLe

TATCACGITG
Tyr Hi sVval A

GGTGGACACT
uVal AspThr

GGGAAGGCAG
rgd ud yAr

CTTCAGGAAC
Leud nd uP

GCAACAGATG
nd nd nhet

TCTTGGCCCC
heLeuAl aPr

GAAGTCAGAA
@ uVval ArgA

TTCAACAAGT
PheAsnLysS

ATCAGGGTTT
uSer d yPhe

ACGACAGGTC
SpAspAr gSe

CAGIGITCCA
A nCysSerT

AGCTATGCAT
gAl aMet Hi s

CCAACAATGA
r oAsnAsnAs

CCCTTGACAC
ProLeuThr P

TGGTGCAGGG
od yAlady

ATATGGGACC
snhet d yPr

CTCTGAGT GG
er LeuSer d

AGITCCTCTG
Ser Ser Ser A

AGCCAGAAAA
r Al aArgLys

CTGCCTTGIC
hr Al aLeuSe

TCATTGCATT
Ser LeuHi sS

CAATTTGGAG
pAsnLeud u

CCTTCTCGCC
r oPheSer Pr

CTTCTAGAAG
LeuLeud uG

CAGAAATACT
OAr gAsnThr

CAGCCAGACT
ySerd nThr

CAAGCTGGGA
| aSer Tr pd

GAGCCTGGCA
d uProd yL

TGAGGAGCTA
rd ud ulLeu

CACAGCTTCA
er d nLeuHi

CCTTCTCAAA
ProSer d nA

TCATAATACC
oHi sAsnThr

GAGCTCCAGA
| yAl aProd

TCTGCTCACT
Ser Al aHi sS

TCCAGTGCTT
Ser Ser Al aT

GGAAGTGAAT
ud uVal Asn

AAGAACATCT
ysd uHi sLe

GAGAATGACA
G uAsnAspA

TGATCTCTCT
sAsplLeuSer

ATCAGCCACA
snd nProd

CCAGCCATTT
Prod yll eP

AGGTATCCAG
udylledn

CCAGACCCTC
er ArgProSe

1747
583

1797
599

1847
616

1897
633

1947
649

1997
666

2047
683

2097
699

2147
716



ATATCGITCT
r Tyr Ar gSer

GCACACATCC
| yThr Hi sPr

TTTCCAGAAA
PheProd uT

AGAAGAAATT
yGQuQulle

CCTGCGITGA
er Tr pVal As

TTAGACTTTC
LeuAspPheH

GCCATGTAGC
uPr oCysSer

GAAAAAGT GG
rgLysSerd

ACAGTGGATG
Thr Val AspG

AAATGGGCAC

GCTTCTTGGT
Al aSer Tr pS

TTCAGTCCAA
oSerVal @ n

CCAACTGCGA
hr AsnCysAs

AGTGAAAGAG
Ser d uArgG

CCCAGAAGGA
pProd udy

ACAGGGTCCT
i sArgVal Le

TCCTTCACCC
Ser PheThr P

TGGCCCAGTC
yd yProVal

AGGAGGGGCA
lud@ ud yd

GCCTCTCATA

CTTCTGATTC
er Ser AspSe

AAAGAAGAAG
Lysd ud uA

TGTCAAAGAC
pVal LysAsp

GCGCAGECCC
| yAl ad yPr

GAAACAGCAG
A uThr Al aG

GCACAATTCT
uHi sAsnSer

CTAATTGGCC
r oAsnTr pPr

GCAGAGCAGG
Al ad ud nG

ACTGCTCGAC
nLeuLeuAsp

GACTGTCGCAT

TGGTAGGCCC
rd yArgPro

CCTTTGAAAT
| aPhed ul |

AGGCAGGGGA
Argd nd yL

TACATTTAAA
oThr PheLys

AAAGCACTGA
| uSer Thrd@d

CTGGGAAACA
Leud yAsnl

TGTTCAAAAT
oVal d nAsn

GCATCGACCC
lyll eAspPr

AGCATCGATG
Ser Met AspV

TCTGAGACAG

AAGAATATGG
LysAsnMet G

AATTGITGAG
elleval du

AAGAGCAGGG
ysd ud nd

GCTAGTCCCT
Al aSer Pr oS

AGATGCACCC
UAspAl aPro

TTTCCATGCT
| eSer Met Le

CCTGACTCCA
ProAspSer A

TGATGCCTCC
0AspAl aSer

TTCCCTGCAC
al ProCysTh

CCECCTGGTC

2197
733

2247
749

2297
766

2347
783

2397
799

2447
816

2497
833

2547
849

2597
866

2647



rAsnd yHi s

AGAGGGCCGA
I nAr gAl ad

GTCCTCAGCG
Val LeuSer G

CATGCTAAAC
nMet LeuAsn

AATCACCTGC
ysSer Pr oAl

TATCTGAATT
Tyr LeuAsnS

GAAAGAGATC
gLysQ ulle

TGITGGCAGG
euLeuAl ad

GGGGTTTTTA
d yVal PhelL

AAAATATTCA
uLysTyr Ser

d ySer Hi sA

GACCCCCAAT
uThr Pr oAsn

AGGACTGCAC
| UAspCysTh

TGCAGCCAGA
CysSer d nA

ATTTTCCAGT
aPheSer Ser

CCAGTGGGAG
er Serd ySe

CTTGAGCCTC
Leud uAl aA

AGTGAGGCAT
yVal ArgHi s

AGCCCAGTCA
ysProSerd

AAAAAATCTG
LysLysSer G

rgLeuCysl |

TCCTCTGTAA
Ser Ser Val S

TACCACAGAG
rThrThr3 u

ACTCCAGCTC

snSer Ser Se

GGITCTTCTG
d ySer SerG

TTCTTGGGTT
r Ser Tr pVal

GCACCTTGCA
rgThrLeud

GATTGECTGT
AspTrpLeuP

ACTCCACCGA
nLeuHi sArg

AACTGTGGAC
| uLeuTr pTh

eLeuArgd n

GCGGTAACAT
erd yAsnl |

GAAGGAAATC
d ud yAsnG

ATCCTCAGTG
r Ser Ser Val

AGGGGGACAG
| ud yAspSe

TCATTGCCGG
Ser LeuPr oG

ACCTGATGAC
nPr oAspAsp

TTCAGAGACT
hed nArgLe

GCACATAGTG
Al aH sSer A

GGCCCAGGAA
rAlad nG u

ProProd yG

CCTCTTCCCT
eLeuPhePro

AGCCTGGAAA
| nProd yAs

TGGTGCCTGA
TrpTrpLeuL

CCCTTGGTCC
r ProTr pSer

GAAAGATGAG
| yLysMet Ar

TTTGAAAAGC
Phed uLysL

AGAGAATACG
ud uAsnThr

CTCTTTTGIT

| aLeuLeulLe

ACTATTGICT
Thrilleval T

883

2697
899

2747
916

2797
933

2847
949

2897
966

2947
983

2997
999

3047
1016

3097
1033

c. 2770T>C


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2676&page=sequence&seq=cDNA&ancre=2676&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=47&Id_mutation=2676&page=sequence&seq=cDNA&ancre=2676&prot=1

ATTTGGGGEA
yrLeud yAs

TTTTGGGTTC
PheTr pVval H

GAAAGACTAT
yLYSAspTyr

AGCGACAGAT
| uAr gd n\e

TATGAACAAA
Tyr @ ud nA

ACTGATTTTA

uLeul | eLeu

ACATACTGGG
yrlleLeud

ACAGAATACA
Thrd uTyrL

TGAGITTTCT
r d uPheSer

CTACTTGACT
pTyrLeuThr

ATCATCTTCA

i sH sLeuH

AAGGAGCAGA
Lysd ud nL

GACCGCACAG
t Thr Al ad@ n

ACATTCCCAC
snl |l eProTh

GAGGACAAGA
d uAspLysT

AGAATTTGTA
y@d uPheVal

AAGCCACAGA
ysAl aThrd

AATCATAGAG
AsnHi sAr gA

GTGAAGAAAA
Val LysLysL

TCAAGAAGAA
s@ nd udu

AGGGGCTCTG
ysd yLeuTr

CACTATGTGA
Hi sTyrval T

CCAGATATTC
rd nl | ePhe

CAATAAAGGG
hrileLysd

AAATTGTCAA
LysLeuSer A

ATATGCCCTTG
uTyrd yLeu

ATGITGTGGT
spVal Val Va

AAGGCAGACA
ysd yArgd

ATTCTGGGGA
Il eLeud yA

GCACCACTTC
pHi sHi sPhe

CAGAATTTAA
hr @ uPheAs

TACATCCCAT
Tyrl 1l eProS

ATGTATCAGT
yCysl | eSer

ATAACACGAA
snAsnThr Ly

GCCTATGECC
Al aTyrd yH

CGATTTACAA
| AspLeud n

AAGAAATGCT
nAr gAsnAl a

CGTATGITGG
rgTyrVal d

ACTGATGTGG
Thr AspVal G

CAAGAGACTC
nLysArglLeu

CCACAATACT
erThrll eLe

GTGGAGCCTT
Val d uProT

AGTGGTGAAA
sVal Val Lys

ATTTTTCTTA
i sPheSer Ty

CGTTGGGTAA
G yTrpval T

3147
1049

3197
1066

3247
1083

3297
1099

3347
1116

3397
1133

3447
1149

3497
1166

3547
1183



CCGGTAATGG
hrd yAsnd

GTTGATCAGA
Val Aspd nL

CTTCTTTAAT
r PhePheAsn

CTTTGACTAG
er LeuThr Ar

TCTGGTCCTT
ATTTGCAAGA
CAGCACAAGA
TGGGTCAGGA
ATGGAAAACA
AAGGCATGIG
CTGICAAGAC
TACATATTAA
CTGICTTTTG
ATATGTAGIT
GTATAATACT
TCCTGTATTT
AGTGGTACAG
ACTGGATAAA
TAATCCACTC
GAAAGAAAAG

AAAAGGACTC
yLysd yLeu

AAGTTTTCAC
ysVal PheTh

AACCAGCATG
Asnd@ nHi sV

ACCTTCAATG
gProSer Met

TGGEGEECTTGG
GGAATTGATC
TCCTGCAGAG
GACCGCTGCT
GCCCCAACTC
TTGITTAAGC
TGATACTACT
AAAAATGTGA
ACATTTGACT
GAATTCATCA
TAGATCCTCC
CCTTCTAGTA
TTTTCTTTAT
GAAAATGT GG
TCACACTGCT
AGGTTTAATT

ATCTACCTCA
Il eTyrLeuT

TACCAATTTT
r Thr AsnPhe

TGGAATGTAA
al d uCysAs

GAGAAACCAT
A uLysProC

GCAGGEECCGT
AGTATCACTT
CCTCTTTCCC
TCTGGCCATA
ACCCATGAGG
CATTGAGATT
GGEECTTTTC
GCCTTTGTGA
TTGCATAAAA
ATCTTTTATT
TTATACTCTG
TAATTAAATC
CCAGTCTGTC
TACATATACA
ATGAAGAGAT
AACTCACAGT

CAGATCCCCA
hr AspPr od

GGAAAGAGAG
d yLysArgG

TGAAATCTGC
nd ul | eCys

GCACATAGAA
ysThr St op

GACACAGGTT
TAAGICCTGC
TCTGCCACAG
AGTCCTGCAA
GATGAAAAGC
TTAGAGCTTT
CTATTGATTT
TACGAATTCA
GITTATCTGT
TTGTATGGECT

GATTCACTCC

nl | eH sSer

GAATTTTTTA
[ yll ePheTy

CATCGICTTT
Hi sArglLeuS

TACGGCACAG

CTGGCCAATG
ATTTAATTGG
TTATCAAGAA
GGAAAGCAAC
ACTCTTGAGA
TTGICACTAT
GGGAGTTCTT
ATTTGITTTC
GCATAATTTT
TTTTGGTTAT

AGITTCTTTC
TGTAAAAAGT
CTTGATGGEC
CCATGGAACA
ACCTGAGACT
TCCACATGCEC

TTTTTAATTC
AAGATGGAAG
ATTTAGGTAG
CTATGTGTAT
GGGTAATTTA
TGGGGAGACC

3597
1199

3647
1216

3697
1233

*12

*62

*112
*162
*212
*262
*312
*362
*412
*462
*512
*562
*612
*662
*712
*762
*812



TCAGGAAACT TACAATCATG
AGAGAGAATG AGTGCCAGCA
AGATCTTGIG AGAATTCATT
GCCTCAATTA CCTCCTACCA
GACTACAATT CGAGATGAGA
CACAATGTAA CCATAAAAAA
GATAGAGCTG GAGGCCATTA
CTAAATACCA CTTGITCTCA
GGTGGACACA TAGAGGGAAC
CAGIGGGAGG AGGGAGAGGA
GAATACCTGG GTGATGAAGT
CCTGCACATG TACCCCTGAA

GCAGAAGGCA CCTCTTCATA
GGGGAAATGC CAGATCGCTTA
CACTCTCACG AGAACAGCAT
GGTCCTTCCC ATGACACATG
TTTGEGTGEG GACACAAAGC
GAATGAGATC ATGICCTTTG
TTTTTAGCAA ACTAATGCAA
CTTATAGGTG AGAGCTAAGT
AACACACACC AGGGCTTATC
TCAGGAAAAA TAACTAATGG
AATTCGCACA ACAAACCCCC
CTTAAAATAA AAGTAAAAAA

GGGTAGCAGG *862
TAAAGCCATC *912
*962

GGGAAAAACT

GGAATTATGG *1012
*1062
CAGGGACATG *1112
*1162
*1212
*1262
*1312
*1362

CAAACCATAT

GAACAGAAAA
GATGAGAGTA
AGAGGGTGGA
GTACTAGECT
ATGACACAAA
AAAAAATCA

ALPK1 (NM_025144. 4)
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