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124del23bp|c.-9_l4del|p.Metl? E33X|c.87G=T|p.[Glu33Ter) R75X|c.223C=T|p.|Arg75Ter)
MI1L|c.18>C|p.Metl? 241delAT|c.112_113del| p.{Tyr3&ProfsTars) 365-366insT | c.233dup | p.(Trp79leufsTer32)
M1V c.1A>E] p.Metl? ¥38X | c.114C>G | p.Tyr38Ter} c.234delC|c.234del | p.{Trp7eGIyfsTerl2)
MIK[c 2T=4& | p.Metl? 039X | c.115C>T|p.(GIn39Ter) 366insC| c.234dup| p.(Trp79leufsTer32)
MIT|c 2T=C|p Metl? A45D|c 137C=Ap. (AladBAsp) W70K | c.236G>A|p{Trp79Ter)
MI1R|c.2T=G | p.Metl? c.142 145delAATC|c 142 145del| p (AsndB8TyrfsTerd2) C.243delT|c.243del | p.(PheB1LeufsTerl0)
M1l c.3G>A]p.Metl? C.147_150delATCT|c.147_150del | p.(Ser30LysfsTerdl) 379-381insT | c.248dup| p.(TyrB4LeufsTer27)
cAdelC|cddel | p.(Gin2ArgfsTer23) 284dels | c. 156del | p.(Lys=2AsnfsTer3g) YBAX | C.252T>A | p.(TyrB4Ter)
Q2X| c4CT|p.(GIn2Ter) 295ins8 | c.156_163dup|p.(ArgS5AsnfsTer3a) GB5X |c.253G=T|p.[Gly85Ter)
SAX | 11C=A ] pSerdTer) K52X | . 154A>T| p.(Lys52Ter} GBSE|c.254G>A) p.(GIyBEGIu)
PSL[c.14C>T [ p.(ProSleu) ES4X|c.160G=T| p.[Glus4Ter) 3594delTT|c.262_263del|p.{LeuBBllefsTer22)
156insG | c.25dup | p(Ala9GlyfsTerde) 296+1G->A|c 164+1G=A| p.? C.264_268delATATT |c.264_268del |p.{LeuBBPhefsTer2l)
513F|c.3BCT|p.(Serl3Phe) 296+1G->C|c.164+1G>C|p.? LBBX|c.263T=A| p.(LeuBBTer)
.40 _44delAAACT | c 40 44del|p.(Lys14PhefsTer2g) 296+1G->T|c. 164+1G>T| p.? LBBX|c.263T>G|p.(LeuB8Ter)
174delA|c.42del| p.(Lys14AsnfsTerll) 206+2T->A | . 164=2T=A|p.7 G91R|c.271G=A] p.(GlyS1lArg)
K14X | c404>T|p.{Lys14Ter) 206+2T->C|c.164+2T>C|p.? A05+1G6->A | 273+1G>A|p.?
c.43dupC|c43dup | p.(LeulSProfsTer30) 296+2T->G|c. 164+ 2T=G|p.? A0542T->G|c 273+ 2T=G | p.?
175delC| c.43del | p.{Leul5PhefsTerl0) 286+3insT|c. 16d+4dup|p.? 405+38->C|c.273+38C|p.?
175insT | c.50dup | p.(Serl8GInfsTer2?) 296+2BA-2G| . 164+2BA>G | p.? A06-2A->C| . 274-28C | p.?
181_1B2dup|c49_50dup|p.{TrplBAlafsTerT) 297-3C-»T|c 165-3C-T|p.? A06-2A-2G | 274- 205G |p.?
182delT| c.50del|p.(Phel7SerfsTerB) 297-24->G|c.165-2A>G|p.? 406-1G-=A|c.274-1G=A|p.?
C.49_50delTT|c45_50del | p.(Phel?GInfsTer27) 297-1G-=A|c.165-1G=A|p.? 406-1G->C|c.274-1G=C|p.?
L15P | c.44T=C| p.(Leul5Pra) ESEK | c.166G=A ] p.(GlusGlys) EQ2K|C.274G=A ] p.(Glud2Lys)
183delC|c.51del| p.{Phel7LeufsTerg) 300delA | c. 168del | p.(GluS6AspfsTerds) E92X|c.274G=T|p.(Glud2Ter)
185+1G->T|c 53+1G=T|p.? ES6X|c.166G=T|p.[GluSaTer) 415insA ] c 285dup | p.{Ala963erfsTerls)
185+2T-=C|c.53+2T>C|p.7 WET7G| . 165T>G| p{Trp37Gly) O9BX[c.292C>T|p.(GIN9ETer)
185+2T->G|c.53+2T>G|p.? WETX|C170G>A | p{Trp57Ter) QSBR[ C.293A>G | p.(GINGBArZ)
1B6-2A->G|c.54-282G|p.7 WSTX|C171G=A | p.{Trp57Ter) POOL|Cc.296C>T | p.(Pro99leu)
186-1G->A|c 54-1G=A|p.? 306delTAGA|c.174_177del| p.(Asp5BGIufsTer32) L101X]| c 302T=>G| p.(Leul01Ter)
WI19K | c56G>A|p.TrplSTer) 305insT|c.174dup | p.(Arg59Ter) 435ins4]c.303dup | p.(Lewl02ThrisTers)
WISK | c57G=ApTrpleTer) 306insA . 175dup | p.{ArgS9lysfsTerld) LI02R[c.305T>G | p.(Leul02Arg)
C.71_72delTGinsA | c.71_72delinsA|p.(Lew2dTer) 308insA]c177dup| p.{GluGDArgfsTers) G103X)c.307G>T| p.(Gly103Ter)
G27R|c.79G>A | p.(Gly27Arg) EG0K | c.178G=4 | p.{GlusdLys) 443delA| c.310del | p.(Argl04GIufsTerd)
G27X|c.79G-T|p.(Gly27Ter) E60X|c.178G>T| p.[GlubOTer) R104¥|c 3104>T|p.(Argl04Ter)
c.88_89delCA|c.BB_BAodel|p.[GIn30AlafsTerld) 317insC|c.185dup | p.(5ere3PhefsTere) 4444els | c.313del| p.(llel055erfsTer2)
21BinsA | c87dup|p.[GIn30ThrfsTerls) PE7L| c.200C>T | p.{Pro67Leu) c.324delC| c.324del | p.(Tyrl0oMetfsTerls)
Q30X c.BBC>T| p.(GIn30Ter) KEBX|c.202A>T| p.{Lys6BTer) 458delAT|c.326_327del | p.{Tyr109Ter)
RIIL|c92G=T|p.(Arg3lleu) R74AW| c 220C=T|p (Arg74Trp) A57TAT-»G|c.325_327delinsG|p{Tyrl0o0GHfsTerd)
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¥109X|c. 327T=A| p.(Tyrl049Ter)
D110H|c.328G=C|p.[Aspl10His)
464delC|c.332del | p.{ProlllArgfsTerl3)
D110E|c.330C>A] p.(Aspl10G]u)

K114¥| c 34085T| p.(Lys114Ter)
E116K|c.346G=A] p.(Glullalys)
R117G|c.345C>G | p.(Argl17Gly)
R117C)C.349C>T| p.{Argll7Cys)
R117H|c.350G=A|p.(Argl17His)
R117P|c.350G>C)p.(Argll7Pro)

R117L)c 350G>T|p.(Argllyleu)
€.353delC|c.353del | p.{Serl18LewfsTers)
489delC|c.357del | p.{lle119MetfsTers)
Al20T7|c.358G>A|p(Alal20Thr)

¥122¥|c. 366T=A|p.(Tyrl22Ter)
4%8dupC|c.267dup | p.(Leul23ProfsTer36)
G126D|c.377G=A] p.{Giy120Asp)
C.381_3B2dup|c.381_382dup|p.(Cys12BTyrisTer7)
519delT|c.387del| p.(Leu130%erfsTerd)
525delT|c.393del| p.(Phel31leufsTer3)
526_527delAT|c.324_39Bdel | p.(llel32GlufsTer2s)
53BinsAC|c.405_4056dup|p.[Leul3EHisfsTerlB)
541delC|c.40%del | p.fLewl375erfsTerls)
541deld|c. 409 _412del|p.[Leul37TyrisTerls)
542del? | c. 410 _416del|p. [Leul37ProfsTerld)
L138ins]|c.413_415dup|p.{Leul3Bdup)
547insTA|c.415 416insTA|p.(His139LleufsTerls)
H132R |c 416A>G|p.(His1394rg)

556dels | c.424del |p.(lleld2PhefsTerll)
557delT|c.429del| p.(Pheld3LleufsTerlO)
565delC| c.433del | p.{Leul45PhefsTerg)
S574dels | c.442del | p.(llel4BLeufsTers)

G149R | c 445G=A|p.(Gly1494rg)

C.450delz | c450del |p.{Met150lefsTerd)
582insG | c.450dup | p.(GInl151AlafsTerg)
583delC|c.451del | p.{GIn151ArgfsTer?)

Q151X c.451C>T| p.[GIn151Ter)
583insT|c461dup|p.{Alal555erfsTerd)

Legacy |HGVS Coding | HGVS Protein

£02delld | c 470_483del|p.(Phel57Ter)
B04insA | c472dup | p.(Ser158LysfsTers)
605insT|c476dup|p.{Lewl5SPhefsTerd)
L159X| c 476T=A| p.iLeul59Ter)

Y1610 | c4B1T>G | p.(Tyrl61Asp)

C.488delA| c.48Bdel|p.(Lys1634rgfsTerd)
621+1G->4|C489+1G>4|p.?
621+16->T|c489+1G>T|p.?

62142T->C|c 489+2T>C|p.?
621+2T->G|c.489+2T>G|p.?

621+34->G | C.489+3A>G|p.?

£22-24-=C|c 490-28=C|p?
622-1G->A|c.490-1G=Afp.?
622-1G->C|c.490-1G>C|p.?

£22-1G->T|c 490-1G=T|p.?
624delT|c.494del| p.(LeulBsTer)

L165X| c.424T=A| p.iLeuls5Ter)
L1655] . 494T>C| p.[LeuldsSer)
£30delG|c498del|p.(Lys16RAsnfsTer?)
654dels | c.522_526del|p.(llel75TyrisTers)
EE63insT|c 53 1dup| p.{Giy178TrpfsTers)
663delT|c.531del| p.(llel7T7MetfsTerl2)
G178R|c.532G-A|p.(Gly17BArg)
Q179X]c.535C>T|p.(GIn179Ter)

675deld | c 543 _546del | p.[LeulB3PhefsTer5)
675del14 | c 543 _556del | p.(SerlB2GInfsTers)
680delT|c.548del| p.(LewlB3ProfsTerd)
€.551_555delTTTCC|c 551 555del| p.ileulB4GInfsTer?)
6EB1delC| c.550del | p.{LeulB4PhefsTers)
690delC| c.558del | p.iAsn1B6LysfsTerd)
c.560delA ] c.560del| p.(Asn187ThrisTer2)
F121V|c.571T>G | p.(Phel91Val)
710_711+5del7 |c 578_579+5del |p.?
01826 |c.5754>G | p.{Asp192Gly)
T0BdelT|c.576del] p.lAsplo2GiufsTer2d)
E193K| . 577G=A] p.[Glul93Llys)
710deld|c.579_579+3del|p.?

E193X| c.577G>T|p.(Glul93Ter)
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T11+1G->T | c 579+1G>T|p.?

T1142T->C[c 579+2T=C|p.?

T11+3A->G | c.579+34>G | p.?

T11+5G6->A | . 579+5G>4A|p.?

T12-2A->C|c 580-24>C|p.?
712-2A-»G|c.580-24>G|p.?

712-16->T|c 580-1G-T|p.?

G194R | C.5BOG>A|p.(Gly194Arg)

G124R | c. 5B0G>C| p.[Gly184Arz)
713delGA|c.581_5B2del|p.(Glyl24AlafsTere3)
G194X]c.580G>T| p.iGly194Ter)

G124V| o 581G>T|p.(Gly194Val)

c.583delC| c.583del | p.{Alal2EHisfsTerls)
H159Y | c.585C>T| p.(His199Tyr)
733delG|c.601del | p.(Val201CysfsTerld)
c.604_505delTG | c.604_605del|p. (Trp202AspfsTerss)
W201M | c.601G=A] p.(Val201Met)

W202X | c.606G>A| p{Trp202Ter)

746insC| c.614dup | p.(Leu206PhefsTers2)
P2055|c.613C>T| p.(Pro2055er)
749delT|c.617del | p.(Leu206CysfsTerg)

L206W |c.617T>G| p.iLeu206Trp)

0207%| c.613C>T|p.(GIn207Ter)
W216X|c.647G>A|p{Trp2leTer)

W216X | 64BG=A | p.(Trp216Ter)
c.650_659del | 650_659del]p [Glu217GlyfsTerll)
L218X|c.653T=A|p.(Leu218Ter)

0220¥| c.658C>T | p.{GIn220Ter)
C225X|c.675T>A| p.[Cys225Ter)
L227R|c.680T=>G | p.[Leu227Arg)

W2320 | c.685T>A] p.(Val2324sp)

BADInsT| . 708dup | p.(GIn2373erfsTer21)
B40delT|c.708del | p.(GIn237 ArgfsTerd)
Q237E|c.708C>G] p.(GIN237Glu)

Q237X c.709C>T [ p.{GIn237Ter)

B45_B46insA|c 713 714insA|p.(Gly239TrpfsTerld)
L240%| c.714del | p.{Lew240Ter)

BatdelG| c.717del| p.(Lew2d0Ter)

Title: DCLS Cystic Fibrosis Variant List
Document #:57628

Revision: 2

Date Published: 12/27/24

Issuing Authority: Group Manager

Page 2 of 10




Legacy |HGVS Coding | HGVS Protein

B52del22|c723_743+1del|p.?

YW247K | . 741CA ] p(Tyr247Ter)

Y247K| . 741C>G | p.(Tyr247Ter)
B75insTACA|c.743_743+1linsTACA|p.7
B75+1G->A|C.743+1G>A | p.?
B75+1G->C|c.743+1G>C|p.?
B75+2T-2A|c.743+2T=A|p.7?
B75+2T->Clc743+3T>Cp.?
B76-2A-»G|c.744-28>G|p.?

0250 |c.74BC>T| p.[GIn250Ter)
B92delA|c.761del | p.iLys254ArgfsTer?)
B9GdelT|c.764del| p.(le255ThrisTerg)
R2580G | c.7724>G] p.(Arg258Gly)
S05delG|c.773del | p.[Arg258AsnfsTerd)

C.775delins GCTGEEAAGAT | . 775delinsGCTEEGAAGAT|
p.{Leu259AlafsTerl2)

S09delT|c.777del| p.(Val260Ter)

M2E5R | c.794T>G | p.{Met285Arg)

855deld | c.B03del | p.(Asn2E8llefsTerl7)
936delTA|c.BO5_BO0G&del| p.(lle269ProfsTerd)
0270X|c. BOBC>T|p.(GIn270Ter)

c.Bl1delT|c 811del|p.(Ser271LeufsTerld)
054delA | c. B22del | p.(Tyr275ThrfsTerl0)}
¥275% | c.B25C-G| p (Tyr275Ter)
C276X | c.B2BC>A| p.[Cys276Ter)

W277K | B30G=A|p.{Trp277Ter)
W27TK|c.B31G>A|p.(Trp277Ter)

E279X | c.B35G=T|p.(Glu279Ter)

9B82delA | c.B50del | p.(Met284Ter)

977insA | c.850cdup | p.{Met284AsnfsTer3)
991dels | c.BE61_BSSdel | p.(Asn2BTLysfsTerld)
994del9 | c.B63_BE9+2del|p.?

C.B65 BE9delAGACA|c.B65 Bo9del|p.(Arg2B9AsnfsTerly)
R289X|c.BE5A=T|p.[Arg289Ter)

Q290X |c.86BC>T|p.[GIn290Ter)
1001+1G-»C| c BEG+1G=C|p.7

1001+2T-»4 | c B63+2T=A]p.?
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1001+2T-»G| C.BES+2T=G]p.?

1002-28->C| c.BT70-2A>C|p.?

1002-2A->G | C.BT0-2A>G | p.7
1006_1007delGA | c.B74_B75del | p.(Glu282ThrfsTerls)
E292¥ | c.B74G-T | p.{GIu2S2Ter)

1027del3 | c.895del | p.{AlaZ99GInfsTerd)
1037insA|c.905_206insA| p.(Arg303GIufsTers)
1040deld | c. 50B_911del| p.(Arg303ThrisTer24)
€.912delCinsGG [ c.912delinsGG | p.(Tyr304Ter)
¥304X | c.912C>G | p.(Tyr304Ter)
1058delC|c.527del |p{Phe3105erfsTerls)
F312del|c.935_937del | p.{Phe312del)
F311L]c.933CA] p.(Phe311leu)
F311L]c.933CG|p.{Phe311Leu)

£.937_938delTC|c.937_938del| p.(Ser3 13ArgfsTers0)

C.942delG| c.242del|p.{Phe3155erfsTarld)
G314E[c 341G=A|p.iGly314GIu)
1078delT|c.948del| p.(Phe316leufsTerl2)
L320X]c.950T>A] p.(Leu320Ter)
C.972delC|c.972del | p (Tyr325MetfsTer3)
1112delT|c 980del| p.(Leud27GInfsTerd2)
c.982delA|c.982del | p.(lle3285erfsTerd1)
1119delA |c.987del | p.[Gly330GIufsTer3q)
K320X | c9854>T | p.(Lys329Ter)

G330X|c. 988G>T|p.(Gly330Ter)

c.991 995del|c.991_995del|p.(lle331ProfsTerdl)
R334W | C.1000C>T| p.(Arg334Trp)

R3340 c. 1001G>A| p.(Arg334Gin)
R334L|c.1001G>T| p.(Arg334Leu)

113BinsG | c.1006_1007insG | p.(lle3363erfsTer2E)
1336K | c.1007T=A| p.ille336Lys)

T3381|c.1013C>T| p.(Thr338lle)

1154insTC| . 1021_1022dup | p.{Phe342HisfsTer2g)
S341P| . 1021T=C| p.i%er341Pro)

1157insTA| c 1025 _1026insTA|p.{Cys343ThrisTer27)
1161delC| c.10259del | p.{Cys343Ter)
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L346P|c.1037T>C| p.[Leu346Pra)
R347H|c.1040G=A| p.{Arg347His)

R347P | . 1040G>C| p.[Arg347Pro)

A349V| . 1046C>T] p. [Ala349Val)

1185delTC| . 1053_1054del | p.[Arg352AlafsTerll)
R352W|c.1054C5T | p.[Arg352Trp)

R3520| c. 1055G>A | p.[Arg352Gin)

0353%| c.1057C>T| p.[GIn353Ter)

1200_1219de120|c. 1068_1087del|p.(Trp356Ter)
1199delG | c 1069del | p.{Alz357 L eufsTer12)

W356X | c.1068GA | p.(Trp356Ter)

1204 1205d=IGT|c.1072_1073dsl| p.(Val358ThrisTers)
0359R | c.1076A>G | p.(GIN3594rg)

1212delA|c. 1080de! | p.(Trp361GIyfsTers)

1213delT|c.1081del | p.(Trp361GHyfsTerg)

1215dela| c.1083del | p.{Trp361CysisTers)
W361X|c.1082G=A| p.(Trp361Ter)
W361X|c.1083G=A| p.(Trp361Ter)
c.1084_1088dup|c.1084_108Bdup|p.(Ser3bdMetfsTer?)
¥362%|c 10B6T=A|p.(Tyr362Ter)

¥362%|c 10B6T=G|p.(Tyr362Ter)
1221delCT|c.1083_1094del | p.(Leu365TrpfsTerls)
c.1115delA |c.1115del | p.(GIn37 2ArgfsTerlE)
0372¥[c.1114C>T|p.(GIn372Ter)
124BinsATCAA|c. 1116 1116+1insATCAA|p.?
124B+1G->A|c.1116+1G=4|p.?
1248+1G->C|c.1116+1G>C|p.?
124B+16->T|c. 1116+1G>T|p.?
1248+27->A|c.1116+2T=A]p.?
1248+2T->C|c1116+3T>C|p.?
1249-1G->A|c1117-1G=A|p.?
1249ins4|c.1118dup | p.(Asp373GIufsTerg)
1262delA |c.1130del | p.(Lys3775erfsTerll)
1258insA|c.1130dup | p.(GIn378AlafsTerd)
0376%|c. 1126C>T|p.{GIn376Ter)

Q378X c.1132C>T| p.(GIN378Ter)
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E379X|c.1135G>T|p.{Glu37aTer)

K381 c114145T | p.iLy=381Ter)

12BBinsTA| c.1155 1156dup|p.iAsn386llefsTer3)
12BBinsA|c.1157dup|p {Asn3B6LysfsTer2s)
12B3insTA|c.1157_1158insTA| p.(Lew3B7ThrisTer2)
1281delTT|c.1158_1160del |p.{Leu3BTAsnfsTer23)
1284del7 | c.1162_1168del| p.[Thr388GInfsTer3)
T3B8X|[c.1162_1153delinsTA|p.(Thr388Ter)
1308delG| c.1177del |p.{Val323Ter)
€.1190dupT|c.1190dup | p.{Thr328AsnfsTerl3)
WA01X|c.1202G=A | p.(Trpd01Ter)

W4A01X |c.1203G=4 | p.{Trp4D1Ter)

E402X | c. 1204G>T|p.{Gludd2Ter)

1340dela | c.1208del | p.(Glu403GlyfsTerds)
1341+1G->4] c.1209+1G=A | p.?

1341+1G->C[ . 12058+1G=C|p.?
1341+1G->T|c.1209+1G>T|p.?

1341+2T-2A | . 120582T>Alp.?

1341+ 2T->G | c.1209+2T>G | p.?
5T;TG13|c.1210-11delinsGTG | p.?
5T;TG12|c.1210-11T>G|p.?
1342-2delAG|c.1210-2_1210-1del]p.?
1342-28->C| c 1210-28>C | p.?

1343delz| c.1211del | p.{Gly304AspfsTer3E)
1342-1G-=A[c.1210-1G>A | p.?
1342-1G->C|c.1210-1G>C|p.7
1342-1G->T|c.1210-1G=T|p.?
€.1219delG|c.121%del | p.{Glud0T AsnfsTer3s)
1353dela | c.1221del| p.(Glus07 AspfsTerds)
EA07¥ | . 1219G>T | p.{Gud07Ter)

1366dels] c.1234del | p.{Alad12GInfsTer30)
1367delo|c.1243_1247del| p.(Asnd15Ter)
c.1244delA| c.1244del| p.(Asnd15ThrisTer2?)
0414X| . 1240C-T|p.(GInd14Ter)
13B0insT|c.1248dup| p.(Asnd17Ter)
€.1262delC| c.1262del | p.{Thr421llefsTer21)
14158delC|c. 1287del | p.{Phed305erfsTerl2)
1429del7 | c.1301_1307del| p.(Ser434LeufsTers)
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5434%| . 1301CA | p.(Berd34Ter)

1434delA | c. 1302del | p.(Leud35PhefsTer7)

5434%| . 1301C>G| p.(Serd34Ter)
€.1312dupAjc1312dup|p.(Thr43B8AsnfsTers)
D443fs|c.1329_1350del | p (AspL43GlufsTerls)
K442% | c. 1324 A>T | p.(Lys242Ter)

1461ins4 |c.1327_1330cup|p.{lled4dArgfsTer3)
1460delAT|c.1330_1331del| p{lledd4Ter)

D43y | . 1327GoT | p. (Aspd43Tyr)

1465 _1456insTAAT|c.1333_1334insTAAT | p.(Asnd45llefsTer38)
1471delA| . 1340del | p.(Lys447 ArgfsTerd)
1474dela] c. 1342del | p.(led44BTer)

Q452X c.1354C>T|p.(GInd52Ter)

L4535|c 1358T-C| p.(Leud535er)

1491-1500del [c.1360_1387del | p.{Leud54AlafsTerb)
A455E| . 1364C>A | p.(Alad455GIu)

1498del5 | c.1366del | p.(Vald56LeufsTerls)
1457del5G | c. 1365 _1366del | p.(Vald56CysfsTer25)
V456F| c. 1366G>T|p.(Vald56Phe)

V4564 c.1367T=C| p.(Vald56Ala)

1504del5 | c.1373del | p {Ghy458AspfsTerll)
c.1375_1385del|c.1375_1385del|p.{Serd58ArgfsTerl)
1524+1delG|c.1352+1del | p.?
1524+1G->A|c.1392+1G=A|p.?

1525-2A->G|c 1393-28>G|p.7
1525-1G->A]c.1393-1G>A|p.7
1525-1G->C|c.1393-1G>C|p.?
1525-1G->T|c.1393-1G-T|p.?

S466X|c. 1397 C>A | p.(Serd66Ter)

S466X | c.1397C>G| p.(SerdbbTer)

L467P| c. 1400T>C| p.(Lewde7Pra)
15404del10]c.1409_1418del|p.(Vald70GIufsTersd)
1548del | c.1418del | p.{Glyd73GIufsTer54)

E474K | c.1420G=A | p.(Glud74Lys)
1556delT|c.1424del|p. (Leud 75ArgfsTers2)
1565delCA | c.1433_1434del | p.(Serd78Ter)

E479X% | c.1435G>T| p.{Glud79Ter)

1571delG | c.1439del | p.{Giy4B0ValfsTerd 7)
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1576insT|c.1446dup| p.{Lys483Ter)

5A80¥ | c. 146604 | p.(SerdBOTer)

SAR0K| . 14660>G | p.(SerdBOTer)

1601delT|c. 1469del | p.(Phed905erfsTer37)
1601delTC|c.1470_1471del| p.(Phed90LeufsTerl3)
S493F | c.1475C>T| p.(Serd92Phe)

1609delCA | c.1477_1478del | p.(GInd93ValfsTerld)
Q483X c.1477C>T| p.(GInd93Ter)

C.1486delT|c. 1486del | p.(Trpd56GHyTsTer31)
WASEK | . 1487G»4 | p{Trpdo6Ter)

1502T | c.1505T>C| p.{l1e502Thr)

ES04¥% | c.1510G>T|p(GIuS04Ter)

1507del |c.1519_1521del| p.(lle507del)
F508del|c.1521_1523del|p.(Phe50Bdel)
1660del5 | c 1528del | p.{Val>10PhefsTerl?)
c.1530_1531delTT|c.1530_1531del] p.(Ser511leufsTer2)
05136 |c.1538A>5] p{Asp513Gly)
1675_1687dell3|c.1543_1555del|p{Tyr515AlafsTerg)
E514% | . 1540G>T|p(GluS14Ter)
1677delTA|c 1545 1546del | p(Tyr515Ter)

€. 1547_1548delGA|c.1547_1548del|p.(Arg516llefsTersl)
R5166G | c.15464>G | p.{Arg516Gly)
¥517X[c.1551C=A | p{Tyro17Ter)
¥517X[c.1551C>G | p.[Tyr517Ter)

VS20F | c. 1558G>T | p.(Val520Phe)

€.1573delC| c.1573del| p.{GIn525AsnfsTer2)
C524¥|c 157204 p.(Cys524Ter)

1710del17bp | c.1579_1584+11del|p.?

Q525X c.1573C>T|p.(GINS25Ter)
C.1581dupa | c 158 1dup | p.(GIuS28ArgfsTerd0)
ES27X|c.1579G>T|p.{GIus27Ter)
ES28X|c.1582G>T|p.{GIus2E8Ter)

1716+1G->A] . 1584+1G=A | p.?

1716+1G->T|c. 1584+1G>T|p.?

1716+2delT|c 1584+2del|p.?

1716+2T-+C|c 1584+2T>C|p.?
1717-BG-»A|c.1585-BG=A|p.?
1717-2A->G | c.1585-2A>G |p.?
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1717-1G-»A]c. 1585-1G=A | p.?
1717-1G->T|c 1585-1G-T|p.?
5531¥|c.1592_1593delins5 | p.(Ser531Ter)
c.1608delA ] c. 1608del | p.(Asp537ThrisTer3)
K536X| c. 16064>T | p.{Lys536Ter)
174%9insTA|c.1616_1617dup|p.(Val240Ter)
G5A2X | c.1624G>T| p.(Gly542Ter)
1759delG| c 162 7del | p.(GluS43LysfsTerb)
1774delCT | c.1642_1643del| p.(Leu548GIufsTerls)
S540R | c. 16454C | p.(Ser5494rg)

S540M | c 1646G>A | p.(Ser5494sn)

S540R | . 1647T=A| p.(Ser5494rg)

S540R | c. 1647T=G | p.{Ser5494rg)

G550X | c.1648G>T| p.(Gly550Ter)
1782delA | c. 1650del | p.(Gly551ValfsTerB)
17844del5| c.1652del | p.(Gly551ValfsTers)
G5515%|c.1651G=A ] p.(G551%er)
G5510|c.1652G=A | p.(GlyS51Asp)
1784insATCAT | c.1652_1653insATCAT | p.(GIn5525erfsTerd)
1787dela | c. 1656del | p.(GInS52HisfsTer?)
O552%| c.1654C-T|p.{GIn552Ter)
RS53X|c.1657C>T| p.[Arg553Ter)

R555X | c.1663A>T |p.{Arg555Ter)
1802delC| c.1670del | p{Sers57PhefsTer?)
1806dela | c. 1674del | p.(Ala559GInfsTerl3)
L5585 c.1673T>C| p.(Leus585er)
1807del5| . 1675del | p.(Ala5359GInfsTerl3)
AS59T| c.1675G=A | p.(Alas509Thr)

RSE0K | C.1679G=A | p.(ArgS60Lys)

RS60T|c 1679G>C| p.{ArgSE0Thr)
1811+1G-=A| c.1679+1G=Ap.Y
1811+1G-=C|c.1673+1G=C|p.?
1811+2T->C|c 1679+2T>C|p.?
1811+1634A->G|c. 1680-BB6A=-G |p.?
1811+1643G-=T|c 1680-B77G=-T|p.?

Legacy |HGVS Coding | HGVS Protein

1812-2A->C| c 1680-24>C|p.?

1812-1G-»A|c 1680-1G=A|p.?

1812-1G->C|c. 1680-1G>C|p.?

R5605|c.16B04>C| p.{Args605er)

R5605|c. 16B04A>T| p.(Arg5605er)

1813insC|c.1682dup | p.(Val5625%erfsTers)

AS61E|c. 1682CA | p.(Ala561GIu)

Y563N | 1687T=4A | p.(Tyr5634sn)

Y5630 | . 1687T>G | p.(Tyr563Asp)

¥563X% | c.16B9CA| p(Tyr563Ter)

1824delA | c. 1692del | p.(Asp565SMetfsTer?)
1833delT|c.1703del | p.(LeuS68CysfsTerd)

568X c. 1703T=A| p.({Leu568Ter)

Y5690 | c. 1705T=G | p.(TyrS694sp)
C.1708_1712delTTATT|c.1708_1712del | p{LeuS70ArefsTerl?)
¥Y569X | . 1707T=A] p.(Tyr569Ter)

L570X | c.1708T>4| p.(Leus70Ter)
1B45delAG/1846delGA | . 1714 _1715del|p.(Asp572LeufsTerla)
P574H|c.1721CA | p.(Pro574His)

1857delT|c.17254del | p.(Phe575LeufsTerd)

F575Y| . 1724T=A| p.(Phe575Tyr)
c.1725_1727delinsAT|c.1725_1727delinsAT|p.(Phe575LeufsTerd)
YSF7H| . 1731C=A| p{Tyr577Ter)

D579G | c.1736A>5 | p (AspS79Gly)

1870del5 | c.1738del | p.{Val>BO0PhefsTer2)
1874insT|c.1742dup | p.{LeusB1PhefsTerd)

1874 1875insTT|c.1741_1742dup|p.(Leu381PhefsTer?)
L5B1X|c.1742T>A] p.(LeuS81Ter)

C.1753del5| c.1753del | p.{GIu585LysfsTerll)

ESB5X | c.1753G>T| p.{GluS85Ter)

ESEBX| . 1762G=T| p.{GIuSEETer)

ESBBV|c. 1763A>T| p.{GluS88Wal)
1898+1G->A|C.1766+1G+A|p.?
1898+1G->C|c.1766+1G-C|p.?
1898+1G->T|c.1766+1G>T|p.?
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1898+2delT|c.1766+2del|p.?

1B98+2T-=A | . 1766+2T>Alp.?
1898+2T->C|c1766+2T>C|p.7?

1B598+3A->5] c.1700+3A>G | p.?
1B98+5G->T|c.1706+5G>T|p.?
1898-2A->G|c.1767-2A>G|p.7
1899-1G->A|c.1767-1GA | p.7
1918delGC|c.1786_1787del|p.{Ala596Ter)
1524del7 [c.1792_1798del| p.[Lys598GyfsTerll)
K508X|c 1792A4>T | p.{Lys598Ter)

1532del5 | c.1800del | p.{lleG01PhefsTerld)
|601F|c.1801A>T|p.{lle601Phe)

€. 1807delG|c. 1807del | p.{ValB03SerfsTers)
1942del17 | c.1810_1826del| p.(Thr604PhefsTers)
HEOSR | c.1B264>G | p.{His6094Arg)

AB13T|c. 1B37G=A | p.(AlaB13Thr)

DE14G|c. 184145 p.(Aspal4Gly)

1578delA | c.1844del | p.[lle616TyrisTer2)
1578dupA | c 1846dup | p.(lleG16AsnisTers)
€.1B53_1363del]c.1853_1863del|p.{lle618ArgisTer2)
|1618T|c.1853T=>C|p.{lle61&Thr)
G622D|c.1865G=A| p.(Gy622Asp)

2003del8 | c.1871_1878del| p.[Ser624llefsTerls)
2005delTA| c.1874_1B75del|p{Tyr625PhefsTerls)
GG2ER | C.1BB2G=A | p.(GIye2BArg)
GE2ER|C.1BB2G=C|p.(GIyE2BArZ)
C.1854_1395del|c.1894_1895del | p.(Glub32ThrisTer)
2025dupA | 1893dup| p.(Glue32ArgfsTerld)
5631X|c.1892C>G | p.(Serb31Ter)

2036deld | c.1904del| p.[AsnE35llefsTer28)

634X | c.1900C>T| p.{GInG34Ter)

2043delG | c.1911del |p.{GIn63THisfsTer26)
2053insTA|c.1520_1521dup | p.[Ser641llefsTer23)
2055del9-»A]c.1923_1%931delinsA|p.(Ser6d41ArgfsTers)
GR4EX | €.1935G=T | p.(Gly6dETer)
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2075delA| c. 1943 del | p.(AspB4BYalfsTerls)

Q652X | c.1954C>T|p.(GInG22Ter)

ES56X | c. 1966G=T| p.(GluBS6Ter)

C.1970delG| c.1970del | p.{Argb57LysisTerd)
RE57X]C.1969A>T | p.{Argaa7Ter]

2104insA ] c.1972dup| p.(Argb58LysisTer7)
2105-2117del1 3insAGAAA ] c 1973_1985delins AGAAA |
p.(Argb5BLysfsTerd)

2108delA|c.1976del | p.(AsnB5SllefsTard)
2109-2118del10|c.1977_1586del | p {AsnB50LysfsTerlO)
560X |c. 197904 | p.(Ser6a0Ter)

2113delA|c.1981del | p.(lle6B15erfsTer2)

5660X | c.1979C>G| p.(Ser660Ter)

2114delT|c.1982del | p.(lle661ThrfsTerl)

2118del4 |c.1986_1989del|p.(Thre63ArgfsTerB)
2118del14|c.1987_2000del|p.(Thr663ProfsTer2 1)
E554X% | c.1950G=T| p.(GluB&4Ter)
2132delAC|c.2000_2001del | p.(HisB67ProfsTer21)
2143deiT|c.2012del |p.(Leus71Ter)
GE73X|C.2017G>T| pGIyeT3Ter)
C.2032_2033delTC|c.2032_2033del|p.[Sera78LeufsTerl0)
WE79X | c.2036G>A| p.{Trp679Ter)

WET79X|c.2037G»A| p.{Trpe75Ter)

2175insA c.2044dup| p.(ThreB2AsnfsTer?)

2176insC| c.2045dup | p.(GInEB5ThrfsTerd)

C.2045delC| c.2045del| p.{ThreB2LysfsTerdd)
2183delAA |c.2051_2052del | p.(Lys6BAThrfsTerd)
2184delA | c.2052del | p.(Lys684AsnfsTer38)
2184insA1c.2052dup| p.{GIn685ThrisTerd)

21844del4 | c.2052_2055del| p.[Lys6BdAsnfsTer37)
21B34A->G]| 2051 _2052delinsG | p.{Lys6B45erfsTer3g)
21B5insC|c.2055dup | p.[GInBB5ProfsTerd)
C.2053delC|c.2053del| p.(GInEB5AsnTsTerd?)
C.2053_2054insAA | c.2054_2055dup | p.(3erdBoAsnisTer37)
Q685X | c.2053C>T|p.{GInGE5Ter)

21B9CT-=A| c.2057_2058delinsA | p.(Ser6BaTyrfsTer3s)
2193ins4|c.2058_2061dup| p.{Lys6BBPhefsTer2)
KEEEX | . 2062A=T|p.[Lys6BETer)

ES92X|c.2074G>T| p.(GluB22Ter)

2215del5 | c.2083del | p.{Glug9SLysfsTer27)
c.2089delA | c.2089del | p.(ArgBOTGlyfsTer25)

2221insA | c. 2089dup | p.(Arge97LysfsTer3d3)

2222del3| c.20591del | p.[LysESBArgfsTer24)
R708%|c.2125C>T| p.[Arg700Ter)
K710X| . 2128A=T|p.[Lys710Ter)
0715%|c.2143C-T|p.{GIn715Ter)

K716X|c 2145 _2146delinsGT| p.[LysT16Ter)
K716X| . 2146A=T|p.[Lys716Ter)
C.214BdelG|c.2148del| p.(Thr717LeufsTer5)
L719¥ | c.2156T=A| p.(Leu719Ter)
2250del16|c.2158_2173del|p.[GIn720LysfsTers)
Q720%|c.2158C>T|p.{GIn720Ter)

2307insA | 2175dup| p.(Glu726ArgfsTerd)
E730X| c. 21BBG=T|p.(GIu730Ter)
L732X]c.2195T>G|p.(Leu732Ter)
2335delA|c.2203del | p.[Arg735GlyfsTerd)
2347del5| c.2215del | p.[Wal735TyrsTerle)
G745X)c.2233G>T| p.(Gly745Ter)
2372del8|c.2241_2248del|p.(lle74B5erfsTer28)
P750L | c.2248C=T|p{Pro750Leu)
C.2250delT|c.2250del | p.[Arg751AlafsTerd)
C.2261delT|c.2261del| p.(Val754GlyfsTerl7)

2406_2407delinsT|c.2274 2275delinsT| p.(Thr760ArgfsTer11)

2409delC| c.2277del| p.(Thr760ArgfsTerll)
R764%|c.2290C>T | p.(Arg764Ter)

2429delG | c.2298del | p.{Arg7665erfsTers)
Q767X |c.2299C>T | p.{GIn7&7Ter)

2435insC| c.2303dup | p.(Val769CysfsTerl0}
2456delAC|c.2324_2325del| p.(His775LeufsTer3)

2466delC| .2335del | p.{GIn775LysfsTer2d)

£.2337delA| C.2337del | p. (Gl 7BOValfsTer23)
Q779%|c.233505T | pAGINT79Ter)
2472_2478del7]c.2340_2346del | p{GIn7E1PhefsTer20)
£.2341delC| c.2341del | p.(GInTE1AregfsTer22)
O781%|c.23410>T | p.{GIn781Ter)

24B1-2482insT | c.2349dup| p.(His7845erfsTer21)

R785X|c.2353C>T| p.(Arg7B5Ter)
C.2357dupA|c.2357dup|p {Thr787AspfsTerls)
R792X|c.2374C>T| p.(Arg7o2Ter)
2510delAA|c.2378_2370del | p.{Lys7935erfsTerll)
2512del5 | c.2380del | p.(Val734CysfsTers)
2522insC| c.2383dup | p.(GInT995erfsTers)

Q799X | c. 2395C-T | p.{GIn799Ter)

2556insAT | c.2423_2424dup | p.(SerB0SllefsTerl3)
2557delT|c.2425del | p.(SerBD9GInfsTerl2)
R810X|c.2428A>T|p.(ArgB10Ter)
£.2433_2437delinsATAR | £ 2433_2437delinsATA | p.(Leus12TyrfsTer10)
LB12X|c.2435T=A|p.(LeuB12Ter)

0814X | c.2440C>T|p.{GIn814Ter)

EB15X | c.2443G>T|p.{GluB15Ter)

2585delT | c.2453del | p.(LeuB18TrpfsTerd)
25B6-2087insT | c.2454_2455insT | p.(GluB15Ter)
2594delGT|c.2463_2464del| p.(SerB21ArgfsTerd)
C.2457_2470delGAAA| c.2467_2470del | p.{GluB23LeufsTere)
EB22X | c.2464G>T|p.(GluB22Ter)

2603delT |c.2472del | p.(AsnB25ThrisTers)
EB26X|c.2476G>T|p.(GluB26Ter)
C.2489_2490insA | c.2485dup | p.(GluB31GIyfsTers)
KB30X | . 2488A=T|p.[LysB30Ter)
2622+1G->A|c.2490+1G>Ap.?
2623-2A-»G] . 2491-28>G | p.7?
2623-1G->C|c.2491-1G>C|p.?
EB31X|c.24581G>T|p.{GluB31Ter)

Title: DCLS Cystic Fibrosis Variant List
Document #:57628

Revision: 2

Date Published: 12/27/24

Issuing Authority: Group Manager

Page 6 of 10




Legacy |HGVS Coding | HGVS Protein

C.2493delG|c.2403del | p.(GluB31AspfsTerls)
2634insT | c.2502dup | p-{AspB35Ter)
2634delT|c.2502del | p.(Phe834leufsTer10)
2640delT|c.2508del | p.(AspB36GIufsTerg)
2655del126|c.2523_2548del |p.(AlaB425erfsTerd5)
€.2538delG|c.2538del| p.(TrpB4ETer)

WE4EX |c.2537G>4 | p_(TrpB46Ter)

WB4EX | c.2538G»4 | p.(TrpB4GTer)

2672dela | c.2540del | p. (AsnB4TThrisTerl3)
¥BA9X | . 2547C=A| p.(TyrB49Ter)
R851%|c.2551C>T| p.[ArgB51Ter)
26B6dupT|c.2554dup|p.[Tyr852LeufsTerdd)
C.2556dupT|c.2556dup| p.{|leB53TyrfsTerd3)
2684delT|c.2562del | p.(Val8555erfsTers)
C.2573delG| c.2573del| p.(5er858ThrisTer?)
2708del13 | c. 2576_2588del |p.(Leu859Ter)
2711delT|c.2583del | p.(PheB61leufsTerd)
2721del11|c. 2589 2599del |p.(lleBod5SerfsTer2B)
2723delTT|c 2592_2593del | p_{lleBedMetfsTer31)

2732insA]c.2601dup| p.{ValB6ESerfsTer2g)

2737delA | c.2605del | p.(lleB69PhefsTer37)
2747delC| c.2615del | p.(AlaB72GIufsTer3d)
2751+1G->A] Cc.2619+1G=A | p.?
2751+2T->A | C.2619+2T=A|p.7
2751+2T->C| c.2019+2T>C| p.7?
2752-2A4-»5| C.2620-28>G | p.?
2752-1G->T|c.2620-1G>T|p.?

2777insTG ) c.2644 2645dup|p.(TrpB882CysfsTer2s)
WEB2X|c.2645G>4A | p (TrpBB2Ter)

WEB2X |c.2646GA | p (TrpBB2Ter)
2787dells|c. 2655 2657+13del|p.?
27B0+2insA | c.2657+2_2657+3insA | p.?
27BO+5G->A] . 2657+5G>A | p.?
2790-2A-2G| C.2658-28>G|p.?
2790-1G-~C|c. 2658-1G>C|p.?
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2790-1G->T|c.2658-1G-T|p.?

OB90X | c.2668C=T|p.(GInEA0Ter)

2837delG| c. 2705del |p.{Sero02ThrisTerd)
C.2732_2733insA|c.2732_2733insA | p.(Ser911ArgfsTertd)
C.2733insA] . 2733_2734insA | p.(Ser3l12llefsTera3)
5912X|c. 273504 p.(Sers12Ter)

59121 | 27350>T|p.(5erd12leu)
2BE9insG|c.2737_2738insG | p.(Tyr913Ter)

YO13X | c.2738T=A] p.(Tyr913Ter)
C.2745_2746delGT|c.2745_2746del|p.(PhedlbLleufsTersg)
2B96insAG | C.2763_2704dup | p.(Val922GlufsTer2)
DO24N | C.2770G>A | p.(AspS24Asn)

2809delT|c.2777del | p.[LeuS26CysfsTerls)
2907delTT|c.2776_2777del | p.(Leud26AlafsTerd8)
L927P | c.2780T>C|p.(Leu®27Pro)

C.2789delG | c.2785del | p.(Glyo30AspfsTerl?)

R933G|c 27974A>G | p.{Arg933Gly)
2935del11|c.2803_2813del|p.(Leus35AlafsTer3e)
2937_2942delinsTCAGA | c.2805_2810del | p.(Prof36_Leud37del)
C.2B05_2810delinsTCAGA | c.2805_2B10delinsTCAGA |
p.|ProB36GInfsTerg)

2842insT|c.2810cup | p.(Valo3B8GIyfsTer37)

2948delA | c.2816del| p.(His835LeufsTer3)
25494del5|c.2819_2823del|p.(Thr940AsnfsTer33)
C.2B18_2831del|c2818_2831del|p Thrad0ValfsTer30)
2951insA[c.2819 2B820insA|p.(Leudd1SerfsTer34)
29544eiT |c.2822del | p. (LeuS41GInfsTer2 /)
2957delT|c.2825del | p. (le842ThrfsTer26)

2967del5| c.2835del | p.{lle947PhefsTer21)
50450 | c.28340T| p.(5ersd5Leu)

C.2B39delA | c.2839del | p.(leB47PhefsTer2l)

k846X | . Z836A>T | p.(Lys94aTer)

2975delT|c.2B43del | p. [LeuS48TyrfsTer20)
k851X | . Z8514>T | p.Lys851Ter)

MES52T | c.2B55T>C | p.{Met952Thr)

2891del32 | c.2B59_2890del | p.[LeuS53PhefsTerll)

Legacy |HGVS Coding | HGVS Protein

3007delG | c. 2875del | p.[AlaS58HisfsTerd)
3011delC|c.2872del| p.{Pro260LeufsTerg)
C.2879_28B2delCTAT|c.2875_2BB2del| p.(ProB60ArgfsTerT)
3012delT|c.2880del | p.(Met261CysfsTer7)
3015_3018dupGTCA |c.2883_2886dup|p.(Thro63ValfsTerl3)
S062X| 288504 p.(5er@62Ter)

5962X|c.2885C>G| p.(Ser962Ter)

3028delA | c.2896del | p.(ThroobArgfsTer2)
3029delC|c.2857del | p.(Thre665erfsTer2)

3031-3032delinsA| c.2899_2200delinsA | p.(Leud67 ArgfsTerl4)
GO70R | c.200BG=C|p.[GlyoT0ArMZ)

3040+1G->A | C2908+1G>A|p.?

3040+1G->T|c.2908+1G5>T | p.?
€.2909_2924dupl6|c.2905_2824dup|p.(Phed76TrpfsTerd)
3041del3 | c.2909del | p.[Ghy970ValfsTerll)
3041-1G-»4c.2909-1G=Ap.7

3041-1G->C|c.2909-1G>C|p.?

GO70D | c.2909G=A | p.{Gly970Asp)
3056delGA|c.2524_2925del | p.(ArgS75llefsTerl0)

3061insA|C.2929_2930insA| p.(Serd7TTyrfsTers)

S977F|c.2830C>T | p{Sers77FPhe)
KO7BX | C.2932A>T|p.[Lys97BTer)

Do7SV | c.2836A>T | p.(AspE75Val)

3090deld | c.2958_2961del |p.(Pro988LeufsTerll)
30B3INsTC) c.2959_2960clup | p.{Pro988CysfsTerld)
3085insT|c.2964dup | p.{LeuSB95erfsTers)
C.2982_2988+2delCATCCAGGET |c.2982_208B+2del|p.?
0996X | c.2986C>T|p.(GIn296Ter)

3120G->A | C. 29BBG>A | p.{GIn996=)

3120+1G->A) C 298B8+1G>A | p.?

3120+1G->C| c.258B+1G>C|p.Y
3121-2A->C|c.29858-2A>C| p.?

3121-2A->G| . 2989-2A>G|p.?
3121-2A->T|c.2989-2AT|p.?
3121-1G->A | 2989-1G=A|p.?
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3121-1G->T|c 2985-1G-T|p.?

3126dels | c.2994del | p.(Leu998FhefsTer2)
3129deld | c.29597_3000del | p.(lle1000Ter)
3130dela | c. 2998del | p.(lle1000LeufsTer2)
3132delTi3 | c.3002_3003del | p.(Val1001AspfsTerds)
3139delG| c.3008del | p.(Ghy1003GIufsTer3)
G1003¥ | c.3007G>T | p.(Glyl003Ter)
3143del9|c.3011_3019del|p.{Alal004_Alal006del)
3143delC| c.3011del | p.{Alal004ValfsTer2)

AL006E | C.3017C=A | p.(Alal0D6GIu)
3152delT|c.3021del | p.(Vall0085erfsTerls)
3154delG| c 3022del | p.(Val10DBSerfsTerls)
L1011X[c.3032T>G | p.[Leul011Ter)
3165dupA|c.3033dup| p.{GIn1012ThrfsTerds)
Q1012X| c.3034C=>T| p.(GIn1012Ter)

3171insC| c.3035%dup | p.(Tyrl014LeufsTer3d)
3171delC| c.303%del | p.{Tyrl014ThrisTerd)
Y1014C| c.3041A>G | p.(Tyr1014Cys)
F10165|c.3047T>C| p.(Phell165er)

3199del6 | c. 3067 _3072del | p.(lle1023_Vall024del)
3213-3214insT|c.3081dup| p.(Met1028TyrisTer19)
¥1032C|c.3095A>G | p.(Tyrl032Cys)

3238dela | c.3106del | p.(Thrl036ProfsTer24)
01035X] c.3103C=>T| p.{GIn1035Ter)

T1036N | c.3107C=A] p.(Thril036Asn)
51037K[c3110C>A | p.(5erl037Ter)

Q1038X| c.3112C=T|p.(GIn1038Ter)
Q1042TfsX¥5|c.3123dup | p.{GIn1042ThrisTer5)
Q1042X | . 3124C=T| p.(GIn1042Ter)

E1044X | €.3130G>T| p(Glul044Ter)

E1046X | C.3136G>T| p(Glul0deTer)

3271+1delG| c.313%+1del | p.?
3271delGG|c.3139_3139+1del|p.?
3271+1G->A|c.3139+1G24]p.?
3271+1G-+C|c.3139+1G>C|p.?
3271+1G->T|c.3135+1G6>T| p.?

3271+2T->C|c.3139+2T>C|p.7
3272-26A->G|c.3140-26A>G | p.?
3272-1G->A] . 3140-1G~A|p.7
F1052V|c.3154T>G|p.(Fhel052Val)

3293delA | c.3161del| p.(His1054LeufsTers)
H1054D|c.3160C>G| p.(His1054Asp)

c.3180delA] c.3180del| p.(Gly1061AspfsTer22)
L1059%] c.3176T>G ] p.[Leul0S5Ter)

G1061R | C.31B1G=A|p.{Glyl061ArE)

G1061R | c.31B1G=C| p.(Gly1061Arg)

WI1063X | c.3189G=A | p(TrplD63Ter)

L1065P| c.3184T>C| p.{LeulD65Pro)
R1066C]|C.3196C>T|p.(Argl0BECYS)
R1066H|C.3197G=A| p.(Argl066His)

€.3199delG| c.3195del | p.{Alal067ProfsTerle)
G1069R | C.3205G=A|p.{Gly1069Arg)

R1070W | c.320BC>T| p.(Argl070Trp)
R107000c.3209G=A] p.iArgl070GIN)
3349insT|c.3217dup | p(Tyrl073LeufsTer3)
F1074L|c.3220T=C|p.[Phell74Lleu)
F1074L|c.3222T=A | p.(Phell74leu)
F1074L[c.3222T>5] p.(Phel074Leu)
3359delC|c.3227del| p.(Thrl076llefsTer7)
3359delCT|c.3229_3230del| p.[Leul077ValfsTer7g)
3359delCTCTGc.3227_3231del | p.(Thrl076llefsTer7g)
€.3231_3232delGT|c.3231_3232del |p.(Phel078ProfsTerd7)
L1077P| c.3230T>C| p.{Leul077Pro)
H1085P | c.32544>C| p.(His1085Pro)

3396delC| c.3264del| p.{Trpl0BOGIyfsTerl3)
W10B9X | c.3266G=A | p.(Trpl0B9Ter)

¥1092X | c.3276C4 | p(Tyrl002Ter)

¥1092X |c.3276C>G | p.(Tyrl092Ter)
3422dell6|c.3290_3305del| p.[Argl097GInfsTer)
WI1098R |c.3282T>C| p.(Trpl08BArg)
3425delG|c.3294del |p{Trpl0S8CysfsTerd)
W1098X | C.3293G=A | p(Trpl0o8Ter)

WI1098X | c.3294G=4 | p.(Trpl0GETer)

W1098C|C.3284G>C) p.(Trpl098Cys)

WI1098C|c.3204GT | p.(Trpl0SBCys)

F1089L|c.3297C>A] p.(Phel099Leu)

Q1100X| c.3298C>T|p.{GIn1100Ter)

M1101K|c.3302T=4 | p.(Met1101Lys)
M1101R|c.3302T=>G|p.(Met1101Arg)
R1102X|c.3304A>T|p.{Argl102Ter)
E1104%|C.3310G=T|p.{Glull0dTer)

3447delG | c.3315del | p.{iMet1105lefsTer16)
€.3321dup|c.3321dup | p.(Vall108CysfsTerd )
3453delT|c.3321del|p.(Phell07LeufsTerld)
€.3322_3323delGT|c.3322_3323del|p.(Vall108HisfsTerd7)
3454delG | c.3322del | p.(Vall1085erfsTerl3)

3456delC| c.3324del | p.(lle11095erfsTerl2)

C.3325delA] c.3325del| p.(lel1095erfsTerl2)
C.3344_3345insA|c.3344_3345insA]p.(Phelll6LeufsTerd0)
51118F|c.3353C>T|p.(5er1118Fhe)

3497delC|c.3365del | p.(Thr1122LysfsTerl2)

3499+1G-»A| C.3367+1G»A|p.?
3459+1G->T|c.3367+1G>T|p.?

3499+ 2T->A | C.3367+2T>Alp.?

3499+ 2T-+C|c.3367+2T>C|p.?

3500-24->G | c.3368-2A4>G |p.?
3500-2A-5>T|c.3368-2AT|p.?
3500-1G-~A[c.3368-1G=A|p.7
C.33B0_3383del|c.3380_3383del | p.(Gly1127GlufsTers)
3516delS | c.3384_3388del| p.(Vall129TyrfsTer2s)
R1128X|Cc 33B24>T|p (Argl128Ter)
3521del14|c.3389_3402del|p.(Gly1130ValfsTer21)
3528delC|c.3397del | p.{Leull33Ter)

3532AC-»GTA|C.3400 3401delinsGTA|p.(Thrll34valfsTer22)
3539deli6|c.3407_3422del|p.(Alal136ValfsTer7)
C.3411_3414delGAAT|c.3411_3414del|p.{Met1137IlefsTer3)
3556insAGTA|c.3421_3424dup | p.{Thr1l142LysfsTerls)
C.3426_3427insGTAA|c.3426_3427insGTAA|p.(Leulld3ValfsTerld)
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01144X| c.3430C>T | p.(GIn1144Ter)
W1145X|c.3434G>A| p(Trpl145Ter)
W1145%|c.3435G=A | p(Trplld5Ter)

D1152H| c.3454G>C| p.(Asp1152His)
V1153E|c.3458T=A| p.(Val1153GIu)

3600G->4 | C.3468GA | p.(Leull5e=)

3600+1G-A | C.3468+1G>A | p.?

3600+2insT| c.3468+2dup|p.?

3600+1G-=T| . 3468+1G=T|p.7

3600+5G-A | C.3408+5G=A | p.?

3601-24->C| c. 3468-2AC| p.?
3601-2A->G[c.3460-2A>G|p.?

3601-1G->A] c.3469-1G>A | p.?
3601-1G--C|c.3469-1G>C| p.?

3601-1G--T|c 3468-1G-T|p.?

R1158X|c.3472C=T| p.(Argl158Ter)

51158P | c.3475T=C|p.(5er11558Pro)

51155F | C.3476C=T|p.(Serl155Fhe)

C.3477delT| c.3477del| p.(Vallle0Ter)
3613AGCCGA->GG] c 3481 _3486delinsGG | p.(Ser1161GIyfsTer30)
3617delGA | c.3486_3487del | p.(Vallle3leufsTer2)
R1162¥|c.348405T) p.lArgll62Ter)
3622insT|c.3492dup| p.{Lys1165Ter)

K1165X|c 34934>T | p.Lys1165Ter)

€.3495delG| c.3495del | p.{Lys11658snfsTer2y)
3629delT | c.3497del | p.(Phell665erfsTer2o)
C.3525_3537del|c.3525_3537del |p.(Thr1176AsnfsTerl2)
£.35244delC|c.3524del| p.{Prol175LeufsTerl7)
3659delC | c 3528del| p_{Lys11775erfsTerls)
3662delA | c.3530del | p.(Lys11775erfsTerls)
3667ins4[c.3532_3535dup|p{Thrl1178llefsTerl7)
3667deld | 3536_3530del|p.(Thr1179A=nfsTer12)
51178X|c.3533C+A | p.(5erl178Ter)
51178X|c.3533CG|p.(Serl178Ter)
C.3539_3554del|c.3539_3554del | p.(Lys11B0ThrfsTer?)
¥1182X | c.3546C>G| p.(Tyr1182Ter)

Legacy |HGVS Coding | HGVS Protein

Q1186X| c.3556C>T|p.(GIN11B6Ter)
3685delC|c.3563del| p.{Ser1188Ter)
C.3569_3570delTT| c.3565_3570del | p.(Val1190AspfsTerd)
51196X|c.3587C>A| p.(5er1156Ter)
51196X|c.3587CG|p.(Serl196Ter)

3724del5| c.3592del | p.(Val1l158Ter)

3732delA ] c.3600del | p.(Aspl201MetfsTer10)
37304->TCT | c.3598delinsTCT | p.(Lys12005erfsTerl2)
3731-3732AA->G|c.3585_3600delinsG | p.(Lys12004rgfsTerll)
3737delA | c.3605del]| p.[Aspl202AlafsTer)
W1204X%|c.3611G>A| p(Trpl204Ter)
WI1204X|C.3612G=4 | p(Trpl204Ter)
3747delC|c.23615del | p.(Serl206GInfsTars)
3750delA | c.3618del| p.(Gly120BAlafsTer3)
3750delAG | c.3618_3619del | p.iGly1208ProfsTers6)
51208X|c.3617C>G| p.[Ser1206Ter)

3755dupG | c.2623dup | p(GInl120%ProfsTers6)
3755deli5| c.3623del | p.{Gly1208AlafsTer3)
C.3635delT|c.3635del |p.(Vall212AlafsTerl)
37B3insA|c.3658dup | p.(Thrl220AsnfsTerds)
3791delC| c.365%de! | p.{Thr1220LysfsTerB)
C.3678delA | c.3678del| p.(Leul227Ter)
3821delT|c.3691del |p.(Ser1231ProfsTerd)

11234V | £.3700A>G | p.(lle1234Val)
3B40delT|c.3708del |p.(Gly1237 AlafsTer22)
3B47dela|c.3715del| p.[Argl239GIyisTer20)
IBA9G->A | C.3T17G>A | p.(Argl239=)
3B49+1G-»A|c.3T17+1G=A|p.?

3B49+4A->G | c3TITHAXG | p.?

3B48+5G-»A ] C.3717+5G>A]p.?

3B49+404->G| c.3717+404>G | p.?
3849+10kbC->T|c.3718-2477C>T| p.?

3850-3T->G|c 3T718-3T>G|p.?
3850-1G->A|c.3718-1G~A|p.?

V12406 c.3718T>G] p.(Vall240GHhy)
3856delC|c.3724del | p.(Leul2425erfsTerl?)

Legacy |HGVS Coding | HGVS Protein

L1243%|c.3728T>4|p.(Leul243Ter)

G1244E | c.3731G>A | p.(Gly1244GIu)
T12461|c.3737C=T|p.(Thri246lie)
G1247X|c.3739G>T | piGlyl1247Ter)

S51248X | c.3743CA | p.(5er1248Ter)

3876delA | c.3744del | p.(Lys1250ArgfsTerd)
51248% | c.37430>G | p.(Serl248Ter)
387Bdel5|c.3747del| p.[Lys1250ArgfsTers)
G1249R | 3745G-A] p.(Gy12494rg)

G1249R | C.3745G=C| p.(Gly12494rg)
S51751M|c.3752G>A|p.(Serl251Asn)
3BBGinsA|c.3754dup | p.(Thrl2528snfsTerl3)
3BBOdupT|c.3758dup| p.(Lewl253PhefsTerl2)
3892delTT|c.3760_3761del| p(Leul254llefsTerll)
L1254% | c. 3761T=4 | p.(Leul254Ter)
L1254%|c.3761T>G|p.[Leul254Ter)
51255P|c.3763T=C|p.[Ser1255Pro)

51255% | C.3764CA | p.(5erl255Ter)
3BoBinsC|C.3767dup | p.(Leul258PhefsTer /)
3905insT[c.3773dup| p.{Leul25BPhefsTer?)
3905deiT|c.3773del | p.(Leul258Ter)
L1253%|c.3773T>4| p.(Leul258Ter)
E1266X|c.3796G=T| p.(Glul266Ter)

11269M | c.3806T=A| p.[lle12694sn)

3540delG | c.3808del | p.[Aspl270MetisTers)
D1270N|c.380BG=A] p.{Aspl2704sn)
3944delGT|c.3816_3817del| p.(5er1273LeufsTer2B)
W1274X|c 3822G=A | p.(Trpl274Ter)
3959delC|c.3827del | p(Ser1276Ter)
3560-3961delA| c.382%del | p({lle1277Ter)
3867delTT|c.3835_3836del| p_[Leul2T9AlafsTer22)
O1280X | c 383BC=T|p.(GIn1280Ter)
Q12B1X|c.3841C=T|p.(GIn1281Ter)
WI1Z2B2X|c.3845G=A | p.(Trpl2B2Ter}
W1282X|c.3846G>A|p.(Trpl2B2Ter)

R1283M | c.3848G>T|p.(Argl283Met)
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G1287X|c.3859G>T|p.(Gly1287Ter)

Q1291X | c 3871C>T|p.(GIn1291Ter)
01291R|c.38724>G|p.iGIn1291Arg)

01291H| c 3873G>C|p.{GIn1221His)
4005+1G->A|c.3873+1GA ] p.?
4006+1G->T|c.3873+16>T|p.?

4005+ 2T-+C| . 3873+2T>C|p.?

4006-2A->G| . 3874-28>G5|p.?
4006-1G->A] . 3874-1G=>A|p.7?

4006delA | c.3876del | p.(Val1l293TyrfsTer3s)
4010del4 |c.3883_3886del|p.(llel295PhefsTer32)
4015delA | c.3883del | p.(lel285PhefsTer33)
C.3883_3884insG|c.3B83_38B4insG| p.(llel2855erfsTerT)
4016insT | c.388%cdup | p.(Serl297PhefsTers)
C.3889delT | c.3889del | p.(Serl297LeufsTer31)
A022insT | c.3890dup | p{Gy1298TrpfsTerd)
C.3893del5 | c.3893del | p.{Gy1298GIufsTer30)
4040delA | c.3908del | p.(Asn1303ThrisTer2s)
A040dupa | c.3908dup | p.(Asn1303LysfsTerg)
K1302¥|c.3904A>T | p.(Lys1302Ter)
N1303K|C.3809CG | p.(Asn1303Lys)

A048insCC| c.3917_3918dup|p.(Tyr1307ProfsTer22)
¥1307X|c.3821T=A| p.(Tyr1307Ter)
E1308X|c.3922G=T| p.{Glul30&Ter)

01309X | c.3925C>T|p.(GIn1309Ter)

W1310X|c.3929G>A | p.(Trp1310Ter)

W1310X]c.3830G>A] p(Trpl310Ter)

4064-4065delinsAATATG | c.3932_35833delinsAATATG]
p.[5erl311LysfsTerld)

01313 |c.3937C>T|p.(GIn1313Ter)
W1316X|c.3947G>A | p.(Trpl316Ter)

4DBSdelA | C.3957del | p.(Aspl320MetfsTer)

4DB9insd | c.3957_3958insAGGG | p.(Asp1320ArgfsTer3)
4095+1G-2A] C.3963+1G>4 | p.?

4D85+1G->C| c.3863+1G>C| p.?

4095+1G->T| . 3963+1G>T|p.?
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4096-1G-»A] . 3964-1G=A|p.?

L1324P|c 3971T>C|p{Leul324Pro)

410B8delT | c.3976del | p.(Serl326LeufsTer2)

4120deICA | c.3588_3989del | p.(GIn1330ValfsTers)
01330X | c.308BC>T|p{GIn1330Ter)

C.3999del5 | c.3895del | p.{Lys13345erfsTerl3)

L1335P | c. 4004T>C|p.{Leul335Pro)

C.4028delG | c.4028del | p.{Gly1343AlafsTerd)

4160iInsG | c.4028dup | p.(Cys1344LeufsTerls)
4165delGT|c.4033_4034del| p.(Val1345ProfsTerl3)
4168delCTAAGCC| c.4036_4042del | p.{Lewl346MetfsTers)
c.4036dupC|c.4036dup | p.(Leul346ProfsTerl3)
p.51347PfsX13 | c.4035_4038dup|p.(Ser1347ProfsTerls)
4168delCTAAG |c.4037_4041del|p.(Leul3d46ProfsTerll)
4172delGC| c.4040_4041del|p.{5erl347ThrisTerll)
4177del5| c.4046del | p.{Gly1349AlafsTers)

513450 | c.4046G2>A | p(Gly1349Asp)
K1351X]c.4051A>T| p.(Lys1351Ter)

41597 4198delCT|c.4065_4066del | p.[Leul3seGyfsTer2)

4203TAG-=AA| 4071 _4073delinsAA| p.(Arg1358AsnfsTer22)
4208TGTT-»AA | CA077_4080delinsAA | p.(Val1360ThrisTer3)

c.4078delG| c.4078del| p.{Wall360PhefsTer20)
421BinsT|c.4086dup | p_{Lys1363Ter)
4222dels | c4050del | p.(Alel36dArgfsTerls)
11366N | c.4097T>A | p.{lle1366Asn)

4237-4242delinsAGAA | c.4105_4110delinsAGAA |
p.ileul369ArgfsTerls)

E1371X|c.4111G>T| p.{Glu1371Ter)
H1375P|c.41244>C| p.(His1375Pra)

4259del5 | c.4127_4131del|p.[LeuldT6SerfsTerd)
4268+2T->G|C4136+2T-G|p.?

4271delC| c.4135del| p.(Thr1380AsnfsTerd)
¥1381X|c.4143C>A|p.(Tyrl381Ter)
¥1381X|c.4143C>G| p.(Tyr1381Ter)
4279insA | 4147dup| p.(lle13B3AsnisTer3)
O1382X | c 4144C=T|p(GIn1382Ter)

Legacy |HGVS Coding | HGVS Protein

C.4163_4167delTAAAA|c 4163 _4167del|p.(Leul3BBProfsTers)
4301delA | c.4170del] p.(Alal391HisfsTer7)

01390X | c4168C>T|p(GIn1390Ter)

C41874delC| c 41B87del | p.{Thrl396LysfsTer2)
4326delTC|c.4157_4198del]p.(Cys1400Ter)
4332delTG | c.4200_4201del| p.iCys1400Ter)
C1400X | c 4200T=4| p.{Cys1400Ter)

E1401X | c.4201G>T| p.[Gluld01Ter)

E1409X | c.4225G>T| p.[Gluld09Ter)
C1410K|c.4230C+A] p.(Cys1410Ter)

01411X | c4231C>T|p{GIn1411Ter)

01412X | c4234C>T | p{GIn1412Ter)

4374+1G->A]| c.4242+1G>A|p.?
4374+1G->T | 4242+1G>T|p.?
43B2delA|c.4251del|p.(Glul418ArgfsTerld)
442BinsiGA | c.4300_4301dup|p.(5erld435GlyfsTerld)
51455X | c.4364C+G | p.[Serl455Ter)

01476X | c4426C=T|p{GIn147eTer)
L14B0P|c.4435T>C|p.{Leul4B0Pra)
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