ACTTTCACTT
CCTCCCCEA
GCTCCCGCCAA
TGTCCGEECG
CTCCTGCGECC
CCCACGCCAGG
GCCGCCEEEA
CACGGECCTGG
GAGGTAGCAT
CCACGCCAGA

CCTCACCCGA

rLeuThr Arg

CCATCTGGCT
| all eTrplLe

GAGGTCTCCC
d uVal Ser P

TCAGATGCAC

TCTCTTCCGC
GGAGAGAGGG
GTGGEGEGTCC
TCCTTTCCCC
CAGTGCGGAC
ATCCCGGCCT
CAGCGAGGCA
CTGAGTTGCT
TTCCCAGGAG
TGGACGAGAA
et Asp@ uLy

GCAGTGGECGG
Al aval Al aG

GGCAGAGCAA
uAl ad u@ n

CAACGCAGGA
roThr d nAs

ACCGTCACCA

CGAAGCCGCT
CTTTGCCTTG
TCCGGGACTT
GCTTCTTCCC
CTGTCTCGGC
GGTCACCGGG
CACACAGGGEC
CCTGGTCTCC
GCACGGTCCC
GACCAAGAAA
sThrLysLys

GCGGEGCGATGA
| yd yAspd

CGEGTECCCC
Ar gVal ProlL

CATCACCCTG
pl | eArgLeu

TCTGGECTCAC

CCCCTTGCGA
AAACCCGGGA
GGAACGCCCC
ACCTCGCCTG
GCCCGCTGCC
CAGTGTGATG
TTGGGECCGCG
CGCCTCTCCC
CCCCAGGGGG
GCAGAGGAAA
Al ad uG@ uM

ACAGGT GGCA
ud nVval Al a

TGAGTGIGCA
euSer Val d

TGGGTGAGCG
Tr pVal SerV

AGTGCGCCCT

AGAACTGGGG
CGCCAGGGGEC
GGCTGGGTGG
GTCCCGTTTC
CTCTCACCGC
CTTCCCGACT
CCGGAGGCCA
AGGCGACCCG
ATGGGCACAG
TGGCCCTGAG
et Al aLeuSe

ATGAAGTGTG
Met LysCysA

ACTGAAGCCT
nLeuLysPro

TGGAGGATGC
al d uAspAl

GATATGACAG

oInfevers
RBCK1 (NM 031229. 4) -

-410 c.exl_ex4del

- 360
- 310
- 260
-210
-160
-110
- 60
-10
41
14

91 c.52GC

31

141 L41fsx7

47

191
64

241

cDNA + Protein

2025-10- 20


https://infevers.umai-montpellier.fr
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1886&page=sequence&seq=cDNA&ancre=1886&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1886&page=sequence&seq=cDNA&ancre=1886&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1881&page=sequence&seq=cDNA&ancre=1881&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1881&page=sequence&seq=cDNA&ancre=1881&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1296&page=sequence&seq=cDNA&ancre=1296&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1296&page=sequence&seq=cDNA&ancre=1296&prot=1

ad nMetHi s

TGGCGICTCT
al Al aSer Le

TTGCAGCAGT
Leud nd nT

GCACTCCCAT

uHi sSerHi s

TGTCAGCCCG
euSer Al aAr

CAGCTGCGGA
A nLeuAr gM

GCEEEECCCT

0Argd yPro

CCGGACGGEEG
rod yArgd

CAGTGCCCCG
d nCysProG

GATGTCCTGC
uMet CysCys

Thr Val Thr |

CAAGGACATG
uLysAspMet

GGGTGATTGG
rpval |l ed

cceejicecee:
d yVval ArgG

CAACACCTCC
gAsnThr Ser

TGCTGGAAGA
et Leud uAs

CTGGAGCCAG
Leud uPr oG

GCAGCCAGAT
y@ nProAsp

GGTGCACCTT
| yCysThr Ph

scccococes
Ar gAl aAr gP

| eTr pLeuTh

GITTTTCTGG
Val PheLeuA

GCAGCGGCTG
yd nArgLeu

AGAATGGGCGA
| NnAsnd yAs

CTCAACCCTC
LeuAsnPr oG

TCTGGGCTTC
pLeud yPhe

GCCCCCCAAA
| yProProLy

GCAGTGCCTG
Al aval Pr oG

CATCAACAAG
el l eAsnLys

CCGAGCCCTA
rod uAl aTy

rVal ArgPro

ACTATGCCTT
spTyr d yPh

GCACGAGACC
Al aAr gAspG

CAGTGCCTAC
pSer Al aTyr

AGGAGCTGCA
| nd uLeud

AAGGACCTCA
LysAspLeuT

GCCCCEEGTC
sProd yVal

AGCCCCCACC
| uPr oProPr

CCCACGCGGEC
ProThr Ar gP

CCAGGTCCCC

AspMet Thr V

CCCACCAGTC

ePr oPr oVal

AGGAGACCCT
| n@ uThr Le

CTCTATCTGC
LeuTyr LeulL

GCGGGAGCGG
nArgd uArg

CGCTGCAGCC
hr Leud nPr

CCCCAGGAAC
Prod nd uP

GGTGGEECTGG
oVal G yTrp

CTGGCTGTGA
rod yCysd

GCCTCATACC

rd nVal Pro Al aSerTyrG

291
97

341
114

391
131

441
147

491
164

541
181

591
197

641
214

691
231

€. 456+1GC

c. 494del G

Q185X

2315f s*45


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2244&page=sequence&seq=cDNA&ancre=2244&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2244&page=sequence&seq=cDNA&ancre=2244&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1889&page=sequence&seq=cDNA&ancre=1889&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1889&page=sequence&seq=cDNA&ancre=1889&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1884&page=sequence&seq=cDNA&ancre=1884&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1884&page=sequence&seq=cDNA&ancre=1884&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1297&page=sequence&seq=cDNA&ancre=1297&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1297&page=sequence&seq=cDNA&ancre=1297&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2663&page=sequence&seq=cDNA&ancre=2663&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2663&page=sequence&seq=cDNA&ancre=2663&prot=1

AGCCCGACGA GGAGGAGCGA
| nProAsp@ ud ud uArg

CGICAGTACC AGCAGCGGAA
Argd nTyr G | nd nArgLy

GCACGICCAG CTGGACCAGA
nH sVal A n LeuAspd nA

AGTGCCCCGT GTGCTACTCG
| uCysProVa | CysTyr Ser

CGTGAGTGTC TGCACACCTT
Argd uCysL euHi sThrPh

CAACAGCCAG GAGCCGGAGG
gAsnSerd n d uAl ad uVv

CGTGCTCGGG CAAGCTGCTG
erCysSerd ylLyslLeulLeu

GAGGATTACC AGCGATTTCT
d uAspTyr G | nArgPhele

CAGTGCCTTC AGCTACCATT
gSer Al aPhe Ser TyrHi sC

GCGCGCCTGG
Al aAr gLeuA

GCAGCAGCAG
sd@ nd nd@ n

GGAGCCTGGT
rgSer LeuVva

GTGCTGGECGC
Val LeuAl aP

CTGCAGGGAG
eCysArgd u

TCTCCTGCCC
al Ser CyskPr

GAGAGGGAGA
A uAr gd ul

AGACCTGGCEC
uAspLeud y

GCAAGACCCC
ysLysThr Pr

COGCECEAGCEA
| ad yd ud

CAGGAGGGGA
G nd ud yA

GCTGAACACG
| LeuAsnThr

CCGGCGAGEC
rod yd uAl

TGCCTGCAGG
CysLeud nG

CTTCATTGAC
oPhel | eAsp

TCAAGGCGCT
| eLysAl aLe

ATCTCCATTG
Il eSerlleA

AGATTGCAAG
0AspCysLys

GGAGGCGCTG
ud uAl aLeu

ACTACCTGCA
snTyr Leud

GAGCCCGCCG
d uPr oAl aG

CGTGGTGCTG
aVal Val Leu

GCACCATCCG
[ yThrl | eAr

AACACCTACT
AsnThr Tyr S

CCTGACCCCT 1041

uLeuThr Pro

741
247

791
264

841
281

891
297

941
314

991
331

347

P190fs c. 722del

Q22X

Q67*

L273Pf s* 27

c. 896_899del

C305F

CTGAAAACCG 1091 c.1054CT

| ad uAsnAr

GGATGGTGCT 1141

a yTr pCysP

364

381

C. 727 _728i nsGECG c. 727CGT


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1888&page=sequence&seq=cDNA&ancre=1888&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1880&page=sequence&seq=cDNA&ancre=1880&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1882&page=sequence&seq=cDNA&ancre=1882&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1877&page=sequence&seq=cDNA&ancre=1877&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1888&page=sequence&seq=cDNA&ancre=1888&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1880&page=sequence&seq=cDNA&ancre=1880&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1882&page=sequence&seq=cDNA&ancre=1882&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1877&page=sequence&seq=cDNA&ancre=1877&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1887&page=sequence&seq=cDNA&ancre=1887&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1887&page=sequence&seq=cDNA&ancre=1887&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2664&page=sequence&seq=cDNA&ancre=2664&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2665&page=sequence&seq=cDNA&ancre=2665&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2664&page=sequence&seq=cDNA&ancre=2664&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2665&page=sequence&seq=cDNA&ancre=2665&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2102&page=sequence&seq=cDNA&ancre=2102&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2102&page=sequence&seq=cDNA&ancre=2102&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1879&page=sequence&seq=cDNA&ancre=1879&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2103&page=sequence&seq=cDNA&ancre=2103&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1879&page=sequence&seq=cDNA&ancre=1879&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2103&page=sequence&seq=cDNA&ancre=2103&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2104&page=sequence&seq=cDNA&ancre=2104&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2104&page=sequence&seq=cDNA&ancre=2104&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1883&page=sequence&seq=cDNA&ancre=1883&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1883&page=sequence&seq=cDNA&ancre=1883&prot=1

TCTTTGAGGA TGATGTCAAT
hePhed uAs pAspVal Asn

AACTGCCTGC TCTGCAAGGEC
AsnCyslLeulL euCysLysAl

TCAGGAGGAC CTGECCCTGC

rd nd uAsp LeuAl aLeuA

CGACAGAGAT GCTGAAGGTG
hr Thrd uMe t LeuLysVal

CCCCAGTGCC AGATCGTGGT
Prod nCysG I nl |l eVal Va

CTGCACCGTC TGCCACACCG

gCysThr Val

CysHi sThr G

GGGCECCCTGEG GEECCCAGEA
rpd yPro@ ydyPrody

AATGGGATTC CTTGCCACCC

Asnd yl | eP roCysHi sPr

TGGTGEEECC ACATGCTGAC
TAGCTCAGEG AGCTTCGIGG
CCCTGCCTGC ACTCCGGTTG
TCCTTCCCTT GEGEECTTGCC

GAGTTCACCT
d uPheThr C

CATCCATGAG

alleH s u

GGCGCTCAGAA
r gAl ad nAs

ATGCTGCAGC
Met Leud nG

ACAGAAGAAG
| A nLysLys

AGATCTGCTG
| ull eCysTr

GACACCAGCG
AspThr Ser G

AAGCTGTCAG
0SerCysd@ n

CCAGCCCCAC
ACGECCTTGC
TCCACGGTCA
GCCCAGACTT

GCCCTGTGTG
ysProVal Cy

CAGATGAACT
d nMet AsnC

CGATGTGECT
nAspVal Al a

AGGGCGAGEC
I nA yd uAl

GACGCCTGCG
Aspd yCysA

GGTCACCAAG
pVal Thr Lys

GGGEGECTCCCG
| yd yCysAr

AACTGCCACT
AsnCysHi sS

ATCCACATTC
TTGCTGTAGC
CATCTGCCCC
CTCTCCCCTG

TTTCCACGIC
sPheHi sVal

GCAAGGAGTA
ysLysd uTy

GCCCGGCAGA
Al aArgd nT

CATGCCCTGC
aMet Ar gCys

ACTGGATCCG
spTrpll eAr

GGCCCACGCT
d yProArgT

CTGCAGGGTA
gCysArgVval

GAGCTAAACGA
top

TGITAGAATG
GITGTAGEEG
AGIGCCTTTG
CGECTCCCAC

1191 c.1160A>G

397

1241
414

1291
431

1341
447

1391
464

1441 T470S E471K

481

1491 T489Pfs*9

497

*8  N508Pfs*4

*58

*108
*158
*208


https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1878&page=sequence&seq=cDNA&ancre=1878&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=1878&page=sequence&seq=cDNA&ancre=1878&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2101&page=sequence&seq=cDNA&ancre=2101&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2689&page=sequence&seq=cDNA&ancre=2689&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2101&page=sequence&seq=cDNA&ancre=2101&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2689&page=sequence&seq=cDNA&ancre=2689&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2661&page=sequence&seq=cDNA&ancre=2661&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2661&page=sequence&seq=cDNA&ancre=2661&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2662&page=sequence&seq=cDNA&ancre=2662&prot=1
https://infevers.umai-montpellier.fr/web/detail_mutation.php?n=19&Id_mutation=2662&page=sequence&seq=cDNA&ancre=2662&prot=1

CTCTGCCTGA
GGTGGAGCCT
TCAAACACCA
GGGECTAACTT
CTTGCTAACC
CAGCCCGTCA
TATTATAATT
GAGGAAATGA
GGTCTCTGEG
GAATGAGECT
ATGCCCAGCC
AGGTGCGAGTG
CGGGAGGEEA
ATCTAGGGTT
TGAGGGGT GG
AGTATCGATT
TTACTAAGAC
CTGIGACCCA
ACATTGTCCA
TCTGCTCCTG
TGGAAAGGCA
CCAGTCACTG
TTCGGCACTG
GGGGCACACT
AGAACCACTG
AGCCGTGIGG
CCCCTCTCTT
AGACAAAAGC

CCCCACCCTT
CTGIGTGACT
AGCACTCTCA
CTCTGCCTTT
TGTTCAGAGC
GGICCGCECTC
AAAATGGTTT
ATGTCCTGEC
AACTGCATCA
GIGACTGAGC
TCAGGGGCAA
TGCAGIGTGT
AGTCTTGCCA
GGCAGGTAGA
GGITGICCAT
CAGCAGTATT
AGGGICCTGCG
CCCTCCTTCC
CCCTGTGACG
AAGGCCTGTG
CTGCCACCTG
TGCGCAGAGC
CCTGCATTGG
CAGGCAGCCT
ACTGGGAGGA
ATGGGACCAG
GCCAGGEECCT
AGAGATTGIT

AAACATAGCC
CCATACTCCT
GCCTCCCCEC
GIGGTTGGAG
CAGGAAGGAG
TGCGICTCCC
TCCGCGAAGG
CTGGGACTCT
GAAAGITGAC
ACTGGGACCT
GGATGCTCTT
CAAGTCTGCA
CTCCTGCTCC
TAGTTCAAGA
CCTATTTTCT
TACTAGAACC
GATGTITCATT
CCTTTTGAGA
TGACCATCAT
ATTTTGTGEG
CCGTTGGATG
TGTCTGAGAA
CTCAGGCCAG
cceeaeeeet
AACAGAAAAA
CTCAGGCAGA
GCCCTGGETGT
CTCTTGIGGT

CCTGGCCAGA
CCCACCACAA
CTTCAGCTGT
GCCTGAGECC
ACTGCACAGT
TCTCTGCAGC
GATGAGIGTG
ACACACAGCC
TTGTCAGTCC
TTCTACCAGA
GGGTCACCGT
GAGAAGGATG
CTTTTGACCT
AGGAACGAAG
CGTCTCAAGC
CACTCTGIGC
CTCTAAGICT
TCTGGTATTT
CATAGCAGEC
GAAGGECCTG
CCAGGACTCA
TGTGIGAGTIG
TCAACCGTCG
GGAGGCAGAA
GCAGAGGAGA
CCCTGTCTCA
CTCTCAGGAG
ACCACAGCCT

GCCCTTCCTG
CACTCATCTG
CAGCTTTCTG
TCTTGGAACT
TTTGAAAGCA
CTGITGTAAGC
ATGTCCTTCGA
AGGATCCTGA
ATCTGIGGTA
TGTGGACCCC
CAGCCAGGAC
GCCTTAGEEG
CTCAGCAGEC
CTGCTGCAGT
AAGATGGCAC
TGGTCGGAGG
TTCCTCCGCT
GATGCCCAAC
AGAGGEGECGECC
TTCTAGCAAC
AGAGCTGECC
GACTGEGTCC
CAGAGGATGA
AGGCCCAGEC
GCCAGCCTGC
TACCCACTCT
CCTGGECATG
GIAACCAGTC

*258
*308
*358
*408
*458
*508
*558
*608
*658
*708
*758
*808
*858
*908
*958
*1008
*1058
*1108
*1158
*1208
*1258
*1308
*1358
*1408
*1458
*1508
*1558
*1608



CACCCAGTGI TGITTTAGAA ATTTAAATCG GITGCCCATC TTTTTAAATT *1658
GGCAACATCG TTTACCACAT TAAAATCTAG ATGCCCTGCT TCTCTTGAAA *1708
A
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