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#1:LY750DEBEOHA FRN AGEKES]

8 gRNA kA1) Bs &=

- GGTGGATAAGAATTAGCGAG | 152

. GTGGAAAGTCCAATCATGTG | 153

- TATGAATATGACCGAAAGTG | 154 o

- GAGTATAACTGGGCAACTGT | 155

- TGTGTAGTATTAGACACTGA | 156

. TGTGAGCACCACTCTCTGTA | 157

+ GAATAGTAGCAAATAGCACC | 158

- GAAACCATTAAATAATACAG | 159 20

+ GGTTGAGTATTAGGGCACAG | 160

- GTGTTGAGCCAGATTGAACA | 161

- AATCACCGTTTACTGGGACG | 162

- ACACCAGACTGGTACAATCC | 163

+ ACAGGGGTCATCAGGCTTAG | 164

- GCTATACTCTGCTAGAGGCT | 165 30

+ CAGGTCCCATCAATTAAGAA | 166

- AATCAGCTATACTCTGCTAG | 167

+ CAGCTGGAGCCACCTATAGT | 168

+ TTCACAGATGAAGGGCAACT | 169

+ GCCAGGATCCTTGTAAATCT | 170

+ CTCACATTTCCACCACAGCA | 171 0
0DOo0ooQoao

gooooobooobogobogooboogooooboboobobooboobooboobobonn
ugboboooboooboogooado

50



(31) JP 2024-533459 A 2024.9.12

gooad

F£2:CD16 4DiEDHA KRN AFZRGRES]
#H gRNA FZF%AELS B &% =

+ CTGGGTCGTGTTCTTGTCCG 172

- AACTCCCCAGAAACCTGTGA | 173

+ CACCGGCGCCGAGGTTACGT | 174
10

- ACAGTTAGTGATTGTCAAGT | 175

- GCCCATCTCCAACGTAACCT | 176

- CAGTTAGTGATTGTCAAGTG | 177

+ ACCAGCGGGAGGGACGTCAC | 178

+ GGTGCCGGAGTGGTGACCAG | 179

- CTCCAACGTAACCTCGGCGC | 180 20

- GTGCCAACAGCCAATTCTAC | 181

- CCTCCCGCTGGTCACCACTC | 182

+ TCGACCTTCACAGGTTTCTG 183

- AACAGTTAGTGATTGTCAAG | 184

+ GCCGAGGTTACGTTGGAGAT | 185
+ GCAGCTGTTTCGACCTTCAC | 186 30
+ GAGGGACGTCACCGGCGCCG | 187
+ AGTCGTCACGTTCGGGTGCT | 188
3 AACAACGCTAACATTAAAAC | 189
+ GCAGAGCACGCCCAGGCAGG | 190
o TTTACATTCTATCCAAAAGC | 191
40
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#3 : PARPOEFEDH A FRN AZREES

& gRNA FRaAC [ERP7IE: e

+ TACCGATCACCGTACCCACA | 192

- AACTCGGGGGGAAGTTGACG | 193

- CGATGCCTATTACTGCACTG 194

- AGCTAGGCATGATTGACCGC | 195

+ TGGCCATAGTCAATCTCCAG 196

- AATTATATGAAGAAAAAACC | 197

- ATCTTGGACCGAGTAGCTGA | 198

- GAAGGAGTGGGTAACCCCAA | 199

+ GGCCATAGTCAATCTCCAGG | 200

+ CTGGCCATAGTCAATCTCCA | 201

- GGAACAGATGCCGTCCAAGG | 202

- GACACAGACACCCAACCGGA | 203

+ GGAAGTCCTCAGACACAACT | 204

- GGCCATGATTGAGAAACTCG | 205

- TCCAACAGAAGTACGTGCAA | 206

- TGGCCCCAAGAGGGAAGTCA | 207

- CATCCGGCACCCTGACGTTG | 208

- CCCAGAAACCAGCGCCTCCG | 209

- AAAGAGAAAAGGCGATGAGG | 210

- CCTGGAGATTGACTATGGCC | 211
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ooooodd
2:25234280:TAC | 3ZX472 L 7 L—257 | ¢2727 2737delTG | p.Phe909fs
ACACACGCA:T ~ CGTGTGTGT
2:25234286:C:A ML S AEUA c.2732G>T p.Cys911Phe
2:25234286:C:T | rs906113912 T ARAELA c.2732G>A p.Cys911Tyr
2:25234288:CG:C 7L —A5LT7 | €.2729delC p.Ala910fs
~
2:25234289:G:A | rs1459396018 | = A& A c.2729C>T p.Ala910Val
2:25234289:G:C | 472 L IRAEURA c.2729C>G p.Ala910Gly
2:25234289:G:G | &Y L 7 L—ALT 7 | ¢.2728dupG p.Ala910fs
C k
2:25234289:GC: | 2472 L 7L —AT7 | ¢.2728delG p.Ala910fs
G B
2:25234290:C:CA | 32472 L 7L —Abv7 | ¢2727dupT p.Ala910fs
K
2:25234290:C:G BA=AP S AEUA c.2728G>C p.Ala910Pro
2:25234290:C:T BAYAD T AEBUA c.2728G>A p.Ala910Thr
2:25234290:CA:C 7 L—2AL7 | ¢.2727delT p.Phe909fs
S
2:25234290:CAA T VL —57 | ¢2726 2727delTT | p.Phe909fs
:C ~
2:25234291:A:C | &4 7 L SABEUA c.2727T>G p.Phe909Leu
2:25234291:A:T ZWMr L I AEUA c2727T>A p.Phe909Leu
2:25234292:A:C | 32472 L AR c.2726T>G p.Phe909Cys
2:25234292:A:G | &M L I ABEURA c.2726T>C p.Phe909Ser
2:25234293:A:C | &4 72 L AR c.2725T>G p.Phe909Val
2:25234293:A:G | 3247 L I AR c.2725T>C p.Phe909Leu
2:25234293:A:T rs1254967511 I AR c.2725T>A p.Phe9091le
2:25234294:A:C | 3472 L A2 Ny | e2724T>G p.Tyr908*
4
2:25234294:A: T ML A2 kv A | c2T24T>A p.Tyr908*
f
2:25234294:AT:A | 32472 L 7 L—Ah 7 | ¢.2723delA p-Tyr908fs
k
2:25234294:ATA | 32472 L 7 L—Ab7 | 2717 2723delAG | p.Lys906fs
CTCCT:A ~ GAGTA

10

20

30

40

50



(52)

JP 2024-533459 A 2024.9.12

gooogoao
2:25234294:ATA | #4472 L 7 L—AY7 | 2716 2723delAA | p.Lys906fs
CTCCTT:A N GGAGTA
2:25234295:T:C 15780666472 IREUA c.2723A>G p. Tyr908Cys
2:25234295:T:G | g4 72 L IABEUA c.2723A>C p.Tyr908Ser
2:25234295:T:TA | B4 72 L 7L —Ahi7 | ¢.2722dupT p.Tyr908fs
K
2:25234295:T:TA | 32472 L T L—ALT7 | ¢2719 2722dupG | p. Tyr908fs
CTC K AGT
2:25234295:.T.TG | §%X472 L 7L —Ah 7 | 2722 2723insTC | p.Tyr908fs
A k
2:25234295:TA:T | X472 L 7 L—Ahv7 | €.2722delT p.Tyr908fs
~
2:25234295:TAC | #4872 L T L—AhT7 | €2719 2722delGA | p.Glu907fs
TC:T K GT
2:25234296:A:C | X472 L I AR c.2722T>G p. Tyr908Asp
2:25234296:A:T T AR c.2722T>A p. Tyr908Asn
2:25234296:AC: FAY/AP 7L —Ah 7 | ¢.2721delG p.Glu907fs
A b
2:25234297:CT:C | X472 L 7 L— A7 | ¢.2720delA p.Glu9071fs
S
2:25234298:T:A | X472 L IRAEBEUA c.2720A>T p.Glu907Val
2:25234298:T:C | #4772 L IARAEURA c.2720A>G p.Glu907Gly
2:25234298:T:TC | 34472 L 7L —25bT7 | ¢2719dupG p.Glu907fs
K
2:25234298:TC:T | &%¥72 L 7 L—Ahi 7 | ¢2719delG p.Glu907fs
k
2:25234298:TCC | #4472 L 7 L—Ahv 7 | €2703 2719delCT | p.Phe902fs
TTCAGCGGAG I TCGCTCCGCTG
CGAAG:T AAGG
2:25234299:C:A | 472 L AR~y 7| e2719G>T p.Glu907*
A
2:25234300:C:A | @472 L I RAEUA c.2718G>T p.Lys906Asn
2:25234300:C:CT | 3472 L 7 L—A5h 7 | ¢.2717dupA p.Glu9071s
K
2:25234300:C:G | &40 L T AEURA c.2718G>C p.Lys906Asn
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oo0ooooad
2:25234300:CT:C | 2472 L 7L —Ah 7 | c.2717delA p.Lys906fs
~
2:25234300:CTT | %472 L T L—2A5T7 | ¢2714 2717delTG | p.Leu905fs
CA:C K AA
2:25234302:T:A AL ANy 5| c2T16A>T p.Lys906*
A
2:25234302:T:C 1s1240890824 | = Ak A ¢c.2716A>G p.Lys906Glu
2:25234302:TCA | #%¥%472 L 7L —AT7 | €.2697 2715delCC | p.His900fs
GCGGAGCGAA N ACCTCTTCGCTC
GAGGTGG:T CGCTG
2:25234303:CA:C | %472 L 7 b—57 | ¢.2714delT p.Leu905fs
=
2:25234303:CAG | %472 L 7 L—25b7 | ¢2710 2714delCC | p.Pro904fs
CGG:C I GCT
2:25234303:CAG | %472 L T L—25T7 | ¢2705 2714delTC | p.Phe902fs
CGGAGCGA:C N GCTCCGCT
2:25234303:CAG | 3472 L A 7 L—25 | €.2703 2714delCT | p.Phe902 Leu905
CGGAGCGAAG: A VT TCGCTCCGCT del
c _
2:25234304:A:C | 15751868166 T AR c.2714T>G p.Leu905Arg
2:25234304:A:G S AEUA c.2714T>C p.Leu905Pro
2:25234304:A:T 1s751868166 S AR c.2714T>A p.Leu905GIn
2:25234304:AGC | %472 L 7L —253y7 | ¢2701 2713delCT | p.Leu901fs
GGAGCGAAGA k CTTCGCTCCGC
G:A
2:25234305.G:C ML S AR ¢c.2713C>G p.Leu905Val
2:25234305:G:T 2L S AR c.2713C>A p.Leu905Met
2:25234306:C:CG | #4722 L 7 1—A37 | ¢2711dupC p.Leu905fs
=~
2:25234306:CG:C | %472 L 7 L—5hv7 | ¢.2711delC p.Pro904fs
K
2:25234306:CGG | 32472 L T L—2A5T7 | ¢2701 2711delCT | p.Leu901fs
AGCGAAGAG:C N CTTCGCTCC
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gooogoao
2:25234307:G:A | 15149095705 AR c.2711C>T p.Pro904Leu
2:25234307:G:C | rs149095705 I AEUA c.2711C>G p.Pro904Arg
2:25234307:G:G | ¢4 72 L 7 L—2.537 | ¢2707_2710dupG | p.Pro904fs
GAGC K CTC
2:25234307:G:T | 1s149095705 I AR c.2711C>A p.Pro904GIn
2:25234307:GGA | %472 L 7 L—2537 | ¢2707_2710delGC | p.Ala903fs
GC:G =~ TC
2:25234307:GGA | %472 L T L—A537 | 2704 2710delTT | p.Phe902fs
GCGAA:G ~ CGCTC
2:25234308:G:A | 3472 L I AR ¢.2710C>T p.Pro904Ser
2:25234308:G:C | #&¥472 L TRAEA c.2710C>G p.Pro904Ala
2:25234308:GAG | %2472 L 7 L—2AhT 7 | ¢2705 2709delTC | p.Phe902fs
CGA:G k GCT
2:25234309:AGC | %472 L 7 L —2Ah 7 | ¢2707_2708delGC | p.Ala903fs
A N
2:25234309:AGC | aZX472 L 7 L—2h7 | 2698 2708delCA | p.His900fs
GAAGAGGTG:A =~ CCTCTTCGC
2:25234310:G:A | %472 L I AR c.2708C>T p.Ala903Val
2:25234310:G:T | @472 L AR c.2708C>A p.Ala903Asp
2:25234310:GC: | 11323968409 | 7 L — A 7 | ¢.2707delG p.Ala903fs
G k
2:25234311:C.CG | FEE 72 L 7 L—2Ah 7 | ¢2706dupC p.Ala903fs
~
2:25234311:C:CG | #2472 L 7 L—AL3 7 | 2666 2706dupT | p.Ala903fs
AAGAGGTGGC k GGGCCGGTCAT
GGATGACTGG GGAGCGTGCCA
CACGCTCCAT GTCATCCGCCA
GACCGGCCCA CCTCTTC
2:25234311:C:G | 3472 L SAE A ¢.2707G>C p.Ala903Pro
2:25234311:C:T | rs749167103 TRAEURA c.2707G>A p.Ala903Thr
2:25234311:CG:C 7 L —A537 | €.2706delC p.Phe902fs
N
2:25234312:G:G | Y472 L 7 L—A53 7 | ¢.2705dupT p.Ala903fs
A b
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ooooodd

2:25234312:G:GT | 32472 L 7 L—2A 7 | ¢.2705 2706insA p.Phe902fs

]\
2:25234312:GAA | X472 L Z L —AhL7 | €.2704 2705delTT | p.Phe902fs
:G k
2:25234313:A:A | 47 L 7 L—2L 7 | ¢.2700 2704dupC | p.Phe902fs
AGAGG k CTCT
2:25234313:A:G | rs587777510 IAEUA c.2705T>C p.Phe902Ser
2:25234313:A:T WAL SAEUA c.2705T>A p.Phe902Tyr
2:25234314:A:C | %2472 L I AR c.2704T>G p.Phe902Val
2:25234315:G:G | &4 L 7 L—25L7 | ¢.2702dupT p.Phe902fs
A K
2:25234315:GA: | 3%2472 L T L—2A5 7 | ¢.2702delT p.Leu901fs
G k
2:25234316:A:C | rs774384800 T AEA c.2702T>G p.Leu901Arg
2:25234316:A:G | rs774384800 IAEBA c.2702T>C p.Leu901Pro
2:25234316:A:T AL I AEBA c.2702T>A p.Leu901His
2:25234316:AG: | #2472 L 7L —2AT7 | ¢.2701delC p.Leu901fs
e h
2:25234317:G:A | #2472 L S AEA c.2701C>T p.Leu901Phe
2:25234317:G:C | rs1360815999 | = 2 & A c.2701C>G p.Leu901Val
2:25234318:GT:G | & Y472 L T L—AT 7 | c.2699delA p.His900fs

]\
2:25234319:T:A | &4 72 L AR ¢.2699A>T p.His900Leu
2:25234319.T:G | %472 L T AR ¢.2699A>C p.His900Pro
2:25234319:TG:T | 324 7c L 7 L—5b37 | ¢.2698delC p.His900fs

]\
2:25234320:G:A | 2470 L IRAEA c.2698C>T p.His900Tyr
2:25234320:G:G | iZ47 L T L—ALv 7 | 2690 2697dupTC | p.His900fs
GCGGATGA K ATCCGC
2:25234322:C:A | &4 70 L I AR €.2696G>T p.Arg899Leu
2:25234322:C:G | rs1480791034 | = Ak A €.2696G>C p.Arg899Pro
2:25234322:C:T |47 L IAERA €.2696G>A p.Arg899His
2:25234322:CG:C | %472 L 7 L—AT7 | €.2695delC p-Arg8991s

}\
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2:25234323:G:A | 15771922296 IAEA c.2695C>T p.Arg899Cys
2:25234323:G:C | 472 L I AEUA ¢.2695C>G p.Arg899Gly
2:25234323:G:T | x4 L SAEUA €.2695C>A p.Arg899Ser
2:25234324:G:G | ixX472 L T L—AhT7 | €.2678 2693dupG | p.11e898fs
ATGACTGGCA ~ GAGCGTGCCAG
CGCTCC TCAT
2:25234324:GA: | B4 72 L 7 L—Ah3 7 | €2693delT p.11e898fs
G k
2:25234324:GAT | 472 L T L—A5hT7 | 2678 2693delGG | p.Trp893fs
GACTGGCACG S AGCGTGCCAGT
CTCC:G CAT
2:25234325:A:AT | %472 L 7 L—A3T 7 | ¢.2692dupA p.11e898fs
I\
2:25234325:A:C | x¥%47e L I RBEUR ¢.2693T>G p.11e898Ser
2:25234325:A:G | &M L IAkEUR c.2693T>C p.11e898Thr
2:25234325:A:T | 1960019580 I AEUA c.2693T>A p.11e898 Asn
2:25234326:T:C | 2472 L I AR ¢.2692A>G p.11e898Val
2:25234327:GA: | 34 L 7 L—57 | ¢.2690delT p.Valg897fs
G k
2:25234327:GAC | 3472 L A 7 L—2 | €.2685 2690delGC | p.Pro896 Val897
TGGC:G A 2T CAGT del
2:25234328:A:C | %472 L I ARAEURA ¢.2690T>G p.Val897Gly
2:25234328: AT | @472 L IRk R ¢.2690T>A p.Val897Asp
2:25234328:ACT | iz%472 L T 1L—AhT 7 | €2686 2689delCC | p.Pro896fs
GG:A k AG
2:25234329:C:CT | 3472 L 7 L—A5 7 | ¢.2688dupA p.Val897fs
~
2:25234329:C.CT | ixX472 L T L—A5T7 | ¢2688 2689insTG | p.Val897fs
GGCACGGTCA K ACCGTGCCA
2:25234329:C:G AL T AR ¢.2689G>C p.Val897Leu
2:25234329:CT:C | ix472 L 7 L—A57 | ¢.2688delA p.Val897fs
k
2:25234330:T:TG | 3472 L 7 L—A5T7 | €2672 2687dupG | p.1le898fs
GCACGCTCCA k GTCATGGAGCG
TGACC TGCC
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2:25234330:T:TG | 2472 L 7 L—Ah7 | ¢.2687 2688insGC | p.Val897fs
GGC N CC
2:25234330:TG:T | %472 L T L —5v 7 | ¢.2687delC p.Pro896fs
K
2:25234331:G:A | x4 L I AEBUR c.2687C>T p.Pro896Leu
2:25234332:G:G | 3472 L T L—A5 7 | €.2685 2686insGA | p.Pro896fs
AACGCTC ]\ GCGTT
2:25234333:C:CA | %472 L T L—A5T7 | ¢2684dupT p.Pro896fs
K
2:25234333:C:CA | ix472 L 7 L—A53 7 | ¢.2680 2684dupA | p.Pro896fs
CGCT k GCGT
2:25234334:A:T AR I AR c.2684T>A p.Val895Glu
2:25234335:C:T 18762126968 T AEURA ¢.2683G>A p.Val895Met
2:25234336:G:C | %472 L S AEUA ¢.2682C>G p.Ser894Arg
2:25234336:GCT | %472 L T L—AT 7 | 2659 2681delAG | p.Leu888fs
CCATGACCGG =k ACTGCTGGGCC
CCCAGCAGTC GGTCATGGAG
T:G
2:25234337:C:CT | %472 L 7 L—LA5 7 | ¢.2680dupA p.Ser894fs
K
2:25234337:.C:T S L T AR c.2681G>A p.Ser894Asn
2:25234338:T:C | 3Z47e L xR ¢.2680A>G p.Ser894Gly
2:25234338:T:TC | %472 L 7 L—25T7 | ¢.2679dupG p.Ser894fs
L
2:25234338:T:TC | %472 L T L—ALT 7 | ¢2667 2679dupG | p.Ser894fs
CATGACCGGC S GGCCGGTCATG
CC G
2:25234339:C:A | %4 L S AEURA ¢.2679G>T p.Trp893Cys
2:25234339:C:T 151330526945 | A k7 47 | c2679G>A p.Trp893*
A
2:25234340:C:G BV IAP S AR c.2678G>C p.Trp893Ser
2:25234340:C:T 15750515748 ARy | c2678G>A p.Trp893*
A
2:25234341:A:G | 472 L IREUR c.2677T>C p.Trp893Arg
2:25234341:A:T BA=LAP I AR c.2677T>A p. Trp893Arg
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gooogoao
2:25234342T:TG | #4572 L 7L —AhL 7 | ¢2675dupC p.Trp893fs
K
2:25234342:TGA | 5%%472 L T L—AT 7 | 2672 2675delGG | p.Arg891fs
CC:T N TC
2:25234343:G:A | 181355266109 | = x& A c.2675C>T p.Ser892Leu
2:25234343:G:C | %472 L A Ny S| e2675C>G p.-Ser892*
A
2:25234343:G:'T | 472 L ARy 7 7| c2675C>A p.Ser892*
A
2:25234343:GA: | 347 L 7L —A5T 7 | c.2674delT p.Ser892fs
G k
2:25234344:A:A | B2 L 7 L—2ALT 7 | 2670 _2673dupC | p.Ser892fs
CCGG K CGG
2:25234344:AC: ML 7 L—h 7 | ¢.2673delG p.Ser892fs
A k
2:25234344:ACC | B%572 L T L—Ahi 7 | €2670_2673delCC | p.Arg891fs
GG:A N GG
2:25234344:ACC | 32472 L T L —AL 7 | 2660 2673delGA | p.Arg887fs
GGCCCAGCAG N CTGCTGGGCCG
TC:A G
2:25234346:C:T | rs1389510486 | = Ak A c.2672G>A p.Arg891GIn
2:25234346:CG:C | 1s762357545 7 L—ALT 7 | ¢2671delC p.Arg891fs
]\
2:25234347:G:A | M4 L IREA c.2671C>T p.Arg891Trp
2:25234347:G:C | ¢4 72 L IREBUR c.2671C>G p.Arg891Gly
2:25234347:G:G | iz472 L 7 L—ALT 7 | 2667 _2670dupG | p.Arg891fs
GCCC K GGC
2:25234348:G:G | 15766070325 7 L—A5h 7 | €.2669dupG p.Arg891fs
C N
2:25234348:G:G | ;472 L 7 L—AhT7 | 2668 2669dupG | p.Arg891fs
cC k G
2:25234348:GC: | &4 72 L 7 L—25T7 | ¢2669delG p.Gly890fs
G N
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O00ooaoao

2:25234348:GCC: | %472 L 7 L—A5h37 | ¢2668 2669delGG | p.Gly890fs
G k
2:25234349:C:T 1s752160822 I AEUA ¢.2669G>A p.Gly890Asp
2:25234349:CCC | %472 L 7L —AhT 7 | €.2659 2668delAG | p.Arg887fs
AGCAGTCT:C ~ ACTGCTGG
2:25234350:C:G | 3472 L IAEURA ¢.2668G>C p.Gly890Arg
2:25234350:C:T S I AEURA ¢.2668G>A p.Gly890Ser
2:25234351:CAG | %472 L T L —AT7 | €2657 2666delAG | p.GIn886fs
CAGTCTCT:C k AGACTGCT
2:25234352:A:C | %472 L IREUR c.2666T>G p.Leu889Arg
2:25234352:A:G | ML TAEBEUA ¢.2666T>C p.Leu889Pro
2:25234352:A:T | %472 L I ABUA c.2666T>A p.Leu889GIn
2:25234354:C:CA | %472 L T L—25y7 | 2662 2663dupCT | p.Leu889fs
G ~
2:25234354:CA:C | 2472 L T L —5v7 | ¢2663delT p.Leu888fs

~
2:25234354:CAG | %472 L T L—Ah 7 | €2662 2663delCT | p.Leu888fs
:C K
2:25234355:A:G | 34 L TAEUA ¢.2663T>C p.Leu888Pro
2:25234355:A:T | %4 7p L T AR c.2663T>A p.Leu888GIn
2:25234355:AG: | %M 7p L T L—A3 7 | ¢.2662delC p.Leu888fs
A K
2:25234355:AGT | :x472 L T L—AhT 7 | 2644 2662delCG | p.Arg882fs
CTCTGCCTCGC ~ CTTGGCGAGGC
CAAGCG:A AGAGAC
2:25234356:G:GT | :x4 72 L 7 L—5hi 7 | ¢2660 2661dupG | p.Leu888fs
C K A
2:25234356:GT:G | 32472 L 7L —Ahv 7 | ¢2661delA p.Arg887fs

~
2:25234356:GTC: | 32472 L 7 L—AhT 7 | 2660 2661delGA | p.Arg887fs
G B
2:25234356:GTC | %472 L 7 L—M5h 7 | ¢2658 2661delGA | p.GIn886fs
TC:G =~ GA
2:25234357:T:G | 3472 L SAEUA ¢.2661A>C p.Arg887Ser
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2:25234357:TCT | 2447 L A7 L—A | 2655 2660delGC | p.GIn886_Arg887
CTGC:T STl AGAG del
2:25234358:C:A | @47 L T AELA | 02660G>T p.Arg887lle
2:25234359:T:A | 25474 L Z kw7 7| c2659A>T p.Arg887*
O
2:25234359:T:C BA=RAAP IAEA c.2659A>G p-Arg887Gly
2:25234360:C:CG | %472 L 7L —Av 7 | 2657 2658insC | p.GIn886fs
N
2:25234360:CT:C | 32472 L 7L —5Lv 7 | ¢.2657delA p.GIn886fs
k
2:25234361:T:C | %472 L IREUR ¢.2657A>G p.GIn886Arg
2:25234362:G:A | 15752280049 | 2 w7 & | €.2656C>T p.GIn886*
A v
2:25234362:G:C | 15752280049 T AEIAA €.2656C>G p.GIn886GIu
2:25234362:G:T | X7 L IR UR ¢.2656C>A p.GIn886Lys
2:25234362:GC: | 472 L 7 L—AY 7 | €2655delG p.Arg885fs
G K
2:25234364:.C:A | %47 L NS ¢.2654G>T p.Arg885Met
2:25234364:C:T | #4472 L NS .2654G>A p.Arg885Lys
2:25234364:.CT:C | %472 L 7 L—AT 7 | ¢.2653delA p.Arg885fs
k
2:25234365:TC:T | 2472 L 7 L—AL3 7 | ¢.2652delG p.Arg885fs
N
2:25234366:CGC | #4722 L 7L —Ahv 7 | c2638 2651delAT | p.Met880fs
CAAGCGGCTC K GAGCCGCTTGG
AT:C C
2:25234367:G:A | 1559023562 | I AL A ¢.2651C>T p.Alag84Val
2:25234367:G:G | %4 L T L—Ah7 | 2649 2650dupG | p.Ala884fs
L ~ G
2:25234367:GC: 7 L—2Ah3 7 | ¢2650delG p.Ala884fs
G 5
2:25234367.GCC | %472 L 7 L—AI 7 | 2641 2650delAG | p.Ser881fs
AAGCGGCT:G t CCGCTTGG
2:25234369:C:A | g7 L TAREV A ¢.2649G>T p.Leu883Phe
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2:25234369:CA:C | %472 L 7L —Ah3 7 | ¢.2648delT p.Leu883fs
K
2:25234370:A:A | %M L T L—A5hT7 | ¢.2647 2648insG p.Leu883fs
C k
2:25234370:A:T | 181307673132 | X h» 7 4 | c2648T>A p.Leu883*
A
2:25234372:GCG | #4472 L 7 L—A5h7 | €.2630 2645delTC | p.Val877fs
GCTCATGTTGG K TCCAACATGAG
AGA:G CCG
2:25234373:C:A | rs147001633 T AREUA c.2645G>T p.Arg882Leu
2:25234373:C:G | rs147001633 AR c.2645G>C p.Arg882Pro
2:25234373:C:T | 15147001633 I AEURA c.2645G>A p.Arg882His
2:25234373:CG:C | %472 L 7 L—Ah 7 | c2644delC p.Arg882fs
~
2:25234373:CGG | iz4 72 L T L—25 7 | ¢2634 2644delCA | p.Asn879fs
CTCATGTTG:C k ACATGAGCC
2:25234374:G:A | 1s377577594 T AR c.2644C>T p.Arg882Cys
2:25234374:G:C | 1s377577594 IRABEUA c.2644C>G p.Arg882Gly
2:25234374:G:T | 1s377577594 IAEUA c.2644C>A p.Arg882Ser
2:25234376:C:.CT | #4472 L 7 L—Ah7 | ¢2628 2641dupC | p.Ser881fs
CATGTTGGAG ~ GTCTCCAACAT
ACG GA
2:25234376:CT:C | %472 L 7L — 57 | c2641delA p.Ser881fs
~
2:25234377:T:TC | 3472 L 7 L—Ah 7 | €2639 2640dupT | p.Ser881fs
A K G
2:25234378:C:A | %472 L T AEUA ¢.2640G>T p.Met880Ile
2:25234378:C:CA | #4472 L 7 L —2537 | ¢2639dupT p.Met880fs
~
2:25234378:C:G | X472 L SRR ¢.2640G>C p-Met880lle
2:25234378:C:T | X472 L IAEURA c.2640G>A p.Met880Ile
2:25234378:CA:C | #4772 L 7 L—AhT7 | ¢.2639delT p.Met880fs
~
2:25234379:AT:A | X472 L 7 L —25h3 7 | ¢2638delA p.Met880fs
N
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2:25234379:ATG | %472 L 7L —Ah7 | €.2635 2638delAA | p.Asn879fs

TT:A ~ CA

2:25234379:ATG | %472 L 7 L—AhT7 | ¢2614 2638delGT | p.Val872fs

TTGGAGACGT K CCACTATACTG

CAGTATAGTG ACGTCTCCAAC

GAC:A A

2:25234380:T:A | 3472 L I 2B ¢.2638A>T p.Met880Leu

2:25234380:T:C | 1s775365749 SAEUA c.2638A>G p-Met880Val

2:25234380:TG:T | 32472 L 7L —AY 7 | €2637delC p.Asn879fs
I\

2:2523438L.GT.G | @472 L 7 L—Ah 7 | €2636delA p.Asn879fs
=

2:25234382:T:C | Y472 L I RBEUA c.2636A>G p.Asn879Ser

2:25234383:T:C | rs1188120438 | = A& A €.2635A>G p.Asn879Asp

2:25234383:T:TG | 3472 L 7 L—25Lv7 | ¢.2634dupC p.Asn8791fs
~

2:25234383.T:TG | 32472 L 7 L—AhI 7 | €2633 2634dupC | p.Asn879fs

G ~ C

2:25234384:G:G | iYL 7 L—Ah7 | €.2632 2633dupTC | p.Asn879fs

GA ~

2:25234385:GAG | #4472 L T L—25hT7 | 2626 2632delGA | p.Asp876fs

ACGTC:G N CGTCT

2:25234386:A:G | x4 72 L TAEUA ¢.2632T>C p.Ser878Pro

2:25234387:GA: | %472 L 7 L—5T7 | ¢2630delT p.Val877fs

G k

2:25234388:AC: | 3470 7 L—LAv 7 | ¢2629delG p.Val877fs

A R

2:25234389:C:A | 3472 L I AR €.2629G>T p.Val877Phe

2:25234389:C:CG | 3472 L 7L —AhT 7 | €2625 2628dupT | p.Val877fs

TCA N GAC

2:25234389:C:T BANIAD T AEUA ¢.2629G>A p.Val8771le

2:25234389:CG:C | #4722 L 7 L—A5T7 | ¢2628delC p.Asp876fs
~

2:25234389:CGT | #%X472 L T L—A5h7 | ¢2625 2628delTG | p.Asp876fs

CA:C N AC
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2:25234390:G:GT | rs774080362 7 L—257 | €.2627dupA p.Asp876fs

}\
2:25234390:G:T ML S AR Cc.2628C>A p.Asp876Glu
2:25234390:GT:G | 2472 L 7 L— A7 | c2627delA p.Asp876fs

]\
2:25234391:T:A | &% 7e L I REUR c.2627A>T p.Asp876Val
2:25234391:T:C | #4722 L IRAEURA c.2627A>G p.Asp876Gly
2:25234391:T:G | #&472 L IAEUA c.2627A>C p.Asp876Ala
2:25234391.TTC | &7 L 7L —AhY7 | ¢2626dupG p.Asp876fs

]\
2:25234391:TC:T | &Z%472 L 7 L—ALv 7 | €.2626delG p.Asp876fs

]\
2:25234391:TCA: | &% 472 L T L —ALT 7 | €2625 2626delTG | p.Asp876fs
T N
2:25234392:C:G | &Y L I AEA €.2626G>C p.Asp876His
2:25234392:C.T rs992291948 I AEUA c.2626G>A p.Asp876Asn
2:25234392:CA:C | &Z472 L 7 L—UALT 7 | €.2625delT p.Asp876fs

K
2:25234392:CAG | #&Z472 L T L—A 7 | €.2621 2625delAT | p.Tyr874fs
TAT:C [N ACT
2:25234394.G:A | B4 L T Are R €.2624C>T p.Thr875Ile
2:25234394:G:C | & 47 L I AEUA €.2624C>G p.Thr875Ser
2:25234394:G:GT | %472 L T L —57 | 2622 2623dupT | p.Thr875fs
A S A
2:25234394:GTA: | #4972 L 7 L—25 7 | €.2622 2623delTA | p.Thr875fs
G k
2:25234395:T:C | & 472 L S AEBEUA ¢.2623A>G p.Thr875Ala
2:25234396:A:AT | #&Z2472 L 7 L—MALv7 | c.2621dupA p.Tyr874fs

]\
2:25234396:A:C | %472 L A Nw 7 | c2622T>G p.Tyr874*

A v
2:25234396:A:T | rs770134132 A Nw 7 4| c2622T>A p.Tyr874*

AV
2:25234397:T:A | 3472 L I AEUA Cc.2621A>T p.Tyr874Phe
2:25234397:T:C ML S AR c.2621A>G p.Tyr874Cys
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ooooooa

2:25234397:-TA:T | 2472 L 7 L —Ah 7 | ¢.2620delT p. Tyr874fs

~
2:25234398:A:T | %472 L T AEUA c.2620T>A p.Tyr874Asn
2:25234399:G:C | 3472 L I RAEBUR ¢.2619C>G p.His873GIn
2:25234400:T:C rs1280811819 | = 2k & c.2618A>G p.His873Arg
2:25234400:T:TG | %472 L 7 L—AhT7 | ¢2617dupC p.His873fs

~
2:25234400:TG:T | 32472 L 7L —AhL7 | €2617delC p.His873fs

~
2:25234400:TGG | 32472 L 7 L—AhT7 | 2611 2617delCC | p.Pro871fs
ACTGG:T N AGTCC
2:25234401:G:A | 1s773610723 AR c.2617C>T p.His873Tyr
2:25234401:G:C S L T AEBEUA c.2617C>G p.His873Asp
2:25234403:AC: | 347 1L 7 L—A57 | ¢2614delG p.Val872fs
A B
2:25234403:ACT | 3%X472 L 7 L—Ah7 | €.2598 2614delGG | p.Arg866fs
GGGAAACCAA K TATTTGGTTTCC
ATACC:A CAG
2:25234404:C:T | ixX472 1L S AR c.2614G>A p.Val8721le
2:25234404:.CT:C | %472 L T 1L—Ahv 7 | c2613delA p.Val872fs

~
2:25234405:T:TG | ;2472 L 7 L—Ah7 | 2611 2612dupC | p.Val872fs
G ~ C
2:25234405:TG:T | rs760010938 T L—AT 7 | ¢.2612delC p.Pro8711s

k
2:25234405:TGG: | X472 L 7 L—Ah7 | 2611 2612delCC | p.Pro871fs
T b
2:25234406:G:A | 151419990763 | = A& A c.2612C>T p.Pro871Leu
2:25234407:G:C | 3472 L IAEUA c.2611C>G p.Pro871Ala
2:25234408:GA: | 3472 L 7 L—5hv 7 | ¢.2609delT p.Phe870fs
G l\
2:25234408:GAA | 35472 L 7 L—Ah7 | 2608 2609delTT | p.Phe870fs
G K
2:25234409:A:C | 3472 L AR ¢.2609T>G p.Phe870Cys
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2:25234411:AC: | @472 L 7 L— A7 | c2606delG p.Gly869fs
A k
2:25234412:C:A | 3470 L I 2B ¢.2606G>T p.Gly869Val
2:25234412:C:G | 3470 L IREUR ¢.2606G>C p.Gly869Ala
2:25234412:C:T | g2472 L IRABUR ¢.2606G>A p.Gly869Asp
2:25234413:C:CA | §x472 L 7 L—AT 7 | €2601_2604dupA | p.Gly869fs
AAT K TTT
2:25234413:C:G | &4 7 L I RER ¢.2605G>C p.Gly869Arg
2:25234413:C:T IREUR ¢.2605G>A p.Gly869Ser
2:25234413:CA:C | rs753089697 7 L—LA5v 7 | ¢.2604delT p.Phe868fs

~
2:25234414:A:C | 151239050589 | I At A ¢.2604T>G p.Phe868Leu
2:25234414:A:T S I AEUA c.2604T>A p.Phe868Leu
2:25234415:A:C | 3477 L I REUR ¢.2603T>G p.Phe868Cys
2:25234415:A:G | @47 L IRk R ¢.2603T>C p.Phe868Ser
2:25234415:AT | G472 L I AR ¢.2603T>A p.Phe868Tyr
2:25234416:A:C | 2472 L T A% A ¢.2602T>G p.Phe868Val
2:25234416:A:G | BZ47e L I AU ¢.2602T>C p.Phe868Leu
2:25234417T:TA | 32472 L 7 L—A37 | €2600dupT p.Phe868fs

K
2:25234417:TAC | %472 L ATTA A | c.2598- p.Val867del
CCTGGGGGAG 7 44— | 26 2600del TGCC
AAAAGGCAGA CTCTCTGCCTTT
GAGGGCA:T TCTCCCCCAGG

GT
2:25234418:AC: | 15761283545 7 L—AhT7 | €.2599delG p.Val867fs
A k
2:25234418:ACC | 25472 L TL—AhI 7 | c2598- p.Arg866fs
CTGGGG:A K 6_2599delCCCCA
GGG

2:25234420:CCT | %470 L AFF A4 A | c2598-3_2598-
G:C 777 % — | 1delCAG
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2:25234420:CCT | %472 L AT T A A | c2598-6_2598-

GGGG:C 7 7w 7% — | 1delCCCCAG

2:25234421:C:A | 15766506181 ATTAA | ¢2598-1G>T
TS —

2:25234421:C:G | 15766506181 AT T4 A | c2598-1G>C
TS E—

2:25234421:C:T 15766506181 AT T4 A | ¢.2598-1G>A
TS —

2:25234421:CT:C | #2472 L AT T A A | c.2598-2delA
TS —

2:25234422:T:A L AT TAA | c2598-2A>T
TS —

2:25234422:T:C 15760092360 AT T A A | c2598-2A>G
TS~

2:25234422:T:G ZM L AT T A A | €2598-2A>C
TS HE—

2:25235702:GGT | 3472 L AT T AR | ¢2586_2597+4del | p.GluB63_Arg866

ACCTTTCCATT N TGAAATGGAAA | del

TCA:G GGTAC

2:25235705:A:C | 2472 L AT TAA | c25972T>G
RF—

2:25235705:A:G | iz L AT TA A | e2597+H2T>C
ko —

2:25235705:AC: G B L AT T4 A | e.2597+1delG

A K —

2:25235706:C:T 1s764855628 ATTA4 A | e2597T+1G>A
ko —
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goooooao

2:25235707:C:CT | %472 L 7 L— A7 | €.2596dupA p.Arg866fs

}\
2:25235707:C:CT | #4472 L T L—25b 7 | €.2574 2596dupCT | p.Arg866fs
TTCCATTTCAG S TATGGTGCACT
TGCACCATAA GAAATGGAAA
G
2:25235707:C:T | #3470 L I AR ¢.2597G>A p.Arg866Lys
2:25235707:CT:C | 3472 L 7L —A5L7 | c.2596delA p-Arg866fs

]\
2:25235710:T:-A | rs1187041748 | = Ak & c.2594A>T p.Glu865Val
2:25235710:T:C | #Z472 L I 2R ¢.2594A>G p.Glu865Gly
2:25235710:T:G | %472 L AR ¢.2594A>C p.Glu865Ala
2:25235711:C:CC | &ZX472 L T L—2AL 7 | €.2588 2592dupA | p.Glu865fs
ATTT N AATG
2:25235712:CA:C | 2472 L 7L —AT7 | €.2591delT p.-Met864fs

]\
2:25235713:A:G | 47 L AR c.2591T>C p.Met864Thr
2:25235713:AT:A | 3472 L 7L —AT7 | ¢.2590delA p-Met864fs

h
2:25235713:ATT | 472 L T L—ALv 7 | €.2566 2590delGA | p.Glu856fs
TCAGTGCACC ~ GGACATCTTAT
ATAAGATGTC GGTGCACTGAA
CTC:A A
2:25235716:T:A EAVAP SAEUA Cc.2588A>T p.Glu863Val
2:25235717:C:A | &Z472 L A RN 4| ¢2587G>T p.Glu863*

A
2:25235717.C.T | &4 L IAEUA c.2587G>A p.Glu863Lys
2:25235718:A:A | &4 7 L T L—2A5 7 | €.2584 2585dupA | p.Glu863fs
GT N C
2:25235718:AGT: | #4472 L T L—25 7 | ¢.2584 2585delAC | p.Thr862fs
A k
2:25235718:AGT | X472 L A 7 L—2I | ¢.2577 2585delAT | p.Leu859 Thr862
GCACCAT:A AT GGTGCAC delinsPhe
2:25235719:G:A | #4772 L IAEBEURA ¢.2585C>T p.Thr8621le
2:25235719:G:T | %472 L I AR c.2585C>A p.Thr862Asn
2:25235719:GTG | #3472 L T L—2Ah 7 | €.2578 2584delTG | p.Trp860fs
CACCA:G k GTGCA
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2:25235720:TG:T | &7 L 7L —AhI 7 | ¢2583delC p.Cys861fs
I\

2:25235721:G:T | #4472 L ARy 4| c2583C>A p.Cys861*

A
225235722:C:T | #%%7 L S AT A | c2582GoA p.Cys861Tyr
2:25235722:CAC | &ZY472 L T L—25h 7 | €.2578 2581delTG | p.Trp860fs
CA:C N GT
2:25235723:A:A | &M L 7L —AhT7 | ¢2580dupG p.Cys861fs
C I
2:25235723:A:G | &4 L I AR ¢.2581T>C p.Cys861Arg
2:25235723:ACC | &% 72 L T L—AhT7 | 2556 2580delGA | p.Met852fs
ATAAGATGTC k ATGAGAAAGAG
CTCTTTCTCAT GACATCTTATG
TC:A G
2:25235724:C:G | %472 L IAEUR ¢.2580G>C p.Trp860Cys
2:25235724:C:T | rs376830288 A Ky 4| c2580G>A p.Trp860*

A
2:25235725:C:G | #&Z47e L IR A €.2579G>C p.Trp860Ser
2:25235725:C:T | rs1321116253 | A kv 7" 4 | ¢2579G>A p.Trp860*

A v
2:25235725:CAT: | #%472 L 7 L— A7 | ¢2577 2578delAT | p.Trp860fs
C b
2:25235725:CAT | #4472 L T L—2ALv 7 | €.2575 2578delTT | p.Leu859fs
AA:C ]\ AT
2:25235726:A:AT | 15764502627 7L —2Ah 7 | ¢.2577dupA p. Trp860fs

]\

2:25235726:A:C | §&Z472 L I AEBEUA c.2578T>G p.Trp860Gly
2:25235726:A:G | 15373014701 I AEUA ¢.2578T>C p.Trp860Arg
2:25235726:AT | %470 L I AR c.2578T>A p. Trp860Arg
2:25235726:ATA | #&ZX472 L 7 L—AhL 7 | ¢2571_2577delCA | p.11e858fs
AGATG:A 8 TCTTA
2:25235726:ATA | §&ZX472 L 7 L—AT 7 | 2565 2577delAG | p.Lys855fs
AGATGTCCTCT k AGGACATCTTA
A
2:25235726:ATA | #%472 L T L—Ah 7 | €2562 2577delGA | p.Glu854fs
AGATGTCCTCT S AAGAGGACATC
TTC:A TTA
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2:25235727:T:TC | #4472 L 7 L—Ah7 | €.2576_2577nsG p.Trp860fs
~

2:25235727:TA:T | %472 L 7L —Ah 7 | ¢.2576delT p.Leu859fs
K

2:25235728:A:C | 181175622747 | X kw7 5 | ¢2576T>G p.Leu859*
A

2:25235728: AT | @472 L ANy 7| e257T6T>A p.Leu859*
A

2:25235732:TG:T | 3472 L 7L —Ahv 7 | ¢.2571delC p.Asp857fs
~

2:25235734T:TC | %472 L T L— A7 | €2568 2569dupG | p.Asp857fs

C K G

2:25235734:TC:T | rs1254668110 | 7 L— A 7 | ¢.2569delG p.Asp8571fs
K

2:25235735:C:T ZM L T AEUA ¢c.2569G>A p.Asp857Asn

2:25235735:CCT: | rs754004583 T L—Ah 7 | €2567 2568delAG | p.Glu856fs

C h

2:25235736:CTC | §z472 L T L—M5h37 | 2564 2567delAA | p.Lys855fs

TT:C N GA

2:25235737:TCT | %472 L T L—Ah 7 | €.2553 2566delCA | p.Phe851fs

TTCTCATTCAT S TGAATGAGAAA

G:T G

2:25235738:C:A | 472 L A RNy 7| e2566G>T p.Glu856*
A

2:25235738:C:.CT | %472 L 7 L—LALT7 | ¢.2565dupA p.Glu856fs
~

2:25235738:CT:C | §X472 L 7 L—Ah 7 | €.2565delA p.Glu856fs
I\

2:25235738:CTT: | 3&%%472 L T L—A5T 7 | 2564 2565delAA | p.Lys855fs

C b

2:25235740:T:A | %472 L TAEUA ¢.2564A>T p.Lys855Ile

2:25235740:TTC | 3472 L 7 L—Ah 7 | 2560 2563delGA | p.Glu854fs

TC:T =~ GA

2:25235741:T:A | 472 L ARy 7| c2563A>T p.Lys855*
A
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G

2:25235742:CTC | %472 L 7 L—Ahv7 | 2557 2561delAA | p.Asn853fs

ATT:C k TGA

2:25235743:TC:T | g4 72 L 7 L—Ah 7 | ¢.2560delG p.Glu854fs
~

2:25235744:CAT | 32472 L 7 L —Ah 7 | ¢.2553 2559delCA | p.Phe851fs

TCATG:C k TGAAT

2:25235745:AT:A | 3472 L 7 L—A 7 | ¢.2558delA p.Asn853fs
I

2:25235748:C:CA | 472 L 7 L—Ah7 | ¢.2555dupT p.Met852fs
I\

2:25235749: AT | %47 L IAEUA c.2555T>A p.Met852Lys

2:25235749:ATG: | 3472 L 7 L—2Ahv7 | 2553 2554delCA | p.Met852fs

A K

2:25235749:ATG | 472 L 7 L— A7 | 2538 2554delGC | p.GIn846fs

AAGACAGGAA ~ ATTTTCCTGTCT

AATGC:A TCA

2:25235750:T:C | rs746967478 T AESA c.2554A>G p-Met852Val

2:25235750:T:G ZU L S AR c.2554A>C p-Met852Leu

2:25235750:T:TG | %2472 L 7L —25b7 | ¢.2553dupC p-Met852fs
]\

2:25235750:TG:T | rs757223824 7L —Ah7 | c2553delC p.Phe851fs
~

2:25235751:G:G | #&47s L 7 V—5v7 | ¢2552dupT p.Met852fs

s b

2:25235751:GA: | 347 L 7L —2A 7 | ¢.2552delT p.Phe851fs

G K

2:25235751:GAA | %4 7x L 7 L—Ah7 | ¢2549 2552delTC | p.Val850fs

GA:G N TT

2:25235751:GAA | §23%47x L 7 L—Ah 7 | ¢.2548 2552delGT | p.Val850fs

GAC:G ~ CTT

2:25235752:AAG | 15779108270 7 L—Ah7 | 2550 2551delCT | p.Phe851fs

A K

2:25235754:G:G | &4 L 7 L—Ahv7 | ¢.2549dupT p.Phe851fs

A N

2:25235754:GAC | i34 72 L 7 L—Ah 7 | ¢.2548 2549delGT | p.Val850fs
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G

K

2:25235755:AC: | 151175091304 | 7 L — L 7 | ¢.2548delG p.Val850fs
£ h
2:25235756:C:G AN AR ¢.2548G>C p.Val850Leu
2:25235756:C: T ML SAEUA c.2548G>A p.Val850Ile
2:25235756:CA:C | #2472 L T L— A7 | €.2547delT p.Val850fs

K
2:25235756.CAG | 2472 L 7 L— A7 | c2546 2547delCT | p.Pro849fs
:C ]\
2:25235757:AG: | 15750600685 7 L—25L 7 | c.2546delC p.Pro849fs
A ]\
2:25235758:G:A | M L I AR ¢.2546C>T p.Pro849Leu
2:25235758:G:C WL AR A c.2546C>G p.Pro849Arg
2:25235758:G:G | &4 L T L—ALT 7 | €.2544 2545dupTC | p.Pro849fs
GA ~
2:25235758:G:'T | 35472 L IAEUA c.2546C>A p.Pro849His
2:25235759:G:A | 3 L I AEUA c.2545C>T p.Pro849Ser
2:25235759:G:C | &4 L IAEUA ¢.2545C>G p.Pro849Ala
2:25235759:G:G | &Y L 7 L—5h7 | ¢.2544dupT p.Pro849fs
A N
2:25235759:G:T | 3472 L I AEA c.2545C>A p.Pro849Thr
2:25235759:GA: | &% L 7L —AhT 7 | c.2544delT p.Pro849fs
G N
2:25235762:A:C BASEIAD S AEUA c.2542T>G p.Phe848Val
2:25235762:AT | gZ247e L T X R c.2542T>A p.Phe848lle
2:25235763:AT:A | #&%472 L 7 L — A7 | ¢.2540delA p.His847fs

]\
2:25235764:TG:T | 2472 L 7L —Ai 7 | ¢.2539delC p.His847fs

]\
2:25235764:TGC: | 3472 L 7L —A5h3 7 | ¢.2538 2539delGC | p.His847fs
T N
2:25235764TGC | 82272 L 7L —AY 7 | €2535 2539delCC | p.Asp845fs
TGG:T N AGC
2:25235765:G:T | 2472 L I AEA ¢.2539C>A p.His847Asn
2:25235765:GC: ML 7 L—A3 7 | ¢.2538delG p.GIn846fs
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ooooooa
2:25235766:CT:C | 2472 L 7 L —A57 | €2537delA p.GIn846fs
I\
2:25235766:CTG: | 3472 L T L—5 7 | ¢.2536 2537delCA | p.GIn846fs
c k
2:25235767:TG:T | 3472 L 7 L— A7 | c.2536delC p.GIn846fs
]\
2:25235768:G:A | 15781139634 A Nw 7 | e2536C>T p.GIn846*
A
2:25235769:G:C | %472 L I AEUA ¢.2535C>G p.Asp845Glu
2:25235770:TC:T | %472 L T L—25 7 | €.2533delG p.Asp845fs
~
2:25235771:CTT: | 472 L 7 L—ALv 7 | 2531 _2532delAA | p.Lys844fs
C ~
2:25235771:CTT | #3472 L T L—Iv 7 | ¢.2520 2532delAA | p.1le840fs
TGCCCTGCTTT N AGCAGGGCAAA
:C
2:25235774:T:C ML AR c.2530A>G p.Lys844Glu
2:25235774:TG:T | %2472 L 7 L— AL 7 | €.2529delC p.Asp845fs
]\
2:25235775:GC: a7z L 7L —AT 7 | ¢.2528delG p.Gly843fs
G K
2:25235776:C:CC | 5% 72 L TL—Ah17 | 2524 2527dupC | p.Gly843fs
CTG ~ AGG
2:25235776:C:T | %2475 L I AE LA | c2528G>A p.Gly843Asp
2:25235777.C:G | #4772 L T AEURA ¢.2527G>C p.Gly843Arg
2:25235778:C:G | #4472 L T AR €.2526G>C p.GIn842His
2:25235778:CT:C | #4772 L 7 L —57 | ¢.2525delA p.GIn842fs
]\
2:25235779:T:C rs771174392 IAEA C.2525A>G p.GIn842Arg
2:25235779:TG:T | 32472 L 7 L— L7 | €.2524delC p-GIn842fs
~
2:25235779:TGC | %472 L 7 L—Ah 7 | €.2517 2524delCA | p.Ile840fs
TTTATG:T N TAAAGC
2:25235780:G:A | 1s1015295548 | 2 kv 7 47 | ¢2524C>T p.GIn842*
A v
2:25235780:G:C | #2472 L I AR €.2524C>G p.GIn842Glu
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2:25235780:GC: S L 7 L —Ah 7 | ¢.2523delG p.Lys841fs
G k
2:25235781:C:.CT | §%¥472 L T L—2A5T7 | ¢2512 2522dupA | p.GIn842fs
TTATGGAGTT K ACTCCATAAA
2:25235781:CT:C | &X4472 L 7 L—LA57 | ¢.2522delA p.Lys841fs
=~
2:25235781:CTT: | i%472 L T L—2A5 7 | ¢2521 2522delAA | p.Lys841fs
C k
2:25235783:T:C | r1s1404111595 | S A& & c.2521A>G p.Lys841Glu
2:25235783:T:G | #4472 L I ABEUA c.2521A>C p.Lys841GIn
2:25235783:TTA: | #4721 7 L—Ahv7 | €2519 2520delTA | p.1le840fs
T b
2:25235784:TAT | X472 L 7 L—A5T7 | ¢2519delT p.11e840fs
k
2:25235786:T:C WL AR c.2518A>G p.lle840Val
2:25235786:T:TG | 5472 L 7L —AhT7 | ¢2517dupC p.1le840fs
S
2:25235786:T:TG | iz 472 L 7 1L—AT 7 | €2516 2517dupC | p.I1le840fs
G N c
2:25235786:TG:T | %472 L 7L —Ah 7 | ¢.2517delC p.1le840fs
~
2:25235787:G:G | #ZEe L 7 L—2hy 7 | 2516 2517insT | p.I1e840fs
A h
2:25235788:G:A | %4 7p L T AEBUA c.2516C>T p-Ser839Phe
2:25235788:GA: | Y470 L 7 L—2A5T 7 | ¢2515delT p.Ser839fs
G b
2:25235789:A:C | %472 L T AEUA ¢.2515T>G p.Ser839Ala
2:25235789:AG: BN I/AD 7 L —Ah 7 | ¢.2514delC p.Ser839fs
A 3
2:25235790:G:GT | rs781008582 7 b —A5h37 | ¢.2513dupA p.Asn838fs
S
2:25235790:GT:G | %472 L 7L —A53 7 | ¢.2513delA p.-Asn838fs
k
2:25235792:T:C | 1s961377711 AR c.2512A>G p-Asn838Asp
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10

20

2:25235794:G:C 151374267987 | A kv & | ¢2510C>G p.Ser837*

AV
2:25235794:G:G | 34 L 7 L—25T7 | ¢2509 2510insTG | p.Ser837fs
ATCA K AT
2:25235794.G:T | 472 L A Ny | c2510C>A p.Ser837*

A
2:25235795:A:A | @4 L 7 L—25y7 | ¢2508dupG p.Ser837fs
C k
2:25235797:C:G | &4 L I AEUAR ¢.2507G>C p.Arg836Thr
2:25235800:G:A | rs1489843853 | = Xk A c.2504C>T p.Thr835Met
2:25235800:GT:G | rs1293842202 | 7 L — A7 | ¢.2503delA p.Thr835fs

K
2:25235801:T:A | 3472 L TRABEUA c.2503A>T p.Thr835Ser
2:25235803:G:A | B4 L IRBEURA c.2501C>T p.Thr8341le
2:25235803:G:GT | 3472 L 7 L—2537 | ¢.2500dupA p.Thr834fs

~
2:25235804:T:C | 34472 L TABEUA ¢.2500A>G p.Thr834Ala
2:25235804:T:TA | X472 L 7 L—AhT 7 | ¢.2481 2499dupC | p.Thr834fs
ATGGTCCTCAC N AGCAAAGTGAG
TTTGCTG GACCATT
2:25235804.TA'T | %472 L T 1L—AT 7 | €2499delT p.Thr834fs

~
2:25235806:A:T | 54472 L IREUR c.2498T>A p.1le833Asn
2:25235807:T:C | rs745931882 SABEUA c.2497A>G p.lle833Val
2:25235809:GT:G | izX472 L 7 L— A7 | ¢.2494delA p.Thr832fs

~
2:25235812:C:T | &¥472 L IRABEUA c.2492G>A p.Arg831Lys
2:25235820:GCT | %472 L 7L —A=h 7 | c.2479- p.Phe8271fs
GAACTAGATG ~ 11 2483delTCTTC
AAGA:G ATCTAGTTCAG
2:25235821:CTG | iZ¥472 L T L—AhLTT7 | c.2479- p.Phe827fs
AACT:C ~ 2 2482delAGTTC

A

2:25235822:T:TG | X472 L A ~w 7 4| ¢2481_2482insCT | p.Phe827_Ser828i
AACTAGAG vz CTAGTTC nsLeuTerPhe
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2:25235822:TG:T | rs769831202 7 L—Ah7 | c.2481delC p.Phe827fs
~
2:25235823:G:GT | %472 L 7 L— A7 | ¢.2480 2481insA p.Phe827fs
K
2:25235823:G:T | @&/ L A UA c.2481C>A p.Phe827Leu
2:25235823:GA: | Y72 L 7 L— A7 | ¢.2480del T p.Phe8271fs
G k
2:25235823:GAA | 472 L 7L —2537 | ¢2479 2480delTT | p.Phe827fs
G =~
2:25235825:A:C | &4z L AR c.2479T>G p.Phe827Val
2:25235826:C:A | X472 L AT T A A | c2479-1G>T
TS E—
2:25235826:C:G | &4 7x L ATTA A | c.2479-1G>C
AT LA
2:25235826:C:T | rs775933506 AT TA A | c2479-1G>A
TIeSH—
2:25235826:CT:C | 472 L AT T A A | c2479-2delA
TR TS E—
2:25235827:T:C | rs761171028 ATTA A | c2479-2A>G
AT eSS
2:25235827:T:G | %472 L ATTA A | c2479-2A>C
TS E—
2:25236934:A:A | x4 L AT T A A | c2478+1dupG
C R —
2:25236934:A:C | 1s1327946633 | 277 A4 A | c.2478+2T>G
K —
2:25236934:A:G | Y47 L AT T A A | c2478+2T>C
K —
2:25236934:A:T | %472 L AT TAA | c24T78+2T>A
RJ—
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2:25236934:AC: | %M 7x L ATZ A A | c.2478+1delG
A K —
2:25236935:C:A | #3472 L ATTA A | c2478+1G>T

R
2:25236935:C:G | &4 L AT TA A | c2478+1G>C

R
2:25236935:C:T | 15762213449 ATTA A | c2478+1G>A

i
2:25236935:CCT: | #2472 L T L—2Ab 7 | ¢.2477 2478delAG | p.Lys826fs
C ~
2:25236936:C:G LML SAEUA c.2478G>C p.Lys826Asn
2:25236936:CT:C | 472 L 7 L— L7 | c.2477delA p.Lys826fs

~
2:25236936:CTT | #3472 L A 7 L—LI | ¢.2475 2477delCA | p.Lys826del
G:C AT A
2:25236937:T:A | #&Z47e L I AR c.2477A>T p.Lys826Met
2:25236937:T:C rs770079872 I AR c.2477A>G p.Lys826Arg
2:25236937:T:G | 1s770079872 I AEA c.2477A>C p.Lys826Thr
2:25236938:T:C | #&Z¥47e L I AERA c.2476A>G p.Lys826Glu
2:25236939:GGC | &4 L T L—25L 7 | ¢.2468 2474delGG | p.Arg823fs
TATCC:G k ATAGC
2:25236940:G:T | 2472 L SAEUA c.2474C>A p.Ala825Asp
2:25236941:C:T ZMe L S AR c.2473G>A p.Ala825Thr
2:25236942:TA:T | &472 L 7 L—LALv 7 | c.2471delT p.lle824fs

]\
2:25236943:A:G | &Y 70 L IREVRA c.2471T>C p.[1e824 Thr
2:25236943:AT:A | 3472 L 7 L—L5h 7 | €.2470delA p.lle824fs

]\
2:25236944.T:-TC | rs1200243711 | 7 L — A7 | ¢.2469dupG p.11e824fs

~
2:25236944:TC:T | 2472 L 7 L —AhT 7 | ¢.2469delG p.Ile824fs

I\
2:25236946:C:T | &Z%47e L S AEUA ¢.2468G>A p.Arg823Lys
2:25236946:CT:C | 3472 L 7 L—Ah3 7 | ¢.2467delA p.Arg823fs

]\
2:25236947:T:C | #&472 L I AEUA c.2467A>G p.Arg823Gly
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2:25236948:G:G | %472 L 7 L— A7 | €.2465dupG p.Arg823fs
- h
2:25236948:GC: | & 472 L 7 L—Ah 7 | ¢.2465delG p.Gly822fs
G k
2:25236950:CA:C | #4702 L 7 L—2AL 7 | c.2463delT p.His821fs

]\
2:25236951:A:C | &472 L I AR ¢.2463T>G p.His821GIn
2:25236951:A:T | #3472 L I AR c.2463T>A p.His821GIn
2:25236951:AT:A | 3472 L 7 L—25h 7 | c.2462delA p.His821fs

~
2:25236952:T:A | #4742 L I AR c.2462A>T p.His821Leu
2:25236952:T:C WL AR A c.2462A>G p.His821Arg
2:25236952:T:G | 15772882388 I AEUA ¢.2462A>C p-His821Pro
2:25236952:TG:T | #3472 L 7 L —ALv7 | c.2461delC p.His821fs

~
2:25236955:T:A | &4 L I AEUA C.2459A>T p.Glu820Val
2:25236955:T:C e L I AEUA c.2459A>G p.Glu820Gly
2:25236955:TC:T | #4472 L 7 L—Ahv7 | ¢.2458delG p-Glu820fs

]\
2:25236955:TCC | #2472 L 7 L— A7 | ¢2455 2458delCT | p.Leu819fs
AG:T k GG
2:25236956:C:A 1s1264543822 | A kv 7 & c.2458G>T p.Glu820*

A v
2:25236956:C:G | &ZX472 L I AR ¢.2458G>C p.Glu820GIn
2:25236956:CCA: | %472 L 7 L—25L 7 | €.2456 2457delTG | p.Leu819fs
¢ k
2:25236956:CCA | & 472 L T L—5L 7 | ¢.2454 2457delTC | p.Cys818fs
GA:C ]\ TG
2:25236957:CA:C | &4 72 L 7L — A7 | c2456delT p.Leu819fs

~
2:25236958: AT | #%472 L I AR c.2456T>A p.Leu819GIn
2:25236958:AG: | &M p L 7L —5h7 | ¢.2455delC p.Leu819fs
A ~
2:25236959:G:C | #2472 L IRAEUA ¢.2455C>G p.Leu819Val
2:25236959:G:T | #&Z472 L TREIA ¢.2455C>A p.Leu819Met
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goooogoogao
2:25236960:A:A | %472 L 7 L—2Ahv 7 | ¢.2450_2453dupA | p.Cys818fs
CACT ~ GTG
2:25236960:A:A | B2 L 7 L—253y7 | 2453 2454insGG | p.Cys818fs
CC K
2:25236960:A:T | X472 L A kv | c2454T>A p.Cys818*
A
2:25236960:AC: | %472 L 7 L—AhT 7 | ¢.2453delG p.Cys818fs
A b
2:25236961:C:A | %472 L AR c.2453G>T p.Cys818Phe
2:25236961:C:T | 3472 L I AR c.2453G>A p.Cys818Tyr
2:25236961:CA:C | %472 L T L—AY 7 | ¢.2452delT p.Cys818fs
K
2:25236962:A:C | %472 L IABEUA c.2452T>G p.Cys818Gly
2:25236962:A:G | #4472 L IREBUR €.2452T>C p.Cys818Arg
2:25236962: AT | #&47a L IR UR c.2452T>A p.Cys818Ser
2:25236963:C:CT | %472 L 7 L—25h37 | ¢.2450dupA p.Cys818fs
I\
2:25236963:CT:C | %472 L 7 L—AhT 7 | ¢.2450delA p.Glu817fs
ks
2:25236964:T:C | 3472 L T AEURA ¢.2450A>G p.Glu817Gly
2:25236964:TC:T | %472 L 7 L—Av 7 | ¢.2449delG p.Glu817fs
N
2:25236965:C:A | 1373873045 A RNy | e2449G>T p.Glu817*
1V
2:25236966:C:CT | %2472 L 7 L—AhT 7 | ¢.2444 2447dupT | p.GIn816fs
GCA k GCA
2:25236966:CT:C | %472 L T L— ALY 7 | c2447del A p.GIn816fs
~
2:25236967:T:C | %472 L IRABEUA c.2447A>G p.GIn816Arg
2:25236967:-TG:T | %472 L 7 L—A57 | ¢.2446delC p.GIn816fs
K
2:25236968:G:A | rs759187608 ARy 7| e2446C>T p.GIn816*
A
2:25236969:C:CA | %472 L 7 L—AhT 7 | c.2444dupT p-GIn816fs
~
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2:25236969:CA:C | %472 L 7 L — A7 | c.2444delT p.Leu815fs

~
2:25236970:A:G | %M L T AEUA ¢.2444T>C p.Leu815Pro
2:25236970:A:T | 2%47p L S AR c.2444T>A p.Leu815GIn
2:25236970:AG: ML 7 L —5h 7 | ¢.2443delC p.Leu815fs
A I
2:25236971:G:C | 3472 L I ABEUA ¢.2443C>G p.Leu815Val
2:25236971:G:T | %472 L T AR c.2443C>A p.Leu815Met
2:25236972:CT:C | %472 L T LA 7 | c2441delA p.Glu814fs

K
2:25236972:CTC | %472 L 7 L—AhT 7 | ¢.2435 2441delAG | p.Lys812fs
CAGCT:C K CTGGA
2:25236973:T:C S L I AR c.2441A>G p.Glu814Gly
2:25236973:T:TC | 32472 L 7 L —AhT7 | ¢.2440dupG p.Glu814fs

N
2:25236974:C:A | 151174921909 | A kv 7 %7 | c.2440G>T p.Glu814*

A v
2:25236975:CA:C | %472 L 7 L—Ahv 7 | ¢.2438delT p.Leu813fs

~
225236977.G:G | %/ L S L — L+ 7 | 02430 2436dupT | pLeusl3fs
CTTATCA ~ GATAAG
2:25236977:GC: | %47 L T L —Ah 7 | ¢2436delG p.Lys812fs
G I
2:25236977:GCT | %472 L T L—257 | 2432 2436delAT | p.Asp8l11fs
TAT:G K AAG
2:25236978:CT:C | %472 L 7 L —5hv 7 | ¢.2435delA p.Lys812fs

k
2:25236979:T:C BN I/AD S AEBUA c.2435A>G p.Lys812Arg
2:25236979:T:TT | 3472 L 7 L— A7 | c2433 2434dupT | p.Lys812fs
A K A
2:25236980:T:A | %472 L A RNy | c2434A>T p.Lys812*

A v
2:25236980:T:TA | rs1287022880 | 7 L— A7 | ¢.2433dupT p.Lys812fs

N
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2:25236980:TAT | %472 L 7 L— A7 | c2420 2433delCC | p.Ser807fs

CATTCACAGT N ACTGTGAATGA

GG:T T

2:25236981:A:AT | 32472 L 7 L—Ah 7 | €.2429 2432dupA | p.Asp811fs

CAT ~ TGA

2:25236981:A:T | #4472 L IAREUA c.2433T>A p.Asp811Glu

2:25236981:ATC: | %472 L T L—AhT7 | ¢.2431 2432delGA | p.Asp811fs

A b

2:25236981:ATC | 3472 L T L—LA5 7 | 2428 2432delAA | p.Asn810fs

ATT:A =~ TGA

2:25236983:CA:C | #4472 L 7 L—AT 7 | ¢.2430delT p.Asn810fs
=

2:25236984:AT:A | B4 72 L 7 L—AY 7 | c2429delA p.Asn810fs
=~

2:25236986:TCA: | 35472 L 7 L—Ah7 | €.2426 2427delTG | p.Val809fs

T h

2:25236989:CA:C | %472 L T L—53 7 | ¢.2424delT p.Val809fs
N

2:25236990:AG: | B4 L 7 L—Ah 7 | ¢.2423delC p. Thr808fs

A b

2:25236991:GTG | #%472 L 7 L—Ah 7 | 2419 2422delTC | p.Ser807fs

GA:G S CA

2:25236991:GTG | %472 L 7 L—25LT 7 | ¢.2409- p.Arg803fs

GATGCCAACG =~ 1 2422delGGCCG

GCC:G TTGGCATCCA

2:25236994:G:G | %M L T L—ALT 7 | 2416 2419dupG | p.Ser807fs

ATGC N CAT

2:25236994:G:T | iz472 L AR ¢.2420C>A p.Ser807Tyr

2:25236997:GC: FARAA 7 L—57 | c.2416delG p.Ala806fs

G k

2:25236998:C:T B IAEUA c.2416G>A p.Ala806Thr

2:25236999:C:CA | %472 L 7 VL—A5v 7 | c2414dupT p.Leu805fs
~

2:25236999:C:CT | X472 L 7 L— A7 | c2414 2415insA p.Ala806fs
k
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2:25236999:CA:C | %472 L 7L —AhI 7 | c.2414delT p.Leu805fs
~
2:25237000:A:A | %M L T L—2A5Lv 7 | ¢.2413 2414insAT | p.Leu805fs
AAAT K TT
2:25237000:A:T | 3472 L A Ny 7| c2414T>A p.Leu805*
A
2:25237002:CG:C | 3% X472 L 7 1L—257 | ¢2411delC p.Pro804fs
K
2:25237002:CGG | 3472 L AT T4 A | c2409- p.Pro804del
CCTAGGAGGC 7 & — | 15 2411delTCTTC
AGAAGA:C TGCCTCCTAGG
CC
2:25237003:G:A | 15750597155 AR c.2411C>T p.Pro804Leu
2:25237003:G:T S I AR c.2411C>A p.Pro804GIn
2:25237003:GGC | %472 L T L—AT 7 | 2409 2410delGC | p.Arg803fs
‘G N
2:25237004:G:A | %470 L I AEBEUR ¢.2410C>T p.Pro804Ser
2:25237004:GC: | 1s35824014 7 L—25T 7 | ¢2409delG p.Arg803fs
G ks
2:25237005:C:A | 151304201075 | S A& A ¢.2409G>T p.Arg803Ser
2:25237005:C:G | ix¥472 L I RABEUR ¢.2409G>C p.Arg803Ser
2:25237006:C:A rs866917013 ATT7A4 A | c2409-1G>T
TS —
2:25237006:C:G | rs866917013 ATTA A | ¢.2409-1G>C
TS E—
2:25237006:C:T 1s866917013 AT T A A | c2409-1G>A
TS E—
2:25237007:T:A | %472 L AT T A A | c2409-2A>T
TS~
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2:25237007:T:C ML AT T A A | c2409-2A>G

TR THE—
2:25237007:T:G | i%472 L AT TA A | c.2409-2A>C

T TE—
2:25239128:A:C | 32472 L AT T4 A | c2408+2T>G

RJ—
2:25239128:A:G | 472 L AT T A4 A | c.2408+2T>C

RJ—
2:25239128:A:T Rl AT T A A | c2408+2T>A

K —
2:25239129:C:A | %472 L AT TAA | c2408+1G>T

R —
2:25239129:C:G | &2 L AT T A A | c2408+1G>C

R —
2:25239129:C:T | 1s1457044151 | 275 A4 A | c2408+1G>A

R —
2:25239130:C:A | %472 L I xREUR ¢.2408G>T p.Arg803Met
2:25239130:C:G | #2472 L TAREUA ¢.2408G>C p.Arg803Thr
2:25239130:C:T 1s764146514 T AEUA c.2408G>A p.Arg803Lys
2:25239131:T:A | @472 L I AR c.2407A>T p.Arg803Trp
2:25239131:T:C | §z472 L TARABEUA c.2407A>G p.Arg803Gly
2:25239131TG:T | 34472 L 7 L—Ah3 7 | ¢2406delC p.Asn802fs

~
2:25239131.TGT | @%47e L T L —Av 7 | 2393 2406delTT | p.Leu798fs
TCATACCGGG ~ CCCGGTATGAA
AA:T C
2:25239132:G:G | #4472 L 7 L—A5h 7 | €.2405 2406insT p.Arg803fs
A k
2:25239132:GT:G | %472 L 7 L—Ah7 | c2405delA p.Asn802fs

K
2:25239135:C:A | iz4 72 L I AR ¢.2403G>T p.Met8011le
2:25239135:C:T | %472 L IRAEUR c.2403G>A p-Met8011le
2:25239136:A:C | 15901395842 IAEUA ¢.2402T>G p-Met801Arg
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2:25239136:A:G | B4 7e L xR ¢.2402T>C p.Met801Thr
2:25239136:A:T | @472 L T AR c.2402T>A p-Met801Lys
2:25239136:AT:A | 3470 L 7L —53Y 7 | c2401delA p.Met801fs

~
2:25239136:ATA | 35472 L 7 1L—A37 | €2391 2401delCC | p.Leu798fs
CCGGGAAGG:A K TTCCCGGTA
2:25239137:T:A | 3472 L IREUZ c.2401A>T p.Met801Leu
2:25239137:T:C | 15753567076 | I A& A c.2401A>G p.Met801Val
2:25239138:AC: | %472 L T L—Ah 7 | €2399delG p.Gly800fs
A b
2:25239139:C:A | 345472 L I 2R ¢.2399G>T p.Gly800Val
2:25239139:C:T | 32472 L IAEBUA c.2399G>A p.Gly800Asp
2:25239140:C:CG | %472 L 7L —A3 7 | €2397dupC p.Gly800fs

I\
2:25239140:C:T | 1s757083492 | I At A ¢.2398G>A p.Gly800Ser
2:25239140:CG:C | 15998597777 | 7 L— A 7 | ¢.2397delC p.Gly800fs

N
2:25239142:G:A | 1s1004794515 | I 2k & ¢.2396C>T p.Pro799Leu
2:25239142:G:C | 1s1004794515 | I Ak > A ¢.2396C>G p.Pro799Arg
2:25239143:G:A | 18766564570 | I A+ & ¢.2395C>T p.Pro799Ser
2:25239143:G:C | 15766564570 I AR ¢.2395C>G p.Pro799Ala
2:25239143:G:T | 15766564570 | I At A ¢.2395C>A p.Pro799Thr
2:25239144:AAG | Y72 L 7L —A37 | €2390 2393delAC | p.Asn797fs
GT:A K CT
2:25239144:AAG | 35472 L 7 L—AhT 7 | 2384 2393delGG | p.Trp795fs
GTTACCCC:A K GGTAACCT
2:25239144:AAG | %% 70 L A7 Lb—A | 2382 2393delCT | p.Trp795_Leu798
GTTACCCCAG: AT GGGGTAACCT | del
A
2:25239145:A:C | 32472 L T2k ¢.2393T>G p.Leu798Arg
2:25239145:A:G | 151399762821 | = Atk A 6.2393T>C p.Leu798Pro
2:25239145:A:T | 32472 L NS c.2393T>A p.Leu798His
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2:25239145:AG: WL 7 L—AhT7 | ¢.2392delC p.Leu798fs
A bk
2:25239145:AGG | 472 L 7 L —Ahi 7 | 2385 2392delGG | p.Trp7951fs
TTACCC:A k GTAACC
2:25239146:G:A | #5472 L R AR €.2392C>T p.Leu798Phe
2:25239146:G:C | X7 L I AR €.2392C>G p.Leu798Val
2:25239146:G:G | %472 L 7L —A5v 7 | 2391 2392insTT | p.Gly800fs
GTAA K AC
2:25239146:G:G | 32472 L 7 L—AhT7 | 2391 2392insGT | p.Leu798fs
GTAAC K TAC
2:25239147.G:C | ¥4 L IREUA €.2391C>G p.Asn797Lys
2:25239147.G:G | #%¥47e L 7L —A5h 7 | 2390 2391insG | p.Asn797fs
C b
2:25239147:G:T I AEA ¢.2391C>A p-Asn797Lys
2:25239147:GT:G | 15748836168 7 L— AT 7 | €.2390delA p-Asn797fs

}\
2:25239148:T:A | R4 72 L AR ¢.2390A>T p.Asn7971le
2:25239148:T:C 1s767588813 IAEBA c.2390A>G p-Asn797Ser
2:25239148:T:G | &4 L I AR c.2390A>C p-Asn797Thr
2:25239148:TTA | #%%47 L 7 L —A7 | €.2383 2389delTG | p.Trp795fs
CCCCA:T L GGGTA
2:25239149:T:A | %472 L S AEBEUA c.2389A>T p.-Asn797Tyr
2:25239149:T:C | rs755013083 I AEUA ¢.2389A>G p.Asn797Asp
2:25239149:T:G | 1s755013083 I REBUR ¢.2389A>C p.Asn797His
2:25239149:TAC | #2347 L 7 L—Aht 7 | ¢.2381 2388delTC | p.Phe794fs
CCCAGA:T k TGGGGT
2:25239150:A:A | 3247 L 7 L—Ahi 7 | €.2386 2387dupG | p.Asn797fs
CC k G
2:25239150:AC: | 151025684646 | 7 L — A 7 | ¢.2387delG p-Gly796fs
A k
2:25239150:ACC | %472 1L A 7 L—L | 2382 2387delCT | p.Trp795 Gly796
CCAG:A AT GGGG del
2:25239151:C:A | 1s781138077 I AEUA ¢.2387G>T p-Gly796Val
2:25239151:C:G | ¥4 2 L I AR ¢.2387G>C p-Gly796Ala
2:25239151:C:T | rs781138077 I AEURA ¢.2387G>A p-Gly796Asp
2:25239152:C:A BAYIAP SAEUA ¢.2386G>T p.Gly796Cys
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2:25239152:C:G | #2472 L SAEUA €.2386G>C p.Gly796Arg
2:25239153:.C:A | #3472 L A UA ¢.2385G>T p.Trp795Cys
2:25239153:C:G | &4 L RAEA €.2385G>C p.Trp795Cys
2:25239153:C:T | rs1395575712 | A kw7 47 | ¢.2385G>A p.Trp795*
Y
2:25239154:C:A | 15756566100 SAESA ¢.2384G>T p.Trp795Leu
2:25239154:C:G | i&47a L AR ¢.2384G>C p-Trp795Ser
2:25239154:C:T | 15756566100 A hw7 | ¢2384G>A p.Trp795*
s
2:25239154:CA:C | %% 7 L S U —Lhv 7 | c2383delT D Trp7951s
~
2:25239154:CAG | #2472 L 7L —A 7 | ¢2382 2383delCT | p.Phe794fs
:C K
2:25239154:.CAG | #2272 L A 7 L—4 | ¢2381_2383delTC | p.Phe794del
A:C A T T
2:25239155:A:G | 15778414705 _i At A ¢.2383T>C p. Trp795Arg
2:25239155:A:T IAEBUA ¢.2383T>A p. Trp795Arg
2:25239156:G:C | #4722 L IREBEUA ¢.2382C>G p.Phe794Leu
2:25239157:A:C | 472 L SAEBEUA c.2381T>G p.Phe794Cys
2:25239157:A:G | rs1419173604 | = A& A& ¢.2381T>C p.Phe794Ser
2:25239158:A:C IAEA ¢.2380T>G p.Phe794Val
2:25239158:A:G | rs771474959 I AR ¢.2380T>C p.Phe794Leu
2:25239158:A:T WL S AEA c.2380T>A p.Phe794lle
2:25239159:G:C | rs1418024882 | A kv 4 | ¢2379C>G p.Tyr793*
s
2:25239159:G:T | %472 L A N7 | e2379C>A p.Tyr793*
o
2:25239160:T:G | #%472 L AR ¢.2378A>C p. Tyr793Ser
2:25239161:A:C | rs1247759759 | S A& & ¢.2377T>G p.Tyr793Asp
2:25239161:A:G | 4472 L AR c.2377T>C p.Tyr793His
2:25239163:C:G | #&Z¥472 L IAEUA ¢.2375G>C p.Arg792Pro
2:25239163:C:T | rs774100557 IAEBUA ¢.2375G>A p.Arg792His
2:25239163:CG:C | %472 L 7 L—2Ahv 7 | ¢2374delC p.Arg792fs
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2:25239164.G:A | g% 72 L TRELA ¢.2374C>T p.Arg792Cys
2:25239164:G:C | 3472 L F A e A ¢.2374C>G p.Arg792Gly
2:25239164:G:G | i%X47 L 7 L—A53 7 | €2366 2373dupA | p.Arg792fs
GGCCCTGT K CAGGGCC
2:25239164:GGG | %2477 L 7 1L—Ah 7 | ¢2364 2373delAC | p.His789fs
CCCTGTGT:G K ACAGGGCC
2:25239166:G:A | %470 L IR ¢.2372C>T p.Ala791Val
2:25239166:G:T | 2472 L IREUR c.2372C>A p.Ala791Asp
2:25239166:GC: | %472 L T L—Ah3 7 | €2371delG p.Ala791fs
G b
2:25239167:C:T | 1s1005623505 | = A+ > & c.2371G>A p.Ala791Thr
2:25239167:CCC | 25472 L 71— AV 7 | 2366 2370delAC | p.His789fs
TGT:C K AGG
2:25239168:C:G | 3% 77 L IREUR ¢.2370G>C p.Arg790Ser
2:25239169:CT:C | 34472 L 7 L—2Ah3I7 | c2368delA p.Arg790fs

K
2:25239169:CTG: | %477 L 71— 7 | €2367 2368delCA | p.His789fs
C K
2:25239170:T:A | 35247 L I REUR c.2368A>T p.Arg790Trp
2:25239171:G:T | %470 L NS c.2367C>A p.His789GIn
2:25239172T:A | 3472 L IRAEBUR c.2366A>T p.His789Leu
2:25239173:GT:G | 3472 L 7 L—Ahv 7 | c.2364delA p.His789fs

K
2:25239175:G:A | 151277979168 | I A+ & ¢.2363C>T p.Ala788Val
2:25239175:GCA | %472 L T L—AhT 7 | 2358 2362delAG | p.Ala787fs
GCT:G K CTG
2:25239176:C:T | %47 L IREUR ¢.2362G>A p.Ala788Thr
2:25239176:CA:C | 342477 L 7L —AhL 7 | c2361delT p.Ala788fs

N
2:25239177:AGC | %472 L T 1L—AT 7 | 2359 2360delGC | p.Ala787fs
A N
2:25239178:G:G | 42 L 7 L—A5T 7 | ¢2359dupG p.Ala787fs
C K

10

20

30

40

50



goooooao

(87)

JP 2024-533459 A 2024.9.12

2:25239178:GCT: | #2472 L 7 L—25h3 7 | ¢2358 2359delAG | p.Ala787fs
G k
2:25239179:C:A | 1s375845138 IREUA ¢.2359G>T p.Ala787Ser
2:25239179:C:CT | §2472 L 7 L —Ah 7 | €.2358dupA p.Ala787fs
S
2:25239179:C:T | &Z¥472 L IABEUA ¢.2359G>A p.Ala787Thr
2:25239181:G:A | 470 L IRABEURA ¢.2357C>T p.Ser786Leu
2:25239181:G:C | rs962973415 ARy | e2357C>G p.Ser786*
AV
2:25239181:G:T | 472 L A My 7 | c2357C>A p.Ser786*
A
2:25239181:GAC | X472 L 7L —Ah37 | €2355 2356delGT | p.Ala787fs
G K
2:25239185:C:T S I AEBEUR ¢.2353G>A p.Val785Met
2:25239186:TTC: | %472 L 7 L—Ah3 7 | €.2350 2351delGA | p.Glu784fs
T ~
2:25239187:T:TC | #4472 L 7 L —253y7 | ¢2350 2351insTT | p.Glu784fs
AAA K TG
2:25239187:T:TC | #4472 L 7 L—Ah7 | €.2323 2350dupTC | p.Glu784fs
TTTGGCATCAA S CAACCCTGTGA
TCATCACAGG TGATTGATGCC
GTTGGA AAAG
2:25239187:TC:T | 3472 L 7 L—A5 7 | ¢2350delG p.Glu784fs
=
2:25239188:C:A | iZ¥a7e L A Ny | e2350G>T p.Glu784*
AV
2:25239188:C:CT | i%X472 L 7 L—Ah 7 | €.2349dupA p.Glu784fs
N
2:25239188:CT:C | rs1255237375 | 7 L — AL 7 | ¢.2349delA p.Glu784fs
-
2:25239191:T:TG | #4722 L 7 L —25h3 7 | ¢2346dupC p.Lys783fs
k
2:25239191.TG:T | %472 L 7 L—AL 7 | ¢.2346delC p.Glu784fs
K
2:25239193:G:A | @447 L IRAEBUA €.2345C>T p.Ala782Val
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2:25239194:C:CA | %472 L 7 L —Ah 7 | €.2340 2343dupT | p.Ala782fs
TCA ~ GAT
2:25239194:C:'T | x4 L T REA c.2344G>A p.Ala782Thr
2:25239194:CAT | &%472 L 7 L—257 | ¢.2340 2343delTG | p.11e780fs
CA:C ~ AT
2:25239195:AT:A | %472 L 7L —5 7 | ¢.2342delA p.Asp781fs
K
2:25239197:CA:C | X472 L 7 L—2A537 | ¢.2340delT p.11e780fs
K
2:25239198:A:C | #4472 L TAEUA ¢.2340T>G p.Ile780Met
2:25239198:AAT | 3472 L A 7 L—2 | €.2334 2339delGA | p.Met779 11e780
CATC:A AT TGAT del
2:25239198:AAT | #4472 L 7 L—A537 | €.2330 2339delCT | p.Pro777fs
CATCACAG:A k GTGATGAT
2:25239199:A:C | 1s370751539 IAEUR ¢.2339T>G p.1le780Ser
2:25239199:A:G | 1s370751539 T ARAEUA ¢.2339T>C p.1le780Thr
2:25239199:A:T | rs370751539 AR c.2339T>A p.Ile780Asn
2:25239201:C:CA | X472 L 7 L—Ah7 | €.2333 2336dupT | p.Met7791fs
TCA N GAT
2:25239201:CA:C | 472 L 7 L —Ah3 7 | ¢.2336delT p.Met779fs
K
2:25239202:A:G | izM4 7L AR c.2336T>C p.Met779Thr
2:25239202:AT:A | 32472 L 7 L —L5b 7 | ¢2335delA p.Met779fs
K
2:25239203:TCA | iz472 L ATTAA | c2323- p.Ser775_Met779
CAGGGTTGGA 7 7t F & — | 11_2334delCTGTT | del
CTACAAAACA TTGTAGTCCAA
G:T CCCTGTG
2:25239204:C:CA | 32472 L 7 L —5hy7 | ¢2333dupT p-Met779fs
N
2:25239204:CA:C | ;x4 72 L 7L —A5hv 7 | ¢.2333delT p.Val778fs
K
2:25239204:CAC | %472 L T L—AL 7 | c2323- p.Ser775fs
AGGGTTGGAC N 6 2333delTTGTA
TACAA:C GTCCAACCCTG
T
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2:25239204:CAC | #4872 L Z1L—AhT7 | €2323- p.Ser775fs
AGGGTTGGAC N 7 2333delTTTGT
TACAAA:C AGTCCAACCCT
GT

2:25239205:A:C | 15979932565 T AR c.2333T>G p.Val778Gly
2:25239205:A:G | iz L I AR c.2333T>C p.Val778Ala
2:25239205:A:T | 3472 1L AR c.2333T>A p.Val778Glu
2:25239205:AC: FAAAD 7 —AbT7 | ¢2332delG p.Val778fs
A h
2:25239206:C:A | iz 72 L I AR ¢.2332G>T p.Val778Leu
2:25239206:C:T L SAE A c.2332G>A p.Val778Met
2:25239207:AG: | 15775989176 7 L—257 | ¢2330delC p.Pro7771s
A h
2:25239208:G:A | 15752626029 RAEUA ¢.2330C>T p.Pro777Leu
2:25239208:G:C | rs752626029 IAEURA ¢.2330C>G p.Pro777Arg
2:25239208:G:T 15752626029 T AEUA ¢.2330C>A p.Pro777His
2:25239209:G:A | 11172777420 | S A& & €.2329C>T p.Pro777Ser
2:25239210:GT:G | X472 L 7 L—ALT 7 | ¢2327delA p.Asn776fs

N
2:25239212:T:TG | %472 L 7L —Ah37 | ¢2325dupC p.Asn776fs

~
2:25239212TG:T | §%%72 L 7 L—Ah 7 | €2325delC p.Asn776fs

N
2:25239214:G:A | %472 L I AR ¢.2324C>T p.Ser775Phe
2:25239214:GA: ML 7 L—5 7 | ¢.2323delT p.Ser775fs
G b
2:25239215:A:G | 1s74708853 I AR ¢.2323T>C p.Ser775Pro
2:25239215:A:T | 347 1L I AEBUA c.2323T>A p.Ser775Thr
2:25239216:C:G | %472 L ATTA4 A | ¢2323-1G>C

TS H—
2:25239216:C:T | 1s1324347218 | A7 A4 A | ¢2323-1G>A

TS —
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2:25239217:T:A | r1s765045799 AT TAA | c2323-2A>T
TR TH—
2:25239217:T:C | 18765045799 | X 7T A4 X | ¢.2323-2A>G
TR TR —
2:25239217.T:G | 5472 L AT FA A | 2323-2A>C
TIeTE—
2:25240299:TAC | %472 L 7 L—Ah37 | ¢2319 2322+2del | p.Glu774fs
CTCG:T k CGAGGT
2:25240300:A:A | ix472 L AT T A A | ¢2321_2322+1dup
CCT R — AGG
2:25240300:A:C | 472 L AT TA A | €232242T>G
NI —
2:25240300:A:G | ix472 L AT TAA | e2322+42T>C
k-
2:25240300:AC: | iz¥4472 L AT T A A | €2322+1delG
A Kg—
2:25240300:ACC | %472 L AT T AR | ¢2305_2322+1del | p.le769_Glu774d
TCGAGAAATC N ATCTCGCGATTT | el
GCGAGAT:A CTCGAGG
2:25240300:ACC | 3z472 L AT T A A | ¢2302_2322+1del | p.Asp768_Glu774
TCGAGAAATC RF— GACATCTCGCG | del
GCGAGATGTC: ATTTCTCGAGG
A
2:25240301:C:A | rs903011938 ATTAA | e232241G>T
K —
2:25240301:C:CC | %472 L 7 L—2AhT7 | ¢.2313_2322dupA | p.Ser775fs
TCGAGAAAT =~ TTTCTCGAG
2:25240301:C:G | ix472 L AT TA A | e2322+1G>C
K9 —
2:25240301:C:T | rs903011938 AT TAA | e2322+1G>A
R —
2:25240301:CCT: | 3472 L 7 L—Ah 7 | ¢.232]1_2322delAG | p.Glu774fs
C h

10

20

30

40

50



goooooao

(91)

JP 2024-533459 A 2024.9.12

2:25240301:CCT | %472 L 7 L—Ah7 | €.2318 2322delTC | p.Glu774fs
CGA:C N GAG
2:25240302:C:A | 15753017271 IREUA c.2322G>T p.Glu774Asp
2:25240302:C:CT | 32472 L 7L —Ah 7 | ¢2314 2321dupTT | p.Glu774fs
CGAGAAA S TCTCGA
2:25240302:C:G | rs753017271 I AEURA ¢.2322G>C p.Glu774Asp
2:25240302:CTC | %472 1L 7 L—2A5Lv7 | ¢2318 2321delTC | p.Leu773fs
GA:C N GA
2:25240303:T:A | 35472 L SAEUA ¢.2321A>T p.Glu774Val
2:25240303:T:C I ABEUA c.2321A>G p.Glu774Gly
2:25240303:T:G | #4472 L T AREUR c.2321A>C p.Glu774Ala
2:25240303:T:TC | 32472 L 7 L—AT7 | ¢.2320dupG p.Glu774fs
S
2:25240303:T:TC | rs761980712 7 L—257 | ¢2311 2320dupC | p.Glu774fs
GAGAAATCG N GATTTCTCG
2:25240303:TC:T | %472 L 7 L—5 7 | ¢2320delG p.Glu774fs
I\
2:25240304:C:A | 470 L A Ny 7| e2320G>T p.Glu774*
A
2:25240304:C:CG | %472 L 7 L—2537 | ¢2319dupC p.Glu774fs
K
2:25240304:C:T 1s760624806 SAEUA ¢.2320G>A p.Glu774Lys
2:25240304:CGA | 35472 L 7 L—Ab7 | €2315 2319delTT | p.Phe772fs
GAA:C S CTC
2:25240305:G:G | ix472 L T L—Ah7 | €.2290 2318dupA | p.Glu774fs
AGAAATCGCG k GTGACAAGAGG
AGATGTCCCTC GACATCTCGCG
TTGTCACT ATTTCT
2:25240305:GAG | #2472 L A7 b—25 | ¢2316 2318delTC | p.Leu773del
A:G AT T
2:25240306:A:C | 1s764303486 I AEUA c.2318T>G p.Leu773Arg
2:25240306:A:G | #4702 L AR ¢.2318T>C p.Leu773Pro
2:25240306:A:T | 3%472 L AR c.2318T>A p.Leu773His
2:25240306:AG: | 34 L 7 L—57 | ¢.2317delC p.Leu773fs
A R
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2:25240307:G:A | M L T AR c.2317C>T p.Leu773Phe

2:25240307:G:C | %47 L I AR c.2317C>G p.Leu773Val

2:25240307:G:G | &% L 7 L—AhY7 | 2315 2316dupTT | p.Leu773fs

AA ]\

2:25240307:G:T | 15754336556 | = 2t A c2317C>A p.Leu7731le

2:25240307:GA: | x4 L 7L —Ahy7 | ¢.2316delT p.Leu773fs

G s

2:25240307:GAA | %78 L 7 L—Ah7 | 2315 2316delTT | p.Phe772fs

‘G }\

2:25240308:A:A | Zi7e L A 27 L—2A | ¢2283 2315dupG | p.Arg771 Phe772

AATCGCGAGA STl GGCGTTAGTGA | insLeuGlyValSer

TGTCCCTCTTG CAAGAGGGACA | AspLysArgAsplle

TCACTAACGC TCTCGCGATT SerArg

CC

2:25240308:A:C | &% 72 L IREVA c.2316T>G p.Phe772Leu

2:25240308:A:T | X472 L T A A c2316T>A p.Phe772Leu

2:25240308:AAA | %7 L 7 L—AY7 | ¢2312 2315delGA | p.Arg771fs

TC:A s TT

2:25240309:A:A | #4722 L 7 L— A7 | 2272 2314dupG | p.Phe772fs

ATCGCGAGAT K TGGTGGCCATG

GTCCCTCTTGT GGCGTTAGTGA

CACTAACGCC CAAGAGGGACA

CATGGCCACC TCTCGCGAT

AC

2:25240309:A:AT | 32472 L 7 L—A=7 | ¢2314 2315insGA | p.Phe772fs

C K

2:25240309:A:C | gZ47e L 2 AR WA c.2315T>G p.Phe772Cys

2:25240309:A:G | %72 L IAEUA ¢.2315T>C p.Phe772Ser

2:25240309:AAT | %472 L 7 L—Ah 7 | 2307 2314delCT | p.Phe772fs

CGCGAG:A K CGCGAT

2:25240310:A:AT | 352472 L 7 L—Ai 7 | ¢2295 2313dupC | p.Phe772fs

CGCGAGATGT K AAGAGGGACAT

CCCTCTTG CTCGCGA

2:25240310:A:G | &% 72 L I AR c.2314T>C p.Phe772Leu

2:25240310:A:T | 3472 L I AR c.2314T>A p.Phe7721le

2:25240310:AT:A | &4 L 7 L—5hY 7 | ¢.2313delA p.Leu773fs
N
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2:25240311:T:TC | 25472 L 7L — A7 | c2288 2312dupTT | p.Phe772fs
GCGAGATGTC S AGTGACAAGAG
CCTCTTGTCAC GGACATCTCGC
TAA G
2:25240311:TC:T | #3477 L 7L —A5L7 | ¢2312delG p.Arg771fs
]\
2:25240311:TCG | %472 L 7 L—AT 7 | €2309 2312delCG | p.Ser770fs
CG:.T ]\ CG
2:25240312:C:A | 15757823678 I AEBA c.2312G>T p.Arg771Leu
2:25240312:C:CG | 2472 L 7L —Ah7 | ¢2311 2312insAA | p.Arg771fs
ATTT K ATC
2:25240312:C:G ML SAEUA c.2312G>C p.Arg771Pro
2:25240312:C:T 1s757823678 I AEUA c.2312G>A p.Arg771GIn
2:25240312:CG:C | #Z472 L 7 L—Ahv7 | c2311delC p.Arg771fs
]\
2:25240312:CGC | #3472 L 7L —Ah 7 | ¢2289 2311delTA | p.Ser764fs
GAGATGTCCC ]\ GTGACAAGAGG
TCTTGTCACTA GACATCTCGC
.C
2:25240313:G:A | 15779626155 A~y | e2311C>T p.Arg771%*
A
2:25240313:G:C | 472 L IRXEUA c.2311C>G p.Arg771Gly
2:25240313:G:G | %472 L 7 L—AL 7 | €.2310dupG p.Arg771fs
C ~
2:25240313:GCG | 472 L 7L —AY 7 | ¢2292 2310delTG | p.Lys766fs
AGATGTCCCTC ]\ ACAAGAGGGAC
TTGTCA:G ATCTCG
2:25240314:C:CG | %2472 L A7 L—2 | ¢.2307 2309dupCT | p.Ser770dup
AG AT C
2:25240314:CGA | %472 L 7 L—Ah 7 | ¢2308 2309delTC | p.Ser770fs
:C N
2:25240315:G:A | 15758845779 IAEA ¢.2309C>T p.Ser770Leu
2:25240315:G:C | 15758845779 I AESA ¢.2309C>G p.Ser770Trp
2:25240315:G:G | &4 72 L 7 L—A3 7 | ¢.2308dupT p.Ser770fs
A ~
2:25240315:G:T | rs758845779 A Nw7 7| €2309C>A p.Ser770*
A
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2:25240315:GA: | 3472 L 7 L —Ahv 7 | ¢.2308delT p.Ser770fs
G k
2:25240316:A:C | %472 L T RV A ¢.2308T>G p.Ser770Ala
2:25240316:A:G | 11275276226 | = Ak X ¢.2308T>C p.Ser770Pro
2:25240316:AG: | B2472 L 7 L—A 7 | ¢2307delC p.Ser770fs
A h
2:25240317:G:C | &¥472 L IRABEURA ¢.2307C>G p.lle769Met
2:25240317:G:GT | 2472 L 7 L—Ah 7 | €.2306 2307insA p.Ser770fs

~
2:25240317:GA: | X472 L 7 L—Ah 7 | ¢.2306delT p.I1le769fs
G k
2:25240318:A:C | rs746704362 IAEUA ¢.2306T>G p.1le769Ser
2:25240318:A:G | rs746704362 TAEUR ¢.2306T>C p.1le769Thr
2:25240318:A:T | rs746704362 IREUR c.2306T>A p.Ile769Asn
2:25240318:AT:A | 2472 L 7 L—A3 7 | ¢2305delA p.Ile769fs

~
2:25240319:T:C | &X472 L IREBUA ¢.2305A>G p.Ile769Val
2:25240319:T:G | %472 L 2 AE WA ¢.2305A>C p.Jle769Leu
2:25240320:G:C | @472 L IRAEBUA €.2304C>G p.Asp768Glu
2:25240320:G:T | #4721 S AR c.2304C>A p.Asp768Glu
2:25240320:GT:G | 472 L 7 L—Ahv 7 | €2303delA p.Asp768fs

S
2:25240321:T:A S L I AEBEURA ¢.2303A>T p.Asp768Val
2:25240321:T:C | rs1181120114 | S A& & c.2303A>G p.Asp768Gly
2:25240321:TC:T | 3% 72 L 7 L—A 7 | ¢2302delG p.Asp768fs

k
2:25240322:C:A | rs767983115 TABEUA ¢.2302G>T p.Asp768Tyr
2:25240322:C:G S S A A ¢.2302G>C p.Asp768His
2:25240322:C:T | 472 L IAEURA c.2302G>A p.Asp768Asn
2:25240323:C:CC | %472 L 7 L—A5T 7 | 2299 2300dupA | p.Asp768fs
T S G
2:25240324:CT:C | %472 L 7 L—Lhy7 | ¢.2299delA p.Arg767fs

K
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2:25240324:CTC | #4472 L 7 L— A7 | €2295 2299delCA | p.Asp765fs
TTG:C ~ AGA
2:25240325:T:C | 2472 L NS ¢.2299A>G p.Arg767Gly
2:25240325:TC:T | %472 L T 1L—AT 7 | ¢.2298delG p.Arg767fs

S
2:25240326:C:A | %472 L IABEUA ¢.2298G>T p.Lys766Asn
2:25240326:C:G | #4472 L AR €.2298G>C p.Lys766Asn
2:25240326:CT:C | 32472 L T L—AY 7 | ¢2297delA p.Lys766fs

~
2:25240326:CTT: | rs750475955 T L—AhT 7 | 2296 2297delAA | p.Lys766fs
C ~
2:25240327.TTG: | @%472 L T L —AhY 7 | €2295 2296delCA | p.Asp765fs
T ~
2:25240328:T:A S ANy 7| e.2296A>T p.Lys766*

A

2:25240328:T:C | 472 L I AEURA c.2296A>G p.Lys766Glu
2:25240328: T:TA | %472 L 7 L—2AT 7 | 2295 2296insT p.Lys766fs

l\
2:25240328:TG:T | 3472 L 7 L—A5L3I 7 | €.2295delC p.Asp765fs

S
2:25240329:G:GT | @Z472 L 7 L— A7 | ¢.2294dupA p.Asp765fs

N
2:25240330:T:C | @472 L TABEUA c.2294A>G p.Asp765Gly
2:25240331:C:A | X472 L SRR c.2293G>T p.Asp765Tyr
2:25240332:AC: ML 7 L—AT 7 | ¢2291delG p.Ser764fs
A ~
2:25240333:C.CT | #4472 L 7 L—Ah7 | ¢2290dupA p.Ser764fs

S
2:25240333:CT:C | #4472 L 7 L— A7 | €.2290delA p.Ser764fs

I
2:25240334:T:TA | i%472 L 7 L—A537 | ¢.2289dupT p.Ser764fs

1S
2:25240334:TA'T | 34472 L 7 L— A7 | ¢2289delT p.Ser764fs

k
2:25240336:A:T | rs1178258952 | = Ak A c.2288T>A p.Val763Asp
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2:25240336:AC: S L 7 L —Ah 7 | ¢.2287delG p.Val763fs
A k
2:25240337:C:CA | 35472 L T L—2A5LT7 | ¢.2286 2287insT p.Val763fs
K
2:25240337:C:CG | 3472 L T L—LA57 | 2286 2287insTA | p.Val763fs
TTA S AC
2:25240337:C:T 151369746569 | = A& X c.2287G>A p.Val763Ile
2:25240338:GC: AR 7 L—Ah3 7 | ¢.2285delG p.Gly762fs
G I
2:25240338:GCC | izX472 L 7 L—Ah7 | ¢2276 2285delTG | p.Val759fs
CATGGCCA:G k GCCATGGG
2:25240342:A:C | 3472 L IABEUAR c.2282T>G p-Met761Arg
2:25240342:A:G | 15963262801 SAEUA ¢.2282T>C p-Met761Thr
2:25240342:ATG | %72 L A 7 L—2 | €.2270 2281delAT | p.Asn757 _Ala760
GCCACCACAT: AT GTGGTGGCCA del
A _
2:25240343:T:C 1s780695582 S AR c.2281A>G p.Met761Val
2:25240343:T:G | #Z47e L IRAEBUR c.2281A>C p.Met761Leu
2:25240343:T:TG | iZ¥472 L 7 b—Ah3 7 | ¢.2280dupC p-Met761fs
N
2:25240343:TG:T | %472 L 7L —57 | ¢.2280delC p-Met761fs
~
2:25240345:G:A | B4 L IABEURA ¢.2279C>T p.Ala760Val
2:25240345:G:C | x4 1L S AEUA ¢.2279C>G p.Ala760Gly
2:25240345:G:G | 472 L 7 L—AT 7 | ¢2278dupG p.Ala760fs
C R
2:25240345:GC: | 3472 L T L—5v 7 | ¢2278delG p.Ala760fs
G ks
2:25240345:GCC | 3472 L A 7 L—2 | 2276 2278delTG | p.Val759del
AG AVTFN G
2:25240346:CCA | %472 L T L—Ahv7 | €2267 2277delAG | p.Glu756fs
CCACATTCT:C ]\ AATGTGGTG
2:25240347:CA:C | 35472 L 7 L—5hv 7 | ¢.2276delT p.Val7591s
S
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2:25240348:AC: | &M L T L—AhT7 | ¢.2275delG p.Val759fs
A k
2:25240349:C:G AN AR c.2275G>C p.Val759Leu
2:25240349:C:T | #4722 L I AEUA c.2275G>A p.Val759Met
2:25240349:CCA: | #4772 L T L—25 7 | €2273 2274delTG | p.Val758fs
C b
2:25240352:C:G | &4 L I AR ¢.2272G>C p.Val758Leu
2:25240352:C:T | #4722 L IAEUA c.2272G>A p.Val758Met
2:25240352:CA:C | g2 472 L 7L —AY7 | ¢2271delT p.Asn757fs

]\
2:25240352:CAT | #&ZX472 L T L—2A5 7 | €.2256 2271delCT | p.Phe752fs
TCTCAAAGAG ~ GGCTCTTTGAG
CCAG:C AAT
2:25240353:A:C | #4722 L I AR c.2271T>G p.Asn757Lys
2:25240353: AT | g&fife L IAEYA | c227IT>A p.Asn757Lys
2:25240353:AT:A | #4472 L 7 L—2AL 7 | ¢.2270delA p.Asn757fs

I\
2:25240353:ATT | #&Z472 L T L—2Ah 7 | €.2248 2270delCC | p.Pro750fs
CTCAAAGAGC k CTTCTTCTGGCT
CAGAAGAAGG CTTTGAGAA
G:A
2:25240354:T:A | 15747716263 I AEBUA c.2270A>T p.Asn7571le
2:25240354:T:C | &4 72 L I RAELUA c.2270A>G p.Asn757Ser
2:25240354:T:TT | #4732 L 7L —A5LT7 | €2268 2269dupG | p.Asn757fs
i k A
2:25240355:T:A BASEIAD AR C.2269A>T p.Asn757Tyr
2:25240356:C:A | 15769718039 I AR ¢.2268G>T p.Glu756Asp
2:25240356:C:G | & 472 L I AR €.2268G>C p.Glu756Asp
2:25240356:CTC | #4472 L T L—257 | €2251 2267delTT | p.Phe751fs
AAAGAGCCAG k CTTCTGGCTCTT
AAGAA:C TGA
2:25240357:T:C | #&ZX472 L IAEA c.2267A>G p.Glu756Gly
2:25240357:-T:TC | #&X472 L 7 L—AT7 | €2265 2266dupT | p.Glu756fs
A N G
2:25240358:C:A | &4 L ANy | e2266G>T p.Glu756*

A v
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2:25240358:C:CA | rs1386755076 | 7 L— A3 7 | ¢.2265dupT p.Glu756fs
K
2:25240358:C:T | 11418213272 | S A& A €.2266G>A p.Glu756Lys
2:25240358:CA:C | 15752551332 7L —Ah 7 | €.2265delT p.Phe755fs
~
2:25240358:CAA | 15755800729 T L—A 7 | €.2264 2265delTT | p.Phe755fs
:C ]\
2:25240358:CAA | #4472 L T L —AhT7 | €226]1 2265delTC | p.Leu754fs
AGA:C N TTT
2:25240359:A:AT | %472 L T L—AhT 7 | 2264 2265insA p.Phe755fs
~
2:25240359:A:C | 342 L IABEUAR ¢.2265T>G p.Phe755Leu
2:25240359:A:T | 347 L TRABEUA c.2265T>A p.Phe755Leu
2:25240360:A:C | 3ZX472 L IRBEURA c.2264T>G p.Phe755Cys
2:25240360:A:G | rs536841393 IRAREURA €.2264T>C p.Phe755Ser
2:25240360:AAG | iZX472 L 7 L—Ah7 | €2262 2263delCT | p.Phe755fs
A N
2:25240360:AAG | X472 L A7 L—2A | ¢2258 2263delGG | p.Trp753 Leu754
AGCC:A AT CTCT del
2:25240360:AAG | %472 L 7 L—A5h 7 | €.2250 2263delCT | p.Phe751fs
AGCCAGAAGA ~ TCTTCTGGCTCT
AG:A
2:25240361:A:C | 34472 L 2B A ¢.2263T>G p.Phe755Val
2:25240361:A:G | 3472 L I AEUA ¢.2263T>C p.Phe755Leu
2:25240361:A:T | 1s369230209 IAEUA c.2263T>A p.Phe7551le
2:25240361:AGA | i%472 L T L—AhT 7 | €.2246 2262delGC | p.Arg749fs
GCCAGAAGAA K CCCTTCTTCTGG
GGGGC:A CTC
2:25240362:GA: | X472 L T L—5I7 | ¢2261delT p.Leu754fs
G h
2:25240362:GAG | %472 L 7 L—AhT7 | €.2258 2261delGG | p. Trp753fs
CC:G ~ CT
2:25240363:A:C | 15762636955 I AEURA c.2261T>G p.Leu754Arg
2:25240363:A:G | 472 L I AEBUR c.2261T>C p.Leu754Pro
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2:25240363:A:T | 3472 L AR c.2261T>A p.Leu754His

2:25240364.G:C | #3472 L AR €.2260C>G p.Leu754Val

2:25240364.GCC | #&ZX472 L 7 L—Ah 7 | ¢2243 2259delAT | p.Asp748fs

AGAAGAAGGG k CGCCCCTTCTTC

GCGAT:G TGG

2:25240365:C:A | #3472 L I AR ¢.2259G>T p.Trp753Cys

2:25240365:C:.CT | X472 L 7 L— A7 | 2258 2259insAA | p.Trp753fs

T ~

2:25240365:C:G | 15770785915 I AEUA ¢.2259G>C p. Trp753Cys

2:25240365:C:T | #4472 L A~ A | €2259G>A p.Trp753*
v

2:25240365:CCA | &Z472 L A 7 L—2A | 2256 2258delCT | p.Phe752 Trp753

G:C {5 G delinsLeu

2:25240366:C:A | 15775537912 _i A A ¢.2258G>T p.Trp753Leu

2:25240366:C:CA | 52272 L 7 L—AL 7 | 2256 2257dupCT | p.Trp753fs

G h

2:25240366:C.G I AR ¢.2258G>C p. Trp753Ser

2:25240366:C:T A ~w7 7| ¢2258G>A p.Trp753*
A4y

2:25240366:CAG | %472 L 7 L—ATv 7 | ¢2256 2257delCT | p.Phe752fs

C N

2:25240366:CAG | rs749132507 A 7 L—U2A | 2255 2257delTC | p.Phe752del

AC A T T

2:25240366:CAG | %472 L TL—hT ¢.2245 2257delCG | p.Arg749fs

AAGAAGGGGC k CCCCTTCTTCT

G:C

2:25240367:A:C | %2472 L I REUA c.2257T>G p.Trp753Gly

2:25240367:A:G | i%472 L RS V7 ¢.2257T>C p.Trp753Arg

2:25240367:-A:T | rs1189107128 | = A& A c.2257T>A p.Trp753Arg

2:25240367:AG: | 15770968422 7 L —Av 7 | ¢.2256delC p.Trp753fs

A N

2:25240367:AGA | %472 L 7L —Ahv 7 | €2253 2256delCT | p.Phe752fs

AG:A k TC

2:25240367:AGA | #4472 L T L—2AL 7 | €.2246 2256delGC | p.Arg7491s

AGAAGGGGC: k CCCTTCTTC

A

2:25240368:G:C | 15760959622 AR €.2256C>G p.Phe752Leu
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2:25240368:G:G | #4472 L T L —53 7 | ¢.2255 2256insG p.Phe752fs

- h

2:25240368:G:T ML S AR c.2256C>A p.Phe752Leu

2:25240368:GA: | gZ47e L 7 L—AT7 | ¢2255delT p.Phe752fs

G ~

2:25240368:GAA | #2472 L T L—25b 7 | €.2254 2255delTT | p.Phe752fs

:G k

2:25240369:A:A | M7 L T L—Ah 7 | 2242 2254dupG | p.Phe752fs

AGAAGGGGCG S ATCGCCCCTTCT

ATC

2:25240369:A:C | 15764464925 I AR c.2255T>G p-Phe752Cys

2:25240369:A:G | &4 L I AR ¢.2255T>C p.Phe752Ser

2:25240369:AAG | &4 L T L —53 7 | ¢2253 2254delCT | p.Phe752fs

A ~

2:25240369:AAG | #&Z47e L 7L —A 7 | ¢2247 2254delCC | p.Pro750fs

AAGGGG:A I CCTTCT

2:25240370:A:A | M L 7 L—25 7 | €.2253 2254insAA | p.Phe752fs

GAAGGGGCTT s AGCCCCTTC

T

2:25240370:A:C | 472 L I AEA c.2254T>G p.Phe752Val

2:25240370:A:G | 15776844126 I AEUA ¢.2254T>C p.Phe752Leu

2:25240370:A:T I AEA Cc.2254T>A p.Phe752lle

2:25240370:AG: | &4 L 7 L—5L 7 | ¢.2253delC p.Phe752fs

A K

2:25240370:AGA | #4472 L T L— 57 | €.2247 2253delCC | p.Pro750fs

AGGGG:A ~ CCTTC

2:25240371:G:C | 15762020470 I AEUA ¢.2253C>G p.Phe751Leu

2:25240371:G:G | 247 L T L—AhT 7 | ¢2252dupT p.Phe752fs

A ~

2:25240371:G:GT | %2472 L T L— A7 | €.2252 2253insA p.Phe751fs
]\

2:25240371:G:'T | #2472 L I AEA c.2253C>A p.Phe751Leu

2:25240371:GA: ML T L—ALT7 | ¢.2252delT p.Phe751fs

G N

2:25240372:A:C 15765813304 I AEBEUA c.22521T>G p-Phe751Cys

2:25240372:A:G | 15765813304 I AEUA ¢.2252T>C p.Phe751Ser
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2:25240373:A:A | 1s1195416744 | 7 L— A7 | ¢.2250dupC p.Phe751fs
G k

2:25240373:A:C | %472 L T AEUA ¢.2251T>G p.Phe751Val
2:25240373:A:G | 470 L IABEUA c.2251T>C p.Phe751Leu
2:25240373:A:T | 15750962348 I AR c.2251T>A p.Phe7511le
2:25240373:AG: | iz L 7 L—AT 7 | ¢2250delC p.Phe751fs
A N

2:25240374:GGG | 2472 L T L—Ah7 | €.2246 2249delGC | p.Arg749fs
GC:G ~ CcC

2:25240375:G:C | 472 L TREA €.2249C>G p.Pro750Arg
2:25240375:G:G | #4472 L 7 L—A5 7 | ¢2230 2248dupA | p.Pro750fs
GGCGATCATC K AGGAGGGAGAT

TCCCTCCTT GATCGCC

2:25240375:GGG | 2472 L A 7 L—2 | ¢2240 2248delAT | p.Asp747 Pro750
CGATCAT:G AT GATCGCC delinsAla
2:25240376:G:A | M L I RAEUA c.2248C>T p.Pro750Ser
2:25240376:G:C | #4722 L AR ¢.2248C>G p.Pro750Ala
2:25240376:G:G | @472 L 7 L—A5Y7 | ¢.2235 2247dupG | p.Pro750fs
GCGATCATCTC k GGAGATGATCG

CcC C

2:25240376:GGC | 3472 L 7 L—Ah7 | €.2246 2247delGC | p.Arg749fs
:G K

2:25240377:G:G | 472 L 7 L—Ah 7 | €.2246 2247insT p.Phe751fs
A K

2:25240377:G:G | #4472 L 7 L—AhT 7 | c.2246dupG p.Phe751f1s
C k

2:25240377:G:G | 2472 L 7 L —5h7 | ¢2246 2247insAG | p.Pro750fs
CGATCATCTCC S CCAGAGGCCCA
CTCCTTGGGCC AGGAGGGAGAT

TCTGGCT GATCG

2:25240377:GC: AP 7L —h 7 | c.2246delG p.Arg749fs
G k

2:25240377:GCG | #4472 L 7 L— A7 | €2243 2246delAT | p.Asp748fs
AT:G N CG
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2:25240377:GCG | %472 L A 7 b—25 | 2226 2246delGC | p.Pro743 Arg749
ATCATCTCCCT A T CCAAGGAGGGA | del
CCTTGGGC:G B GATGATCG
2:25240378:C:A | 1s34843713 IRAEBEURA c.2246G>T p.Arg749Leu
2:25240378:C:G | rs34843713 IAEUA €.2246G>C p.Arg749Pro
2:25240378:C:T | rs34843713 TRAEURA c.2246G>A p.Arg749His
2:25240378:CG:C | a&¥472 L 7 L —237 | ¢.2245delC p.Arg749fs

K
2:25240378:CGA | #2472 L T L—A5h7 | €.224]1 2245delTG | p.Asp7471fs
TCA:C S ATC
2:25240379:G:A | 15754613602 AR €.2245C>T p.Arg749Cys
2:25240379:G:C | rs754613602 IRAEUA €.2245C>G p.-Arg749Gly
2:25240379:G:GT | %2472 L T L —M5hT 7 | ¢2244 2245insA | p.Arg749fs

~
2:25240379:G:T BA=AP T RAEUR c.2245C>A p.Arg749Ser
2:25240379:GA: | Y472 L 7 L — A7 | c2244delT p.Arg749fs
G ~
2:25240379:GAT | %472 L 7 L—A5T7 | 2241 2244delTG | p.Asp748fs
CA:G =~ AT
2:25240380:AT:A | iZ¥472 L 7 L—2hi7 | c2243delA p.Asp748fs

~
2:25240381:T:-TC | %472 L 71— A7 | €2242dupG p.Asp748fs

=~
2:25240381:T:TC | %472 L Tl —Ah 7 | €2224 2242dupC | p.Asp748fs
ATCTCCCTCCT k GGCCCAAGGAG
TGGGCCG GGAGATG
2:25240381:TC:T | %472 L 7 L—A7 | ¢.2242delG p.Asp748fs

=~
2:25240383:A:AT | %472 L 7 L—25h3 7 | 2239 2240dupG | p.Asp7471s
C K A
2:25240384:T:C o e L T AEBEURA c.2240A>G p.Asp747Gly
2:25240384:T:G | iz 72 L TRAEBUR c.2240A>C p.Asp747Ala
2:25240384.TCT | 3472 L 7 L—Ah 7 | €2233 2239delGA | p.Glu745fs
CCCTC:T S GGGAG
2:25240385:C:A | @472 L IRAEUA ¢.2239G>T p.Asp747Tyr
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2:25240385:CT:C | %472 L 7 L —Ah 7 | €.2238delA p.Asp7471s
I\
2:25240385:CTC | #2472 L 7 L—A5 7 | €.2219 2238delAT | p.Asp740fs
CCTCCTTGGGC k GCGCGGCCCAA
CGCGCAT:.C GGAGGGA
2:25240386:TC:T | &4 72 L 7 L—Ah7 | €.2237delG p.Gly746fs
~
2:25240387:C:T | g&472 L AR c.2237G>A p.Gly746Glu
2:25240388:C:A e L A~ 5| e2236G>T p.Gly746*
A
2:25240388:C:T | 1s747626849 I AR €.2236G>A p.Gly746Arg
2:25240389:CTC | #4472 L 7 L— A7 | 2231 2234delAG | p.Lys744fs
CT:C K GA
2:25240390:T:TC | &X472 L 7 L—A 7 | ¢.2232 2233dupG | p.Glu745fs
C ~ G
2:25240390:T:TC | %472 L 7 L—Ahv7 | ¢.2227 2233dupC | p.Glu745fs
CTTGGG ]\ CCAAGG
2:25240391:C:A | rs1328524162 | A k> 7 4~ | ¢.2233G>T p.Glu745%*
A
2:25240392:C:CT | %472 L 7 L—LALv 7 | ¢2231dupA p.Glu745fs
]\
2:25240392:CT:C | &% L 7L —Ah37 | ¢2231delA p.Lys744fs
l\
2:25240394:T:A | 11389075270 | A k> 7" 4 | ¢.2230A>T p.Lys744*
AV
2:25240394:T:C | 4472 L I AR ¢.2230A>G p.Lys744Glu
2:25240394:T:TG | &X472 L 7L —Ahv7 | ¢.2229dupC p.Lys744fs
k
2:25240394:T:TG | X472 L 7 L—A5v7 | €2177_2229dupG | p.Lys744fs
GGCCGCGCAT ~ CACTGGCCGGC
CATGCAGGAG TCTTCTTTGAGT
GCGGTAGAAC TCTACCGCCTCC
TCAAAGAAGA TGCATGATGCG
GCCGGCCAGT CGGCCC
GC
2:25240394:T:TT | &472 L 7 L—25bv 7 | €.2229 2230insTA | p.Lys744fs
A k
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2:25240394:TG:T | %472 L 7 L—2Ah7 | ¢2229delC p.Lys744fs
~
2:25240394:TGG | %472 L T L—Ah7 | €.2225 2229delGG | p.Arg742fs
GCC:T N CcccC
2:25240396:G:A | 1s755673156 AR c.2228C>T p.Pro743Leu
2:25240396:G:C | rs755673156 I AR c.2228C>G p.Pro743Arg
2:25240396:G:G | #Z¥472 L T L—A57 | €2223 2227dupG | p.Pro743fs
GCCGC N CGGC
2:25240396:G:T | @472 L IAEBUA c.2228C>A p.Pro743His
2:25240397:G:A | 11433353413 | S A& A c.2227C>T p.Pro743Ser
2:25240397:G:C | rs1433353413 | S Ak A c.2227C>G p.Pro743Ala
2:25240397:G:G | &2 L 7 L— A7 | ¢2226dupG p.Pro743fs
C ~
2:25240397:GC: | 15778606920 7 L—AhT 7 | €.2226delG p.Lys744fs
G k
2:25240398:C:CC | 15745364706 T L—Ahv 7 | 2224 2225dupC | p.Pro743fs
G N G
2:25240398:CCG: | #4472 L T L—Ah7 | 2224 2225delCG | p.Arg742fs
C h
2:25240398:CCG | @%47e L T L—Ah3 7 | €2222 2225delCG | p.Ala741fs
CG:C K CG
2:25240398:CCG | iz472 L 7 L—25h37 | ¢2215 2225delCA | p.His739fs
CGCATCATG:C S TGATGCGCG
2:25240399:C:CG | %472 L 7 L—A5h37 | ¢2224dupC p.Arg742fs
k
2:25240399:C:.CT | #%472 L T 1L— A7 | €2224 2225insA | p.Arg742fs
=~
2:25240399:C:G | 15749282210 IAEUA ¢.2225G>C p.Arg742Pro
2:25240399:C:T L T AEUA c.2225G>A p.Arg742GlIn
2:25240399:CG:C | 3472 L 7 L—AhT 7 | ¢.2224delC p.Arg742fs
IS
2:25240399:CGC | %472 L T L—LA5 7 | 2220 2224delTG | p.Asp740fs
GCA:C K CGC
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2:25240399:CGC | #2472 L 7 L—Ah3 7 | ¢2215 2224delCA | p.His739fs
GCATCATG:C K TGATGCGC
2:25240399:CGC | %477 L A v 7 L—A | c2213 2224delTG | p.Leu738 Ala741
GCATCATGCA: AT CATGATGCGC | del
C _
2:25240399:CGC | &4 72 L T L—Ah7 | €2209 2224delCT | p.Leu737fs
GCATCATGCA K CCTGCATGATG
GGAG:C CGC
2:25240400:G:C | %47 L T AEWRA ¢.2224C>G p.Arg742Gly
2:25240402:G:A | 1s770568549 | I 2k % ¢.2222C>T p.Ala741Val
2:25240402:G:C | 3472 L IREUR .2222C>G p.Ala741Gly
2:25240402:G:G | 34 L 7L —257 | ¢.2221dupG p.Ala741fs
C K
2:25240402:G:T | rs770568549 | I 2& > % c.2222C>A p.Ala741Glu
2:25240403:C:CA | 32472 L 7L —AY 7 | ¢2220dupT p.Ala741fs
K
2:25240403:C:CA | 3472 L 7 1L—Ah7 | ¢2211 2220dupC | p.Ala741fs
TCATGCAGG K CTGCATGAT
2:25240403:C:G | %47 L NS ¢.2221G>C p.Ala741Pro
2:25240403:C:T | 3472 L IxAEUR ¢.2221G>A p.Ala741Thr
2:25240403:CAT | #%%472 L 71— 7 | €2217 2220delTG | p.His739fs
CA:C K AT
2:25240404:A:A | B4 L A 27 L—2A | 2219 2220insCG | p.Asp740 Ala741
ACG AT T insVal
2:25240406:C:CA | %472 L 7 L—AbT7 | ¢.2217dupT p.Asp740fs
~
2:25240407-A:AT | 3%4 72 L TL—AhI 7 | c2174- p.His739fs
GCAGGAGGCG K 1 2216dupGAGG
GTAGAACTCA GCACTGGCCGG
AAGAAGAGCC CTCTTCTTTGAG
GGCCAGTGCC TTCTACCGCCTC
CTC CTGCA
2:25240408:T:C | 35472 L I xR ¢.2216A>G p.His739Arg
2:25240408:T:G | rs1053660507 | X A& A c.2216A>C p-His739Pro
2:25240409:G:A | 3%%470 L IR ¢.2215C>T p.His739Tyr
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2:25240410:CAG | #4472 L A 7 L—2 | ¢.2211 2213delCC | p.Leu738del
G:C A VT T
22524041 1AA | %7 L T L—hv7 | c2212dupC p-Leu738fs
G k
2:25240411:A:C | 1s745714537 AR c.2213T>G p.Leu738Arg
2:25240411:A:G | #4472 L I AR c.2213T>C p.Leu738Pro
2:25240411:A:T | rs745714537 IRABEURA c.2213T>A p.Leu738GIn
2:25240411:AG: | 3472 L 7 L—Uh37 | ¢.2212delC p.Leu738fs
A b
2:25240412:G:C | 11374722278 | = A& A c.2212C>G p.Leu738Val
2:25240412:GGA | #4472 L 7 L—A53 7 | ¢2198 2211delAG | p.Glu733fs
GGCGGTAGAA K TTCTACCGCCTC
CT:G
2:25240413:GA: | 3472 L 7L —2537 | ¢2210delT p.Leu737fs
G N
2:25240414:A:C | 15768964533 IARAEA c.2210T>G p.Leu737Arg
2:25240414:A:G | X470 L SABEUA ¢.2210T>C p.Leu737Pro
2:25240414: AT | 472 L IAEA c.2210T>A p.Leu737His
2:25240414:AG: | #&d7a L T L—Ah 7 | €.2209delC p.Leu737fs
A k
2:25240415:G:A | rs1340822377 | S AE A c.2209C>T p.Leu737Phe
2:25240416:GCG | %472 L 7 L —25y7 | ¢2198 2207delAG | p.Glu733fs
GTAGAACT:G K TTCTACCG
2:25240416:GCG | %472 L T L—A5hT7 | 2192 2207delTC | p.Phe731fs
GTAGAACTCA = TTTGAGTTCTAC
AAGA:G CG
2:25240417:.CA | @%47e L TREUR ¢.2207G>T p.Arg736Leu
2:25240417:C:G | iz472 L S AELUA ¢.2207G>C p.Arg736Pro
2:25240417:C.T 1s139293773 TAEBUA c.2207G>A p.Arg736His
2:25240418:G:A | 1s761934754 IRXAEZUA ¢.2206C>T p.Arg736Cys
2:25240418:G:C | 18761934754 IRAEVA ¢.2206C>G p.Arg736Gly
2:25240418:G:T | 1s761934754 T AR c.2206C>A p.Arg736Ser
2:25240419:G:C | rs765439043 A R 7| e2205C>G p. Tyr735*
v
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2:25240419:G:GT | 2472 L 7 L —Ah 7 | ¢.2204dupA p. Tyr735fs
~
2:25240419:G:T | X472 L ANy 7| c2205C>A p. Tyr735*
A
2:25240419:GT:G | X472 L 7 L— A7 | ¢.2204delA p.Tyr735fs
=~
2:25240420:T:A | %472 L IRBEUA c.2204A>T p.Tyr735Phe
2:25240420:T:C | rs147828672 T RAEURA c.2204A>G p.Tyr735Cys
2:25240420:T:G | rs147828672 AR ¢.2204A>C p.Tyr735Ser
2:25240420:T:TA | 2472 L 7L —2Av 7 | ¢2193 2203dupCT | p.Tyr735fs
GAACTCAAAG N TTGAGTTCT
2:25240420:TAG: T L—A57 | €.2202 2203delCT | p.Phe734fs
T b
2:25240420:TAG | @%47e L 71— 7 | €2197 2203delGA | p.Glu733fs
AACTC:T K GTTCT
22524021AA | %472 L TU—hT T | 2174 D Tyr7356s
GAACTCAAAG K 2 2202dupAGAG
AAGAGCCGGC GGCACTGGCCG
CAGTGCCCTCT GCTCTTCTTTGA
GTTC
2:25240421:A:C | @472 L NS ¢.2203T>G p.Tyr735Asp
2:25240421:A:G | %472 L S AR ¢.2203T>C p.Tyr735His
2:25240421:A:T ML I AEBUA ¢.2203T>A p.Tyr735Asn
2:25240421:AG: BA=YI/AP 7L —Ahv 7 | ¢.2202delC p.Tyr735fs
A k
2:25240421:AGA | X472 L T L—A5T7 | €2190 2202delCT | p.Phe731fs
ACTCAAAGAA N TCTTTGAGTTC
G:A
2:25240422:G:C I REVA €.2202C>G p.Phe734Leu
2:25240422:G:G | i&472 L 7 1L—Ah3 7 | €2201dupT p.Tyr735fs
A k
2:25240422:G:G | Y472 L T L—AhT7 | 2192 2201dupTC | p.Tyr735fs
AACTCAAAGA S TTTGAGTT
2:25240422:G:G | 3472 L A 7 L—25 | ¢2201 2202insAG | p.Phe734delinsLe
ACT AT T uVal
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2:25240422:G:G | 3472 L 7 1L—Ah 7 | €2201 2202insAT | p.Phe734fs
AT ~
2:25240422:G:T | 15766854284 IREUA c.2202C>A p.Phe734Leu
2:25240422:GA: 71 —Av 7 | ¢2201delT p.Phe734fs
G K
2:25240422:GAA | %472 L 7 1L—AL7 | c2189 2201delTC | p.Leu730fs
CTCAAAGAAG K TTCTTTGAGTT
A:G
2:25240423:A:C | 151215180755 | S A& & ¢.2201T>G p.Phe734Cys
2:25240423:A:G | 11215180755 | I At R ¢.2201T>C p.Phe734Ser
2:25240423:AAC | 3472 L A7 L—A | 2198 2200delAG | p.Glu733 Phe734
T:A AT T delinsVal
2:25240423:AAC | 3%4 72 L 7 L—Ah 7 | ¢2185 2200delCG | p.Arg729fs
TCAAAGAAGA K GCTCTTCTTTGA
GCCG:A GT
2:25240424:A:C | 13751950768 | I A+ & ¢.2200T>G p.Phe734Val
2:25240424:A:G | @%47e L IREUR ¢.2200T>C p.Phe734Leu
2:25240424: AT | 3472 L 3 A A c.2200T>A p.Phe7341le
2:25240425:C:.CT | 247 L 7 L—AhT7 | €.2198dupA p.Phe734fs
K
2:25240425:CTC | #%%472 L 71— 7 | ¢2188 2198delCT | p.Leu730fs
AAAGAAGAG: K CTTCTTTGA
C
2:25240426:T:A | %47 L IRELVA c.2198A>T p.Glu733Val
2:25240426:T:C | 15755376933 | R A+ % ¢.2198A>G p.Glu733Gly
2:25240426:T:G | §%472 L g RER ¢.2198A>C p.Glu733Ala
2:25240426:T:-TC | %472 L 7L —2537 | ¢2197dupG p.Glu733fs
~
2:25240426:TC:T | 5%47e L 7 L—A3 7 | ¢2197delG p.Glu733fs
N
2:25240426:TCA | 5%47e L A v 7 L—2 | 2183 2197delGC | p.Gly728 Phe732
AAGAAGAGCC ST CGGCTCTTCTTT | del
GGC:T B G
2:25240427:C:A | 3472 L 2 R~y A | e2197G>T p.Glu733*
A v

10

20

30

40

50



goooooao

(109)

JP 2024-533459 A 2024.9.12

2:25240427:C:CA 7 L—A537 | €2196dupT p.Glu733fs
}\
2:25240427:C:CA | 15771906613 7L —AL37 | ¢2195 2196dupTT | p.Glu733fs
A s
2:25240427:C:CA | &X472 L T L—25v7 | €2196 2197insCT | p.Glu733fs
G s
2:25240427.C:G | &4 L I AR ¢.2197G>C p.Glu733GIn
2:25240427:C: T ML I AEUA c.2197G>A p.Glu733Lys
2:25240427:CA:C | 3472 L T L—57 | ¢.2196delT p.Phe732fs
~
2:25240427:CAA | 15774944755 T L—537 | ¢2195 2196delTT | p.Phe732fs
C ~
2:25240427:CAA | 472 L T L—57 | ¢2193 2196delCT | p.Phe731fs
AG:C ]\ TT
2:25240427:CAA | 2472 L 7 L—Ah 7 | 2192 2196delTC | p.Phe731fs
AGA:C S TTT
2:25240427-CAA | &X472 L T L—537 | ¢2190 2196delCT | p.Phe731fs
AGAAG:C k TCTTT
2:25240428:A:C | M4 7x L I AEUA c.2196T>G p.Phe732Leu
2:25240428:A:T | #&%47e L I AR c.2196T>A p.Phe732Leu
2:25240428:AAA | 15761103716 A 7 L—2I | ¢2193 2195delCT | p.Phe732del
G:A A LTI T
2:25240428:AAA | M7 L :( v 7 L—2A | ¢.2190 2195delCT | p.Phe731 Phe732
GAAG:A AT TCTT del
2:25240429:A:C | 15767134940 I AEURA c.2195T>G p.Phe732Cys
2:25240429:A:G | #2472 L I AR c.2195T>C p.Phe732Ser
2:25240429:A:T | #&Z472 L IAEUA c.2195T>A p.Phe732Tyr
2:25240429:AAG | 2472 L 7L —A7 | 2193 2194delCT | p.Phe732fs
A ks
2:25240429:AAG | %472 L T L—25L7 | €.2190 2194delCT | p.Phe731fs
AAG:A N TCT
2:25240430:A:C | &4 L I AEA ¢.2194T>G p.Phe732Val
2:25240430:A:G | B2 L S AR c.2194T>C p.Phe732Leu
2:25240430:A:T | 15149043640 I AEBEUA c.2194T>A p.Phe7321le
2:25240430:AG: | &40 L 7L —2Ahv7 | €.2193delC p.Phe732fs
A N
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2:25240430:AGA | %472 L 7 L—25h37 | ¢2186 2193delGG | p.Arg729fs

AGAGCC:A ~ CTICTTC

2:25240431:G:C | 3472 L T AEUA ¢.2193C>G p.Phe731Leu

2:25240431:G:G | 342 L T —25v7 | ¢2192 2193insG p.Phe731fs

C I

2:25240431:G:GT | 3472 L 7 L—2n537 | ¢2192 2193insA p.Phe731fs
K

2:25240431:G:GT | rs768858047 7L —AT7 | ¢2192 2193insAA | p.Phe731fs
T k

2:25240431:G:T | %472 L AR c.2193C>A p.Phe731Leu

2:25240431:GA: | 472 L 7 L—A537 | €2192delT p.Phe731fs

G b

2:25240431:GAA | X472 L 7 L—A53 7 | ¢2191 2192delTT | p.Phe731fs

G k

2:25240432:A:C | 15755585212 T AR c.2192T>G p.Phe731Cys

2:25240432:A:G | ML S AR ¢.2192T>C p.Phe731Ser

2:25240432:A:T FAY/AP T AEURA c.2192T>A p.Phe731Tyr

2:25240432:AAG | %472 L T L—A5hT7 | ¢.2190 2191delCT | p.Phe731fs

A K

2:25240433:A:AT | %472 L 7L —A53T7 | €2190 2191insA p.Phe731fs
~

2:25240433:A:C | ;x4 72 L T RAEBURA c2191T>G p.Phe731Val

2:25240433:A:G | rs143019657 IRAEUA c.2191T>C p.Phe731Leu

2:25240433:A:T | 3472 L IRAEBURA c.2191T>A p.Phe7311le

2:25240433:AG: | ¢4 72 L 7L —ALv 7 | ¢2190delC p.Phe731fs

A k

2:25240433:AGA | X472 L 7L —Ah 7 | 2186 2190delGG | p.Arg729fs

GCC:A K CTC

2:25240434.G:G | @47 L 7 1L—AY7 | c2186 2189dupG | p.Phe731fs

AGCC =~ GCT

2:25240434.GA: | %472 L 7 L—Ah3 7 | ¢2189delT p.Leu730fs

G ~

2:25240434:GAG | #4772 L 7 L—Ah7 | 2182 2189delGG | p.Gly728fs

CCGGCC:G K CCGGCT
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2:25240435:A:A | 470 L 7L —Ah 7 | ¢.2187 2188dupG | p.Leu730fs
GC N C
2:25240435:A:G | 15749126333 IREUA c.2189T>C p.Leu730Pro
2:25240435:AG: AL 7L —Ah 7 | ¢.2188delC p.Leu730fs
A ~
2:25240435:AGC | 3472 L 7L —2537 | ¢2179 2188delAC | p. Thr727fs
CGGCCAGT:A ]\ TGGCCGGC
2:25240437:C:CC | %472 L A7 L —2A | ¢2186 2187insAG | p.Arg729dup
CT AT G
2:25240437:C:.CC | X472 L T L—5bT7 | c2l74- p.Leu730fs
GGCCAGTGCC S 9 2186dupACCTC
CTCTGAGAGG TCAGAGGGCAC
T TGGCCG
2:25240437:CCG: | #&&7a L 7 L—Ah 7 | €2185 2186delCG | p.Arg729fs
C h
2:25240438:C:A | #2472 L SAEBUR c.2186G>T p.Arg729Leu
2:25240438:C:CG | %472 L 7 L—2nhv7 | ¢.2181 2185dupT | p.Arg729fs
GCCA S GGCC
2:25240438:C:CG | 472 L T L—AhT 7 | c2174- p.Arg729fs
GCCAGTGCCC 1S 4 2185dupTCAGA
TCTGA GGGCACTGGCC
2:25240438:C:G | 472 L SAEBA c.2186G>C p.Arg729Pro
2:25240438:C:T | rs757211277 SAEBEUA c.2186G>A p.Arg729GIn
2:25240438:CG:C | 3472 L 7 L—2ALv 7 | c2185delC p.Arg729fs

K
2:25240439:G:A | rs200018028 S AEBEUA c.2185C>T p.Arg729Trp
2:25240439:G:C | rs200018028 I RAEBUA c.2185C>G p.Arg729Gly
2:25240439:GGC | Z472 L 7 L—Ah7 | 2181 2184delTG | p.Arg729fs
CAG =k GC
2:25240440:G:G | #4772 L 7 L —2537 | ¢2183dupG p.Arg729fs
C k
2:25240440:GC: BACRAAD 7 L—A5h7 | ¢.2183delG p.Gly728fs
G ~
2:25240441:C:A | 3472 L T RAEBEUR ¢.2183G>T p.Gly728Val
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2:25240441:C:CA | 25472 L 7 L—25h37 | ¢2182 2183insT p.Gly728fs

~
2:25240441:C:T S L I ABEUA ¢.2183G>A p.Gly728Asp
2:25240442:C:A | %4 7x L S AR ¢.2182G>T p.Gly728Cys
2:25240442:C:G | BZ472 L IRABUR ¢.2182G>C p.Gly728Arg
2:25240442:C:T S L SABEUA c.2182G>A p.Gly728Ser
2:25240443:AG: ML 7 L—Ah 7 | ¢.2180delC p.Thr727fs
A I
2:25240444.GT:G | 472 L T L—Ah 7 | ¢2179delA p.Thr727fs

~
2:25240445:TG:T | 347 L 7L —Ah 7 | ¢.2178delC p. Thr727fs

~
2:25240446:GC: S L 7L —Ahv 7 | ¢.2177delG p.Gly726fs
G I
2:25240446:GCC | %472 L T L—5bv7 | ¢2174- p.Glu725fs
CTCTGAGAGG ~ 10_2177delGACC
TC:G TCTCAGAGGG
2:25240447:C:A | 1s1432383727 | = Ak & c.2177G>T p.Gly726Val
2:25240447:C:T BACEIAD S AR ¢.2177G>A p.Gly726Asp
2:25240448:C:A | 3472 L SAEUA ¢.2176G>T p.Gly726Cys
2:25240448:C:G | ixX472 L TABEUA c.2176G>C p.Gly726Arg
2:25240448:CCT: | rs1175429748 | 7 L — A7 | ¢.2174 2175delAG | p.Glu725fs
C K
2:25240448:CCT | #3472 1L T =257 | 2174 p.Glu725fs
CT:C = 2 2175delAGAG
2:25240449:CT:C | :x4 72 L 7 L—25 7 | ¢2174delA p.Glu725fs

k
2:25240451:C:A | %4 7p L AT TAA | e2174-1G>T

TR TSHE—
2:25240451:C:G | 3472 L ATTAR | c2l74-1G>C

TS —
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2:25240451:C:T | rs1262354256 | A7 A4 A | c.2174-1G>A
TR THE—
2:25240452:T:A | %472 L AT TA A | c2174-2A>T
TR TE—
2:25240452:T:C | 1772010891 AT T4 A | c2174-2A>G
TS E—
2:25240452:T:G | 1772010891 AT TAA | c2174-2A>C
TR TH—
2:25240631:GGT | %472 L 7 L—AhT7 | ¢.2173_2173+8del | p.Glu725fs
ACCTACC:G ~ GGTAGGTAC
2:25240633: TAC | %472 L 7 L—AT 7 | €2170 2173+6del | p.Tyr724fs
CTACCGTA:T ~ TACGGTAGGT
2:25240637:T:TA | 347 L AT T A A | e2173+2dupT
R —
2:25240638:A:G | i%472 L AT TAA | c2173+2T>C
R —
2:25240638:AC: | i%472 L AT T A A | c2173+1delG
A N
2:25240639:C:A | %472 L AT TAA | e2173+1G>T
N —
2:25240639:C:G | %472 L AT TAA | e2173+1G>C
RJ—
2:25240639:C:T | 15763716866 | A 77 A4 A | c2173+1G>A
K —
2:25240640:C:A A~y 7| e2173G>T p.Glu725*%
A
2:25240640:C:CC | %472 L A ~w 7 4 1 ¢2172_2173InsTA | p. Tyr724_Glu725
TA S G insTer
2:25240640:C:CG | 3472 L 7 L—2537 | 2171 2172dupA | p.Glu725fs
T ~ C
2:25240641:G:C | 2472 L A hw 7 | e2172C>G p.Tyr724*
A v
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2:25240641:G:T | 2472 L A kw7 A | c2172C>A p. Tyr724*
A
2:25240642:T:C | rs1330225644 | = At A c.2171A>G p.Tyr724Cys
2:25240642:T:TC | §%2472 L A ~w 7 4| ¢2170_2171insGA | p.Tyr724delinsTe
TC A G rAsp
2:25240644:G:G | #4472 L 7 L—ALI 7 | ¢.2168dupT p. Tyr724fs
A k
2:25240644.GA: | 347 L 71— 7 | ¢2168delT p.Leu723fs
G k
2:25240645:A:T | 472 L AR c.2168T>A p.Leu723His
2:25240645:AGG | %4 7e L 7L —A5v 7 | 2166 2167delCC | p.Tyr724fs
A ~
2:25240646:G:T | %472 L IAEA c.2167C>A p.Leu723lle
2:25240647.GC: S 7 b—57 | ¢.2165delG p.Gly722fs
G b
2:25240647:GCC: | g2/ L T L—AT 7 | c2164 2165delGG | p.Gly722fs
G ~
2:25240648:.C:T | X472 L AR c.2165G>A p.Gly722Asp
2:25240650:C:CT | X472 L 7 L—AhT7 | c2161 2162dupA | p.Gly722fs
T K A
2:25240651:T:A | %472 L IREA c.2162A>T p.Lys721Met
2:25240652:T:A | 472 L A~ A | c2161A>T p.Lys721%*
o
2:25240652:T:C | %472 L FARAELZA c.2161A>G p.Lys721Glu
2:25240652:T:TC | X472 L 7 L—A53 7 | 2160 2161insTC | p.Lys721fs
CGA K GG
2:25240653:GC: | X472 L 7 L—AY 7 | €2159delG p.Arg720fs
G k
2:25240654:C:A | 11272076221 | S A& A ¢.2159G>T p.Arg720Leu
2:25240654:C:G | 472 L AR c.2159G>C p.Arg720Pro
2:25240654:.C:T | gx472 L AR ¢.2159G>A p.Arg720His
2:25240654:CG:C | X472 L 7 L—25h7 | ¢2158delC p.Arg720fs
N
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2:25240654:CGA | =472 L 7 L—25 7 | €.2152 2158delCC | p.Pro718fs
GCAGG:C IS TGCTC
2:25240655:G:A | 181197133406 | = 2 A c.2158C>T p.Arg720Cys
2:25240655:G:C | #2472 L S AR ¢.2158C>G p.Arg720Gly
2:25240655:G:'T | gx47e L IR UA c.2158C>A p.Arg720Ser
2:25240657:G:GT | 2472 L 7 L— A7 | 2155 2156insA | p.Ala719fs
]\
2:25240657:GCA | 3472 L 7 L—A5T7 | ¢2149 2155delAA | p.Asn7171s
GGGTT:G S CCCTG
2:25240658:C:G | 2472 L I AR ¢.2155G>C p.Ala719Pro
2:25240658:C:T | & 472 L I AEA c.2155G>A p.Ala719Thr
2:25240658:CAG | %472 L T L—Ah7 | ¢2139 2154delCT | p.Ser714fs
GGTTGACGAT ~ CCATCGTCAAC
GGAG:C CCT
2:25240659:AG: | &Y L 7L —Ahv7 | ¢.2153delC p.Pro718fs
A b
2:25240660:G:A | Y p L S AE A c.2153C>T p.Pro718Leu
2:25240660:G:G | 3472 L 7 L—Ah 7 | 2143 2152dupA | p.Pro718fs
GGTTGACGAT k TCGTCAACC
2:25240661:G:A | &7 L I AEBEUA c.2152C>T p.Pro718Ser
2:25240662:G:GT | %472 L 7 L—Ah 7 | ¢.2150dupA p.Asn717fs
]\
2:25240662:G:GT | Y72 L T L —2ALY7 | ¢.2149 2150dupA | p.Asn717fs
T k A
2:25240662:GT:G | 347 L 7 L —A5L37 | ¢.2150delA p.-Asn717fs
]\
2:25240663:T:A | &4 72 L IR A c.2150A>T p.Asn7171le
2:25240663:T:C S VIAD T AEUA c.2150A>G p.Asn717Ser
2:25240663: T:TT | 2472 L 7L —Ah7 | ¢2148 2149dupC | p.Asn717fs
G ~ A
2:25240664:TGA: | %472 L 7 L—2Ah 7 | ¢.2147 2148delTC | p.Val716fs
1 h
2:25240666:A:C | 3472 L I AR c2147T>G p.Val716Gly
2:25240666:A:T | 15778857953 I AEUA c2147T>A p.Val716Asp
2:25240666:AC: S bl 7 L —AT7 | c.2146delG p.Val716fs
A K
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2:25240667:C:A | 1s1418039680 | = A& A c.2146G>T p.Val716Phe
2:25240667:C:CA | f%472 L 7 L—Ah3 7 | c2145 2146insT | p.Val716fs
}\
2:25240667:C:T | rs1418039680 | = A& & c.2146G>A p.Val716lle
2:25240667:CG:C | #2472 L 7 L—LAb7 | ¢.2145delC p.Ile715fs
~
2:25240668:GAT: | ;2472 L 7 L—AhT7 | 2143 2144delAT | p.Ile715fs
G h
2:25240668:GAT | %472 L 7 L—25y7 | ¢2134 2144delGA | p.Asp712fs
GGAGAGGTC:G =~ CCTCTCCAT
2:25240669:ATG | 3472 L 7L —25h7 | ¢2136 2143delCC | p.Leu713fs
GAGAGG:A k TCTCCA
2:25240670:T:TG | rs1179539918 | 7 L —A 7 | ¢.2142dupC p.Ile715fs
k
2:25240670:TG:T | 32472 L 7 L—25bv7 | c2142delC p.lle715fs
=
2:25240670:TGG | #4722 L 7 L—Ah7 | €.2138 2142delTC | p.Leu713fs
AGA:T k TCC
2:25240671:G:G | 34 L 7 L—AhT7 | c2141 2142insT p.lle715fs
A k
2:25240671:G:G | 3472 L 7 L—2537 | ¢2140 2141dupTC | p.lle715fs
GA ~
2:25240671:G:G | 472 L 7 L—A5hT7 | ¢.2138 2141dupTC | p.Ile715fs
GAGA N TC
2:25240671:GGA | 11281903798 | 7 L— A7 | ¢.2140 2141delTC | p.Ser714fs
G S
2:25240672:G:A | 34 L T AEA c.2141C>T p.Ser714Phe
2:25240672:G:C | 1s367909007 T AEBEUA c.2141C>G p.Ser714Cys
2:25240672:G:G | %4 7p L 7 L—Ah 7 | ¢.2140dupT p.Ser714fs
A b
2:25240672:G:T | 3472 L Ak c.2141C>A p.Ser714Tyr
2:25240674:GAG | ;x4 72 L 7L —25h7 | ¢2134 2138delGA | p.Asp712fs
GTC.G k CCT
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2:25240675:A:AT | 25472 L 7 L—Ah 7 | €.2137 2138insA p.Leu713fs
~
2:25240675:AG: | 15777214520 ZL—AhT7 | ¢2137delC p.Leu713fs
A h~
2:25240675:AGG | X472 L 7 L—Ahv7 | €2127 2137delCT | p.Cys710fs
TCATTGCAG:A =~ GCAATGACC
2:25240676:G:A | rs780006700 TRABEUA c.2137C>T p.Leu713Phe
2:25240676:G:C | %472 L IREURA c.2137C>G p.Leu713Val
2:25240676:GGT: | X472 L 7 L—A5v7 | €.2135 2136delAC | p.Asp712fs
G h
2:25240677:G:GT | %472 L 7 L—5hy7 | ¢.2135dupA p.Asp712fs
k
2:25240677:G:GT | 32472 L 7L —257 | ¢2132 2135dupA | p.Asp712fs
CAT k TGA
2:25240677:G:T | 472 L I RAEURA c.2136C>A p.Asp712Glu
2:25240677:GT:G | 5472 L 7 L—Ah7 | c.2135delA p.Asp712fs
~
2:25240678:T:A | iZX472 L AR c.2135A>T p.Asp712Val
2:25240678:T:C | 472 L TAEURA c.2135A>G p.Asp712Gly
2:25240678:T:G | 3472 L IARAEUA c.2135A>C p.Asp712Ala
2:25240678: TC:T | X472 L 7 L—25 7 | c2134delG p.Asp712fs
]\
2:25240678: TCA | 5472 1L 7 L —Ahv7 | €.2118 2134delGG | p.Gly707fs
TTGCAGGGAC ~ GCAGTCCCTGC
TGCCC:T AATG
2:25240680:A:AT | 25472 L 7 L —Ah7 | €.2132dupA p.Asn711fs
~
2:25240682:TG:T | 3472 L 7 L —2Av 7 | ¢.2130delC p.Cys710fs
~
2:25240683:G:T | 472 L A~y 7 7| c2130C>A p.Cys710*
AV
2:25240683:GCA | iZ¥472 L 7L —2537 | ¢2117 2129delGG | p.Gly706fs
GGGACTGCCC =~ GGCAGTCCCTG
C.G
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2:25240684:C:G | 151444323322 | S A& A ¢.2129G>C p.Cys710Ser
2:25240684:C:T | @ZX472 L T AR c.2129G>A p.Cys710Tyr
2:25240684:CA:C | 3472 L 7 L—AL33 7 | ¢2128delT p.Cys710fs
~
2:25240685:A:G | %472 L T REURA c.2128T>C p.Cys710Arg
2:25240685:A:T | 1s746857175 AR c.2128T>A p.Cys710Ser
2:25240685:AG: ML 7 L—Ah 7 | ¢.2127delC p.Cys710fs
A h
2:25240687:G:A | ix4 72 L I AEUA c.2126C>T p.Pro709Leu
2:25240687:G:G | Y472 L T L—AhT7 | €2125 2126insT p.Pro7091s
A h
2:25240687:GGA | 3472 L T lL—25v 7 | ¢2112 2125delGA | p.lle705fs
CTGCCCCCAAT k TTGGGGGCAGT
C:G C
2:25240688:GA: | %47 L 7L —A5bv 7 | ¢.2124delT p.Cys710fs
G hk
2:25240689:AC: 2L 71 —A537 | ¢2123delG p.Ser708fs
A b
2:25240689:ACT | i%z472 L A7 L—2 | ¢2094 2123delGG | p. Trp698 Ser708
GCCCCCAATC AT GCCCATTCGAT | delinsCys
ACCAGATCGA - CTGGTGATTGG
ATGGGCCC:A GGGCAG
2:25240690:C:A | x4 72 L T Ry A ¢.2123G>T p.Ser708Ile
2:25240690:C: T ML T AEBEURA c.2123G>A p.Ser708 Asn
2:25240690:CT:C | 3472 L 7L —A57 | c.2122delA p.Ser708fs
~
2:25240690:CTG: | %472 L 7 L—Ah3 7 | ¢2121 2122delCA | p.Pro709fs
C 5
2:25240691:TG:T | #4472 L 71 —A5h7 | c2121delC p.Ser708fs
T
2:25240692:G:G | rs1402117804 | 7 L — A 7 | ¢.2120dupG p.Ser708fs
C b
2:25240692:GC: | 15762350913 7 L—A57 | ¢2120delG p.Gly707fs
G K
2:25240693:C:A | #&&7e L N2 S ¢.2120G>T p.Gly707Val
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2:25240693:C:T 1927337009 S AEUA c.2120G>A p.Gly707Asp
2:25240694:C:A | g4/ L I 2B LA c2119G>T p.Gly707Cys
2:25240694.C.G | %472 L IAELA ¢.2119G>C p.Gly707Arg
2:25240694:C:T | &472 L T AEUA c.2119G>A p.Gly707Ser
2:25240695:CCC | #4472 L 7L —AL7 | ¢2090 2117delAG | p.Glu697fs
AATCACCAGA ~ TGGGGCCCATT
TCGAATGGGC CGATCTGGTGA
CCCACT:C TTGG
2:25240696:C:A | %472 L IZAE R c2117G>T p.Gly706Val
2:25240696:C: T | rs777898555 I AEBEUA c2117G>A p.Gly706Glu
2:25240697:C:A | rs749365376 2B A c.2116G>T p.Gly706Trp
2:25240697:C:G | #3472 L IAkBUA c.2116G>C p.Gly706Arg
2:25240697:C:T | #4721 I AEUA c.2116G>A p-Gly706Arg
2:25240697:CA:C | 472 L 7 L—2ALv7 | c.2115delT p.Ile705fs

k
2:25240698:AAT | #2472 L 7L —257 | €.2107 2114delCT | p.Leu703fs
CACCAG:A ~ GGTGAT
2:25240699:A:C | 15777037011 T AEBUA c.2114T>G p.1le705Ser
2:25240699:A:G | rs777037011 IAEUA c.2114T>C p.1le705Thr
2:25240699:A:T | #2472 L I AEUA c.2114T>A p.lle705Asn
2:25240699:AT:A | rs1411778215 | 7 L — A7 | c.2113delA p.Ile705fs

N
2:25240700:T:A | rs1291851173 | S Az A c.2113A>T p.Ile705Phe
2:25240700:T:C | g%2472 L e L c2113A>G p.Ile705Val
2:25240700:T:TC | %472 L 7 L—25y7 | 2111 2112dupT | p.1le705fs
A N G
2:25240700:TC:T | &4 72 L 7L —AT 7 | c.2112delG p.1le705fs

]\
2:25240700:TCA: | #2472 L T L—25b7 | 2111 _2112delTG | p.Val704fs
T ~
2:25240701:CA:C | 3472 L T L—U537 | ¢2111delT p.Val704fs

N
2:25240702:A:C | &4 L IARAEUA c2111T>G p.Val704Gly
2:25240702:A:G | 151165074698 | = At & c2111T>C p.Val704Ala
2:25240702:A:T | #4721 I AR c2111T>A p.Val704Glu
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2:25240702:AC: | 151454822561 | 7 L — L 7 | ¢.2110delG p.Val704fs
£ h
2:25240704:CAG | 3472 L 7 L—25b7 | ¢2107 _2108delCT | p.Leu703fs
:C N
2:25240705:A:A | M L 7L —2Lv7 | ¢.2107dupC p-Leu703fs
G s
2:25240705:A:C | 2472 L S AR c.2108T>G p.Leu703Arg
2:25240705:A:G | M7 L I AEUA c.2108T>C p.Leu703Pro
2:25240705:A’T | %472 L IAEUA c.2108T>A p.Leu703GIn
2:25240705:AG: | 15765733093 ZVL—2ALv 7 | ¢.2107delC p.Leu703fs
A N
2:25240706:G:C | #3472 L S AR ¢.2107C>G p.Leu703Val
2:25240706:GAT: | #4732 L T L—A5LT7 | €2105 2106delAT | p.Asp702fs
G N
2:25240707:A:C | #2472 L I AEA c.2106T>G p.Asp702Glu
2:25240707:A:T W L I AEUA c.2106T>A p.Asp702Glu
2:25240707:AT:A | 3472 L 7 L —Ah37 | ¢.2105delA p.Asp702fs

K
2:25240708:T:A | #4772 L I AEA c.2105A>T p.Asp702Val
2:25240708:T:C | rs1400330086 | I 2tz A c.2105A>G p.Asp702Gly
2:25240708:T:G | &4 L S AR ¢c.2105A>C p.Asp702Ala
2:25240708:TC:T | %472 L 7 L—A5h 7 | €.2104delG p.Asp702fs

k
2:25240708:TCG | #2472 L 7L —537 | ¢.2097 2104delCC | p.Pro700fs
AATGGG:T ~ CATTCG
2:25240709:C:A | 1s770938712 I AEBEUA ¢.2104G>T p.Asp702Tyr
2:25240709:C:G | &4 72 L IAERA ¢.2104G>C p.Asp702His
2:25240709:C:T | 1s770938712 I AR c.2104G>A p.Asp702Asn
2:25240710:G:C | #4772 L I AEBEUA ¢.2103C>G p.Phe701Leu
2:25240710:G:T | 3472 L SAEUA c.2103C>A p.Phe701Leu
2:25240710:GA: | 2472 L 7L —A537 | ¢.2102delT p.Phe701fs
G K
2:25240711:A:C | #3472 L I AR c.2102T>G p.Phe701Cys
2:25240711:A:G | 3472 L I AEA ¢.2102T>C p.Phe701Ser
2:25240711:A:T | #&X47¢ L S AEUA c.2102T>A p.Phe701Tyr
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2:25240712:A:C | 15760042734 S AEUA c.2101T>G p.Phe701Val
2:252407122A:G | g7 L IR ¢.2101T>C p.Phe701Leu
2:25240712:AT:A | #3472 L 7 L—2Ahv 7 | ¢.2100delA p.Phe701fs

k
2:25240712:ATG | #&47¢2 L 7 L—25b 7 | ¢.2088 2100delGG | p.GIn696fs
GGCCCCACTC ~ AGTGGGGCCCA
C:A
2:25240713:TG:T | 15773340419 7 L—AhT7 | ¢.2099delC p.Pro700fs

I\
2:25240714:G:A | 15772368909 T AEUA ¢.2099C>T p.Pro700Leu
2:25240714:G:C | #4472 L AR ¢.2099C>G p.Pro700Arg
2:25240714:G:T | #4721 I AEUA ¢.2099C>A p.Pro700GIn
2:25240715:G:A 18775823075 I AR ¢.2098C>T p.Pro700Ser
2:25240715:G:C | 15775823075 I AEBUA ¢.2098C>G p.Pro700Ala
2:25240715:G:T | 1s775823075 IAEBSA ¢.2098C>A p.Pro700Thr
2:25240716:G:G | 32472 L T L—5Y7 | ¢2096 2097insT p.Phe701fs
A ]\
2:25240716:G:G | 15762965546 7 L—5ALv7 | ¢.2096dupG p.Phe701fs
C ~
2:25240716:G:G | 3472 L 7 L—2A5 7 | €.2095 2096dupG | p.Pro700fs
CcC ~ G
2:25240716:G:G | #&ZX472 L 7L —2Abv 7 | 2092 2096dupT | p.Pro700fs
CCCCA ~ GGGG
2:25240716:G:G | %472 L 7 L—25v7 | €.2090 2096dupA | p.Pro700fs
CCCCACT S GTGGGG
2:25240716:GC: 7 L—LALv7 | ¢.2096delG p.Gly699fs
G b
2:25240716:GCC | %472 L T L—2Ah 7 | €.2092 2096delTG | p.Trp698fs
CCA.G ~ GGG
2:25240716:GCC | #4472 L T L—AhT 7 | 2090 2096delAG | p.Glu697fs
CCACT:G k TGGGG
2:25240717:C:A | #2472 L = ¢.2096G>T p.Gly699Val
2:25240717:C:T | 15761064473 I AR ¢.2096G>A p.Gly699Asp
2:25240718:C:A | &% 7e L I AR ¢.2095G>T p.Gly699Cys
2:25240718:C:G | #&Z47e L I AR €.2095G>C p.Gly699Arg
2:25240718:C:T | 15763776241 I AR ¢.2095G>A p.Gly699Ser

10

20

30

40

50



(122) JP 2024-533459 A 2024.9.12
O00oo0ooaoao

2:25240718:CCC | X472 L 7 L—AY7 | ¢.2090 2094delAG | p.Glu697fs
ACT:C ~ TGG
2:25240719:C:A | %472 L S AR ¢.2094G>T p. Trp698Cys
2:25240719:C:T | rs753452266 A Nw 7 4| c2094G>A p.Trp698*

A
2:25240720:C:G | 3472 L RREWE ¢.2093G>C p.Trp698Ser
2:25240720:C:T | 11005359774 | A kv 7" 4 | c2093G>A p.Trp698*

A4 v
2:25240720:CA:C | 32472 L 7 L—25Lv 7 | ¢.2092delT p. Trp698fs

b
2:25240720:CAC | X472 1L A7 L—25 | €.2090 2092delAG | p.Glu697 Trp698
T:C A VT T delinsGly
2:25240721:A:G | %% 78 L I AELA | €2092T>C p. Trp698Arg
2:25240721:A:T | %472 L F Rl i A ¢.2092T>A p.Trp698Arg
2:25240721:AC: | %72 L 7 L—A53Y7 | ¢2091delG p.Glu697fs
A B
2:25240723:T:-TC | %472 L 7L —Ahy 7 | ¢2089dupG p.Glu697fs

N
2:25240723:TCC: | %47 L 7 L—AhT 7 | 2088 2089delGG | p.Glu6971s
T I
2:25240724:C:A | rs761343150 AR~y | c2089G>T p.Glu697*

A
2:25240726:TG:T | 15766594867 7 L—25 7 | ¢.2086delC p.GIn696fs

K
2:25240726:TGG: | X472 L 7 L—5h7 | ¢.2085 2086delCC | p.GIn696fs
1 k
2:25240726:TGG | iZ%472 L 7 L—2A5T7 | ¢.2083- p.Ile695fs
ATCTGGGAGG N 14 2086delCTTTA
ATAAAG:T TCCTCCCAGATC

C

2:25240727:G:A rs750325978 A~y 7°_/? c.2086C>T p.GIn696*

A4
2:25240727:G:T | 47 L SABEUA ¢.2086C>A p.GIn696Lys
2:25240729:A:T | rs780206885 S AR c.2084T>A p.Ile695Asn
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2:25240731:C:A | %472 L ATFA4 X | c2083-1G>T
TS —
2:25240731:C:G | %47 L AFFA A | ¢2083-1G>C
TR S H—
2:25240731:C:T | %472 L AFFA4 A | c2083-1G>A
TIETSE—
2:25240732:T:A | 35472 L AT FA A | c2083-2A>T
TS~
2:25240732:T:C | 1761987159 | 275 4 Z_ | c.2083-2A>G
TS —
2:25241553:TGG | #%472 L AT T A A | 2059 2082+8del | p.Val687_ His694
ACATACATGC R — GTCCGCAGCGT | del
TTCTGTGTGAC CACACAGAAGC
GCTGCGGAC:T ATGTATGTCC
2:25241559:T:TA | 1s751693865 | 275 1 2 | ¢.2082+2dupT
| e
2:25241559:-TAC | 32572 L 7 L—Ah 7 | ¢2070_2082+2del | p.Thr691fs
ATGCTTCTGTG K CACACAGAAGC
TG:T ATGT
2:25241560:A:C | 1s1196735995 | 275 4 % | c.2082+2T>G
R —
2:25241560:A:G | 151196735995 | 275 4 2 | ¢.2082+2T>C
R
2:25241560:A:T | 252477 L AT FGA A | c20822T>A
K —
2:25241561:C:A | %477 L AT FTA A | c2082+1G>T
RJ—
2:25241561:C:CA | 3472 L 7 L—A5v7 | ¢2082dupT p.Ile695fs
N
2:25241561:C:CA | 3472 L 7 L—AT 7 | €2078 2082dupA | p.Ile695fs
TGCT K GCAT
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2:25241561:C:G | iz4472 L AT TAA | c2082+1G>C
e —
2:25241561:C:T | 1766397390 AT TA A | c2082+1G>A
R —
2:25241561:CAT | %472 L 7 L— A7 | €2075 2082delAG | p.GIn692fs
GCTTCT:C S AAGCAT
2:25241562:AT:A | 3%X47p L 7L —A53 7 | ¢.2081delA p.His694fs
K
2:25241563:T:C BAEY/AP I AEUAR c.2081A>G p.His694Arg
2:25241563:.T:G | %472 L IAEURA c.2081A>C p.His694Pro
2:25241563:TG:T | X472 L 7 L—Ah3I7 | ¢.2080delC p.His694fs
k
2:25241564:G:A | 472 L TRABEUA ¢.2080C>T p.His694Tyr
2:25241564:GCT | X472 L 7 L—2537 | ¢2073 2079delAC | p.GIn692fs
TCTGT:G k AGAAG
2:25241565:C:CT | #4472 L A 7 L—25 | €.2078 20791nsTA | p.GIn692 Lys693
TA AT A insAsn
2:25241565:C:G | %472 L IAEUA ¢.2079G>C p.Lys693Asn
2:25241565:CT:C | 32472 L 7 L—A53 7 | ¢.2078delA p.Lys693fs
S
2:25241566:T:TT | aZ472 L 7 L—2A537 | ¢2076_2077dupG | p.Lys693fs
C ~ A
2:25241566:TTC: | 3z472 L 7L —Av7 | 2076 2077delGA | p.Lys693fs
T k
2:25241567:T:A | 1s1365278000 | 2 kw7 4 | ¢2077A>T p.Lys693*
A
2:25241568:C:.CT | %472 L 7 L —A57 | ¢.2075dupA p.Lys693fs
~
2:25241568:CTG: | %472 L 7 L—Ah 7 | 2074 2075delCA | p.GIn692fs
C ~
2:25241569:TGT | iY77 L A 7 L—2 | €.2063 2074delGC | p.Arg688 Thr691
GTGACGCTGC: AT AGCGTCACAC del
T _
2:25241570:G:A | rs1278018793 | A h v 7 47 | ¢.2074C>T p.GIn692*
1
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2:25241570:G:GT | 2472 L 7 L—A57 | ¢.2073dupA p.GIn692fs
~
2:25241570:GT:G | 32472 L 7 L —25 7 | ¢.2073delA p.GIn692fs
~
2:25241571:T:TG | %472 L A7 L—2A | ¢2070 2072dupC | p.Thr691dup
TG AT AC
2:25241571:TG:T | 3472 L 7 1L—2537 | ¢.2072delC p.Thr691fs
K
2:25241572:G:A | 1s1193025338 | = A& % c.2072C>T p.Thr6911le
2:25241572:G:GT | 3247 L 7 L—Ah7 | ¢.2071dupA p.Thr691fs
S
2:25241572:GT:G | 3472 L 7 Lb—5i7 | c.2071delA p.-Thr691fs
~
2:25241573:T:G ML T ABEUA ¢.2071A>C p.Thr691Pro
2:25241573:T:TA | 32472 L 7 L—Ah7 | 2070 2071insT p.Thr691fs
~
2:25241574:GA: | &M L 7L —53 7 | ¢2069delT p.Val690fs
G I
2:25241575:AA | B4R L 7 L—Ah3 7 | €2064 2068dupC | p.Val690fs
CGCTG S AGCG
2:25241575:A:C | #4472 L T Zt A ¢.2069T>G p.Val690Gly
2:25241575:A:G | #4472 L S AR ¢.2069T>C p.Val690Ala
2:25241575:A:T BN I AEUA ¢.2069T>A p.Val690Asp
2:25241575:AC: | #3472 L 7 L—A 7 | ¢.2068delG p.Val690fs
A B
2:25241576:C:A | %472 L AR c.2068G>T p.Val690Phe
2:25241576:C:T 1s768899154 S AEBUA ¢.2068G>A p.Val690Ile
2:25241576:CG:C | %472 L 7 L—25v 7 | ¢.2067delC p-Ser689fs
~
2:25241577:G:G | &4 1L 7L —25b7 | ¢2041 2066dupA | p.Ser689fs
CTGCGGACGT IS TCATGTACGTC
CCCCGACGTA GGGGACGTCCG
CATGAT CAG
2:25241579:TG:T | i%472 L 7L —Ah 7 | ¢.2064delC p.Ser689fs
N
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2:25241580:GC: S L 7 L —Ah3 7 | ¢.2063delG p.Arg688fs
G k
2:25241580:GCG | 472 L 7 L —2537 | ¢2054 2063delGG | p.Gly685fs
GACGTCCC:G K GACGTCCG
2:25241581:CA | &4 L A UA ¢.2063G>T p.Arg688Leu
2:25241581:C:G | 3472 L S AEURA ¢.2063G>C p.Arg688Pro
2:25241581:C:T | rs369713081 AR c.2063G>A p.Arg688His
2:25241581:CG:C | 24472 L 7 L—Ahv 7 | ¢.2062delC p.Arg688fs

~
2:25241582:G:A | 1s1484795800 | = Ak & ¢.2062C>T p.Arg688Cys
2:25241582:G:C | rs1484795800 | = A& A& ¢.2062C>G p.Arg688Gly
2:25241582:G:T | 3472 L IABUA c.2062C>A p.Arg688Ser
2:25241584:A:C | @472 L I AR c.2060T>G p.Val687Gly
2:25241584:A:G | X472 L IREBR ¢.2060T>C p.Val687Ala
2:25241584 AT | %272 L IRk R ¢.2060T>A p.Val687Asp
2:25241585:C:A | 472 L IRAEA c.2059G>T p.Val687Phe
2:25241585:C:G | x4 7e L T RAEFR ¢.2059G>C p.Val687Leu
2:25241586:G:C | a&¥472 L I AR c.2058C>G p.Asp686Glu
2:25241586:G:GT | @472 L 7 L—2537 | ¢2057_2058insTG | p.Val687fs
CCCCGACGTA ~ ATCATGTACGT
CATGATCA CGGGGA
2:25241586:GT:G | 3472 L 7 L—2Ahi 7 | ¢2057delA p.Asp686fs

S
2:25241587:T:A | 15754764419 IREA c.2057A>T p.Asp686Val
2:25241587:T:C | rs754764419 IAEUA c.2057A>G p.Asp686Gly
2:25241587:T:G | #4472 L TAREA c.2057A>C p.Asp686Ala
2:25241587:T:TC | %472 L 7 L—Ahi 7 | ¢.2056dupG p.Asp686fs

K
2:25241587:TC.T | %472 L 7 L—Ahv 7 | €2056delG p.Asp686£s

~
2:25241587:-TCC: | rs1344775606 | 7 L— A 7 | ¢.2055_2056delGG | p.Asp686fs
T ~
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2:25241587:TCC | #&Y472 L T L —537 | ¢.2046 _2056delGT | p.Met682fs
CCGACGTAC:T k ACGTCGGGG
2:25241588:C:A | 18767224028 IAEA ¢.2056G>T p.Asp686Tyr
2:25241588:C:G | &4 L I AEUA ¢.2056G>C p.Asp686His
2:25241588:C:T | &4/ L 2 AR ¢.2056G>A p.Asp686Asn
2:25241589:CCC | 3% 472 L 7 L—25L 7 | €.2038 2054delAA | p.Lys680fs
GACGTACATG S GATCATGTACG
ATCTT:C TCGG
2:25241590:C:A | &7 L I AR ¢.2054G>T p.Gly685Val
2:25241590:C:G | rs754037033 I AEUA ¢.2054G>C p.Gly685Ala
2:25241590:C:T | rs754037033 T AEUA c.2054G>A p.Gly685Glu
2:25241590:CCG | #2472 L 7 L— A7 | ¢.2049 2053delCG | p.Tyr683fs
ACG:C ~ TCG
2:25241591:C:A | 15779176507 I AEBUA ¢.2053G>T p.Gly685Trp
2:25241591:C:G | &4 72 L SAESA ¢.2053G>C p.Gly685Arg
2:25241591:C:T | 1s779176507 I AR c.2053G>A p.Gly685Arg
2:25241591:CG:.C | &Z472 L 7 L—2ALv 7 | €.2052delC p.Asp686fs

K
2:25241591:CGA | #&Z472 L 7 L—2Ah 7 | €.2049 2052delCG | p.Tyr683fs
CG:C N TC
2:25241591:CGA | #2472 L 7 L—UAL 7 | €.2048 2052delAC | p.Tyr683fs
CGT:C k GTC
2:25241592:GA: | M4 7x L 7 L—A5h7 | ¢2051delT p.Val684fs
G s
2:25241592:GAC | #3472 L A 7 L—2A | €.2046 2051delGT | p.Met682 Val684
GTAC:G AT ACGT delinslle
2:25241593:A:C | Bx&7e L IAEUA ¢.2051T>G p.Val684Gly
2:25241593:A:T | #4771 I AEUA c.2051T>A p-Val684Asp
2:25241593:ACG | 2472 L 7 L—25b 7 | €.2035 2050delGG | p.Gly679fs
TACATGATCTT N GAAGATCATGT
CCC:A ACG
2:25241594:C:A | #5472 L I AEUA ¢.2050G>T p.Val684Phe
2:25241594:CG.C | 472 L 7 L—2A5v 7 | €.2049delC p.Tyr683fs

I\
2:25241594:CGT | &Y472 L 7 L—25 7 | ¢.2043 2049delCA | p.lle681fs
ACATG:C ~ TGTAC
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2:25241595:G:C | @472 L ARy 7| c2049C>G p. Tyr683*
A
2:25241595:G:T | 34472 L ANy 7 7| c2049C>A p. Tyr683*
A
2:25241595:GT:G | %472 L 7 L—A 7 | ¢.2048delA p.Tyr683fs
~
2:25241596:T:C | rs780495518 IREUA c.2048A>G p.Tyr683Cys
2:25241596:T:TA | %472 L 7L —AhT7 | ¢.2025 2047dupG | p. Tyr683fs
CATGATCTTCC N CGGCACCAGGG
CCTGGTGCCG GAAGATCATGT
C
2:25241596:TAC | %472 L 7L —AhT7 | €.2043 2047delCA | p.Met682fs
ATG:T k TGT
2:25241597:A:C | %4472 L IREUA c.2047T>G p. Tyr683Asp
2:25241597:A:G | B4 L I AR ¢.2047T>C p.Tyr683His
2:25241597:A:T | §%472 L I AR c.2047T>A p.Tyr683Asn
2:25241598:CA:C | %4702 L 7 L—AhT 7 | ¢.2045delT p.Met682fs
~
2:25241598:CAT: | %472 L 7 L—A5h7 | 2044 2045delAT | p.Met682fs
C b
2:25241598:CAT | %472 L A 7 L—2A | ¢.2043 2045delCA | p.lle681del
G:C AT T
2:25241599:A:AT | 5472 L 7 L— A7 | ¢2044dupA p.Met682fs
k
2:25241599:A:C | 1s1324879320 | = x& & c.2045T>G p.Met682Arg
2:25241599:ATG | iz472 L A 7 b—2A | ¢2030 2044delAC | p.His677_Met682
ATCTTCCCCTG A T CAGGGGAAGAT | delinsLeu
GT:A B CA
2:25241600:TG:T | rs1455730245 | 7 L— A3 7 | ¢.2043delC p-Met682fs
~
2:25241600:TGA | 3%472 L 7 L—AL 7 | 2024 2043delTG | p.Val675fs
TCTTCCCCTGG K CGGCACCAGGG
TGCCGCA:T GAAGATC
2:25241601:G:C IREBURA c.2043C>G p.lle681Met
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2:25241601:G:GT | 2472 L 7 L—Ah 7 | €.2042 2043insA p-Met682fs
~
2:25241602:A:AT | %472 L 7 L—2A37 | ¢2017 2041dupG | p.lle681fs
CTTCCCCTGGT K GCATGGTGCGG
GCCGCACCAT CACCAGGGGAA
GCC GA
2:25241602:A:G | @472 L T A e K ¢.2042T>C p.Ile681Thr
2:25241602:A:T | 1s769006337 AR c.2042T>A p.lle681Asn
2:25241603:T:A | iz 72 L IABEUA c.2041A>T p.Ile681Phe
2:25241604:C:A | iz4 72 L AR ¢.2040G>T p.Lys680Asn
2:25241604:CT:C | 32472 L 7 L—AI 7 | €2039delA p.Lys680fs
=~
2:25241605:T:C | X472 L I AR c.2039A>G p.Lys680Arg
2:25241606:T:A | %2472 L A~ 4| ¢2038A>T p.Lys680*
AV
2:25241606:TC:T | rs1365479526 | 7 L — L 7 | ¢.2037delG p.Lys680fs
~
2:25241608:C:A | Bz472 L I AR ¢.2036G>T p.Gly679Val
2:25241608:C:T | i%472 L IREURA ¢.2036G>A p.Gly679Glu
2:25241609:C:A | %472 L I AR ¢.2035G>T p.Gly679Trp
2:25241610:CT:C | @Z2472 L 7 L—A5h3I7 | ¢.2033delA p.GIn678fs
N
2:25241611:T:TG | X472 L 7 b—A537 | ¢.2032dupC p.GIn678fs
k
2:25241611:TG:T | 32472 L 7L —Av 7 | ¢2032delC p.GIn678fs
~
2:25241612:G:A | 11050271318 | 2 > 7" 4 | ¢.2032C>T p.GIn678*
A 3
2:25241614T:C | g&472 L IREUR ¢.2030A>G p.His677Arg
2:25241614.T:TG | %472 L 7 L—A3 7 | €2026 2029dupC | p.His677fs
CCG N GGC
2:25241615:GCC | %472 L T L—2A5T7 | ¢2024 2028delTG | p.Val675fs
GCA:G K CGG
2:25241616:C:CC | iZ2472 L 7 L—25hT7 | 2026 2027dupC | p.His677fs
G K G
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2:25241617:C:A | 15769539104 AR c.2027G>T p.Arg676Leu
2:25241617:C:T | 1s769539104 IXEUA c.2027G>A p.Arg676GIn
2:25241617:CG:C | %4472 L 7 L—2A53 7 | ¢2026delC p.Arg676fs

~
2:25241618:G:A | 1s375399431 AR ¢.2026C>T p.Arg676Trp
2:25241618:G:C | iz472 L AR ¢.2026C>G p.Arg676Gly
2:25241618:G:G | %472 L 7 L—Ah 7 | ¢.2025dupG p.Arg676fs
C N
2:25241618G:G | 472 L T LA 7 | €2021_2025dupT | p.Arg676fs
CACCA =~ GGTG
2:25241618:GCA | %472 L 7 L—253 7 | ¢2000 2025delAG | p.Glu667fs
CCATGCCCAC K GACTCCATCAC
CGTGATGGAG GGTGGGCATGG
TCCT:G TG
2:25241619:CA:C | 3ZX472 L 7 L—257 | ¢2024delT p.Val675fs

~
2:25241620:A:A | Y70 L 7L —AY 7 | ¢2023dupG p.Val675fs
C k
2:25241620:A:C I AR c.2024T>G p.Val675Gly
2:25241620:A:G AR c.2024T>C p.Val675Ala
2:25241620:A:T | 5472 L I RAE LR c.2024T>A p.Val675Glu
2:25241620:AC: | rs763843749 7 L—LAhv 7 | €.2023delG p.Val675fs
A h
2:25241621:CA | §%472 L I 2B ¢.2023G>T p.Val675Leu
2:25241621:C:G | X472 L TRAEA c.2023G>C p.Val675Leu
2:25241621:C:T | 1s1025238838 | I A& A c.2023G>A p.Val675Met
2:25241623:AT:A | #2472 L 7 L—Ahv 7 | ¢.2020delA p-Met674fs

S
2:25241623:ATG | gx472 L 7L —AY 7 | 2014 2020delGT | p.Val672fs
CCCAC:A I GGGCA
2:25241624:T:C | rs1306265898 | = At A ¢.2020A>G p.Met674Val
2:25241624.TG:T | %472 L 7L —A 7 | €2019delC p.Met674fs

S
2:25241625:G:G | #4472 L 7 L—Abv 7 | 2017 _2018dupG | p.Met674fs
cC =~ G
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2:25241625:G:G | %472 L A7 Lb—25 | 2016 2018dupG | p.Gly673dup

e AT GG

2:25241625:G:G | 3472 L 7 L—25T7 | 2015 2018dupT | p.Met674fs

CCCA ~ GGG

2:25241625:GC: AL 7 L—Ah 7 | ¢.2018delG p.Gly673fs

G I

2:25241625:GCC | 3472 L 7 L —25h7 | ¢2015 2018delTG | p.Val672fs

CAG K GG

2:25241626:C:A | %472 L T ABEUA ¢.2018G>T p.Gly673Val

2:25241626:C:T r$902730598 IAEUA c.2018G>A p.Gly673Asp

2:25241627:C:A | %472 L TAREUA c.2017G>T p.Gly673Cys

2:25241629:AC: | %472 L 7 L—5 7 | ¢.2014delG p.Val672fs

A I

2:25241630:C:T BAY/AP T AEBUA ¢.2014G>A p.Val672Met

2:25241630:CCG | %472 L 7 L—2537 | ¢2000 2013delAG | p.Glu667fs

TGATGGAGTC ~ GACTCCATCAC

CT:C G

2:25241631:CGT | %472 L 71— 7 | ¢2005 2012delTC | p.Ser669fs

GATGGA:C N CATCAC

2:25241632:G:A | 3472 L S AR c.2012C>T p.Thr671Met

2:25241632:G:GT | %472 L 7 1L—A 7 | ¢2011dupA p.Thr671fs
~

2:25241632:GT:G | 3472 L 7 L—A3 7 | ¢2011delA p.Thr671fs
~

2:25241633:TGA | 3%X472 L 7 L —257 | ¢2007_2010delCA | p.Ile670fs

TG T k TC

2:25241634:GAT: | 3472 L 7 L —25 7 | ¢2008 2009delAT | p.Ile670fs

G I

2:25241634:GAT | %472 L 7 L—A7 | €.1994 2009delTG | p.Val665fs

GGAGTCCTCA N TGTGAGGACTC

CACA:G CAT

2:25241635:A:A | 3472 L 7 L—A57 | 2008 2009insCC | p.lle670fs

GGACTCCATC ~ GTGATGGAGTC

ACGG C
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2:25241635:A:AT | %472 L 7 L—Lhi 7 | ¢.1974 2008dupC | p.lle670fs
GGAGTCCTCA k CGCTACATTGC
CACACCTCCG CTCGGAGGTGT
AGGCAATGTA GTGAGGACTCC
GCGG A
2:25241635:AT:A | 3472 L 7L —.537 | ¢.2008delA p.lle670fs

N
2:25241635:ATG | #2472 L 7 L—2AL 7 | ¢.2004 2008delCT | p.Ser669fs
GAG:A S CCA
2:25241636:T:A AL IAEA ¢.2008A>T p.lle670Phe
2:25241636:T:G ML T Ak A ¢.2008A>C p.Ile670Leu
2:25241636:T:TG | rs753637583 7 L —25L7 | ¢.2007dupC p.Ile670fs

~
2:25241636:TG:T | 3472 L 7L —A57 | ¢.2007delC p-1le670fs

]\
2:25241637:GGA | Y472 L 7 L —53 7 | ¢.2005 2006delTC | p.Ser669fs
G k
2:25241637:GGA | &4 72 L A7 L—25 | ¢.1998 2006delTG | p.Glu667_Ser669
GTCCTCA:G AT AGGACTC del
2:25241638:G:A ML S AR ¢.2006C>T p.Ser669Phe
2:25241638:G:T ML S AL A ¢.2006C>A p.Ser669Tyr
2:25241639:AG: | &% L 7L —Ah7 | ¢.2004delC p.Ser669fs
A N
2:25241641:T:A | &7 L I AR UA ¢.2003A>T p.Asp668Val
2:25241641:T:TC | &Y L 7L —25h7 | ¢.2002dupG p.Asp668fs

]\
2:25241641:TC:T | 3472 L 7 L—AT7 | ¢.2002delG p.-Asp668fs

]\
2:25241642:C: T BN S AEUA c.2002G>A p.Asp668Asn
2:25241642:CCT: | #4702 L 7 L—2A 7 | ¢2000 2001delAG | p.Glu667fs
C N
2:25241643:CT:C | 3472 L 7 L—A 7 | ¢.2000delA p.Glu667fs

k
2:25241644:T:C | &% L I AR ¢.2000A>G p.Glu667Gly
2:25241644:TCA: | 151467575781 | 7 L — L 7 | ¢.1998 1999delTG | p.Cys666fs
T ]\
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2:25241644.TCA | #4472 L T L—AY7 | ¢.1996_1999delTG | p.Cys666fs
CA:T N TG
2:25241645:C:A | 34472 L A~ | e 1999G>T p.Glu667*
o
2:25241645:C:CA | %472 L 7 L—A 7 | ¢.1998dupT p.Glu667fs
=~
2:25241646:A:C | 3472 L IRBEUA c.1998T>G p.Cys666Trp
2:25241646:A:T | 34472 L ARy 7 7| c1998T>A p.Cys666*
A
2:25241647:C:A | %472 L AR c.1997G>T p.Cys666Phe
2:25241647:C:T | %472 L TAREUA c.1997G>A p.Cys666Tyr
2:25241648:A:C | @472 L TRAEUA ¢.1996T>G p.Cys666Gly
2:25241649:CA:C | 151268925454 | 7 L— A7 | ¢.1994delT p.Val665fs
~
2:25241650:A:C | 1s762503226 IRAEURA c.1994T>G p.Val665Gly
2:25241650:A:G | #4772 L IRBUR c.1994T>C p.Val665Ala
2:25241650:A:T | 15762503226 TRABEUA c.1994T>A p.Val665Glu
2:25241650:AC: | %472 L 7 L—A57 | ¢.1993delG p.Val665fs
A b
2:25241651:C:A | 15766020170 IABEURA c.1993G>T p.Val665Leu
2:25241651:C:T | @247z L AR c.1993G>A p.Val665Met
2:25241652:CT:C | iz¥472 L 7 L—nh3 7 | c.1991delA p.Glu664fs
S
2:25241652:.CTC | &7 L A7 b—2 | ¢.1974 1991delCC | p.Asp658_Ser663
CGAGGCAATG V% GCTACATTGCCT | del
TAGCGG:C B CGGA
2:25241653:T:C | 3472 L I AR c.1991A>G p.Glu664Gly
2:25241653:TC:T | X472 L 7 L— 237 | ¢.1990delG p.Glu664fs
N
2:25241653:TCC | 3472 L 7 L—2537 | ¢.1977_1990delCT | p. Tyr660fs
GAGGCAATGT k ACATTGCCTCG
AG:T G
2:25241654:C:A | 151476901854 | 2 > 7" & | ¢.1990G>T p.Glu664*
A
2:25241654:C:G | 472 L IAEUA c.1990G>C p.Glu664GIn

10

20

30

40

50



goooooao

(134)

JP 2024-533459 A 2024.9.12

2:25241656:G:A | rs553080210 AR c.1988C>T p.Ser663Leu
2:25241656:G:C | %472 L IRAEUA c.1988C>G p.Ser663Trp
2:25241656:G:T | @Z¥47z L A RNy 7 7| c.1988C>A p.Ser663*
1

2:25241656:GAG | i%X472 L A 7 b—2 | 1979 _1987delAC | p.Tyr660_Ala662
GCAATGT:G AT ATTGCCT del
2:25241657:A:G | 347 L S AR ¢.1987T>C p.Ser663Pro
2:25241657:AG: | 3472 L 7L —Ahv 7 | ¢.1986delC p.Ser663fs
A b
2:25241658:GGC | 3472 L 7 L—2537 | 1978 1985delTA | p. Tyr660fs
AATGTA:G K CATTGC
2:25241659:G:A | %472 L AR c.1985C>T p.Ala662Val
2:25241659:G:T | X472 L I AEBURA c.1985C>A p.Ala662Asp
2:25241659:GCA | X472 L 7L —A7 | ¢.1981 1984delAT | p.Ile661fs
AT:G N TG
2:25241660:C:A | %472 L IREBURA .1984G>T p.Ala662Ser
2:25241660:C:CA | %472 L 7 L—253T 7 | ¢.1983dupT p.Ala662fs

S
2:25241660:C:G | 15759408234 AR c.1984G>C p-Ala662Pro
2:25241660:C:T | rs759408234 T AEURA c.1984G>A p.Ala662Thr
2:25241660:CAA | 3472 L 7 L—2h37 | 1982 1983delTT | p.lle661fs
:C k
2:25241661:A:A | §%472 L 7 L—A5T7 | 1939 1982dupCT | p.Ala662fs
ATGTAGCGGT =~ CCTGGTGCTGA
CCACCTGAAT AGGACTTGGGC
GCCCAAGTCC ATTCAGGTGGA
TTCAGCACCA CCGCTACAT
GGAG
2:25241661:AAT | 3z 72 L 7 L—Ah 7 | 1979 1982delAC | p.Tyr660fs
GT:A ~ AT
2:25241662:A:C | 472 L AR c.1982T>G p.lle661Ser
2:25241662:A:G | 11471917721 | S A& A c.1982T>C p.1le661Thr
2:25241662:A:T | %472 L T R A c.1982T>A p.Ile661Asn
2:25241662:AT:A | 35472 L 7 L —A 7 | ¢.1981delA p.lle661fs

k
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2:25241662:ATG | %4 7x L A7 Lb—2A | ¢.1976 _1981delGC | p.Arg659 lle661d
TAGC:A AT TACA elinsLeu
2:25241664:G:C | i34 7 L Z R v 7| ¢.1980C>G p. Tyr660*

o
2:25241664.G:GT | rs1158856353 | 7 L — A7 | ¢.1979dupA p.Tyr660fs

}\
2:25241665:T:A %YL AR c.1979A>T p.Tyr660Phe
2:25241665:T:C | rs767552800 IAEVUA c.1979A>G p.Tyr660Cys
2:25241665:T:G 2L I AEUA c.1979A>C p.Tyr660Ser
2:25241666:A:C | %472 L I xEUR c.1978T>G p.Tyr660Asp
2:25241666:A:G | i%4 7 L IAEA c.1978T>C p.Tyr660His
2:25241666:A:T | %47 L T AR c.1978T>A p.Tyr660Asn
2:25241668:C:CG | %472 L 7L —A5v 7 | c.1975dupC p.Arg659fs

~
2:25241668:C:T | rs752434188 I AR c.1976G>A p.Arg659His
2:25241668:CG:C | %472 L 7L —Ahv 7 | c.1975delC p.Arg659fs

~
2:25241669:G:A | 1755982635 T RAEUR c.1975C>T p.Arg659Cys
2:25241669:G:C | rs755982635 AR c.1975C>G p.Arg659Gly
2:25241671:T:A | 1146164726 I RAEUR c.1973A>T p.Asp658Val
2:25241671.TTC | %472 L 7 L—Ad7 | ¢.1972dupG p.Asp658fs

b
2:25241671:T.TC | gxX472 L 7 L —Ahy7 | 1971 1972dupG | p.Asp658fs
C K G
225241671 TCT | %472 L 7L —Ah7 | ¢.1972delG p.Asp658£s

}\
2:25241671:TCC | %472 L A7 L—2A | c.1961 _1972delGC | p.Gly654 Val657
ACCTGAATGC: A VT )L ATTCAGGTGG del
T
2:25241672:C:A | 3247 L IAEUA c.1972G>T p.Asp658Tyr
2:25241672:C:CC | %472 L 7L —25y7 | ¢.1970 1971dupT | p.Asp658fs
A K G
2:25241672:C: T AL I AR c.1972G>A p.Asp658Asn
2:25241672:CCA: | %2472 L 7 L —Ah 7 | ¢.1970 1971delTG | p.Val657fs
C k
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2:25241672:CCA | %472 L 7 1L—A37 | 1964 1971delTT | p.lle655fs
CCTGAA:C K CAGGTG
2:25241674:A:C | 2472 L NS ¢.1970T>G p.Val657Gly
2:25241674A:G | B4 L IREBURA ¢.1970T>C p.Val657Ala
2:25241674:A:T | B2472 L IRABUR c.1970T>A p.Val657Glu
2:25241674:AC: S L 7 L—A57 | ¢.1969delG p.Val657fs
A ~
2:25241674:ACC | %472 L T L —AY7 | 1962 1969delCA | p.Ile655fs
TGAATG:A K TTCAGG
2:25241674.ACC | 2472 L 7 L—2Av7 | €.1960_1969delGG | p.Gly654£s
TGAATGCC:A K CATTCAGG
2:25241675:C:A | #4472 L IRABUA ¢.1969G>T p.Val657Leu
2:25241675:C:G S L S AE R ¢.1969G>C p.Val657Leu
2:25241675:C:T | rs368961181 S e ¢.1969G>A p.Val657Met
2:25241676:CT:C | 2472 L 7 L—A5h7 | ¢.1967delA p.GIn656fs

K
2:25241677:T:G | 1s1323531460 | = A& X c.1967A>C p.GIn656Pro
2:25241677TG:T | &% 72 L 7 L—AhT7 | ¢.1966delC p.GIn656fs

K
2:25241678:G:A | 15758402405 | A w7 & | ¢.1966C>T p.GIn656*

PO
2:25241678:GAA | 34472 L 7 L —253 7 | 1955 1965delAC | p.Asp652fs
TGCCCAAGT:G K TTGGGCATT
2:25241679:A:C | %72 1L N I ¢.1965T>G p.lle655Met
2:25241679:AAT | %472 L 7 L—A537 | 1961 _1964delGC | p.Gly654fs
GC:A K AT
2:25241680:A:C | 25472 L T AR c.1964T>G p.Ile655Ser
2:25241680:A:G | %470 L SRR ¢.1964T>C p.1le655Thr
2:25241680:A:T | 15780120142 | = 2 =& c.1964T>A p.Ile655Asn
2:25241680:AT:A | 25472 L 7L —2AY7 | c.1963delA p.Ile655fs

N
2:25241681:T:C | Bz472 L IAEBUA ¢.1963A>G p.Ile655Val
2:25241681:T:TG | 3%472 L ZL—Av7 | 1961 1962dupG | p.Ile655fs
C N C
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2:25241681:T:TT | %472 L 7 L—A37 | 1962 1963insTG | p.lle655fs
TCA ~ AA
2:25241681:TG:T | %472 L T L—AT7 | ¢.1962delC p.Ile655fs
K
2:25241682:G:G | %472 L 7 —5v7 | ¢.1961dupG p.Ile655fs
C h
2:25241682:GC: | iZ¥472 L 7 L—Ah7 | c.1961delG p.Gly654fs
G k
2:25241682:GCC | izX472 L T L—AhT7 | ¢.1946 1961delTG | p.Val649fs
CAAGTCCTTCA ~ CTGAAGGACTT
GCA:G GGG
2:25241683:C:A | #4472 L TAEUA c.1961G>T p.Gly654Val
2:25241683:C:G | %472 L SAEBURA c.1961G>C p.Gly654Ala
2:25241683:C:T | rs1297531346 | = A& A& c.1961G>A p.Gly654Asp
2:25241684:C:.CC | iz4 72 L T L —AhT7 | €.1959 1960insAG | p.Gly654fs
T h~
2:25241684:C:T | rs1371093470 | = Ak & c.1960G>A p.Gly654Ser
2:25241685:C:A | 1s747168987 IAEBUA c.1959G>T p.Leu653Phe
2:25241685:C:G 2L I AEUA ¢.1959G>C p.Leu653Phe
2:25241685:CA:C | iZ¥472 L 7 L—Ah7 | c.1958delT p.Leu653fs
~
2:25241686:A:C | aZ472 L TABEURA c.1958T>G p.Leu653Trp
2:25241686:A:G | 347 L T AEUA ¢.1958T>C p.Leu653Ser
2:25241686:A:T | 151202526721 | A b w7 4 | c.1958T>A p.Leu653*
A
2:25241686:AAG | i%472 L T L—Ah7 | €.1948 1957delCT | p.Leu650fs
TCCTTCAG:A =k GAAGGACT
2:25241687:A:C | 151461998130 | = A& A c.1957T>G p.Leu653Val
2:25241687:A:T L T AEBUA c.1957T>A p.Leu653Met
2:25241687:AG: | %472 L 7 L—2A57 | c.1956delC p.Leu653fs
A ~
2:25241688:G:GT | #4472 L 7 L—25 7 | 1952 1955dupA | p.Asp652fs
CCT IS GGA
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2:25241688:G:GT | 3472 L T L—Ah7 | 1949 1955dupT | p.Leu653fs
CCTTCA ~ GAAGGA
2:25241688:GT:G | %472 L 7 L —5 7 | ¢.1955delA p.Asp652fs
K
2:25241689:TC:T | %472 L 7 L—A5h 7 | ¢.1954delG p.Asp652fs
~
2:25241689:TCC | #4472 L A 7 L—2 | ¢.1946_1954delTG | p.Val649 Lys651
TTCAGCA:T AT CTGAAGG del
2:25241689:TCC | iz 1L T L—Ah7 | €.1945 1954delGT | p.Val649fs
TTCAGCAC:T S GCTGAAGG
2:25241691:CT:C | 3472 L T L—A5Lv 7 | c.1952delA p.Lys651fs
=~
2:25241693:T:A | ;x4 L A ~w 7 | c1951A>T p.Lys651%*
A
2:25241693:TCA: | 3472 L T L—257 | ¢.1949 1950delTG | p.Leu650fs
T k
2:25241693:TCA | #%472 L 7 L—AT7 | €.1946 _1950delTG | p.Val649fs
GCA:T N CTG
2:25241694:C:CA | X472 L 7 L —A5T7 | €.1949dupT p.Lys651fs
K
2:25241694:CA:C | %472 L 7 L—253 7 | ¢.1949delT p.Leu650fs
K
2:25241695:A:C | x40 1L AR c.1949T>G p.Leu650Arg
2:25241695:A:G | %472 L T AR ¢.1949T>C p.Leu650Pro
2:25241695:A:T | rs1467909574 | S Ak A c.1949T>A p.Leu650GIn
2:25241695:AGC | %472 L 7L —Ah7 | €1939 1948delCT | p.Leu647fs
ACCAGGAG:A ~ CCTGGTGC
2:25241696:G:C | 11334392444 | S A& A ¢.1948C>G p.Leu650Val
2:25241696:GC: | %472 L 7 L—ALT 7 | c.1947delG p.Leu650fs
G b
2:25241696:GCA | 5472 L 7 L—Ah7 | €.1946 _1947delTG | p.Val649fs
G k
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2:25241697:CA:C | &2 72 L T L —AhT7 | c.1946delT p.Val649fs

}\
2:25241698:A:C | & 472 L S AR c.1946T>G p.Val649Gly
2:25241698: AT | #&X47e L I AR c.1946T>A p.Val649Glu
2:25241699:C:A | &% L IREUR c.1945G>T p.Val649Leu
2:25241699:C:CA | #4470 L 7 L—LA5LT7 | 1944 1945insT p.Val649fs

]\
2:25241699:C:G | &4 72 L I AR ¢.1945G>C p.-Val649Leu
2:25241699:C:T | #4472 L I AR ¢.1945G>A p.Val649Met
2:25241700:C:CA | i&ZX472 L A7 Lb—2I | ¢.1941 1943dupC | p.Leu648dup
GG AT CT
2:25241700:CA:C | 2472 L 7L — A7 | ¢.1943delT p.Leu648fs

I\
2:25241701:A:C | #&Z472 L AR c.1943T>G p.Leu648Arg
2:25241701:A:G | rs587777507 I AR ¢.1943T>C p.Leu648Pro
2:25241701:AG: | rs1292349089 | 7 L— A7 | c.1942delC p.Leu648fs
A k
2:25241701:AGG | #4472 L ATZ7AA | c1937- p.Gly646 Leu648
AGCCCTGCAC 7 77 & — | 10_1942delGCTG | delinsVal
CAGC:A GTGCAGGGCTC

C
2:25241701:AGG | %2472 L ASFTA A |c1937- p.Gly646_Leu648
AGCCCTGCAC 7 74 74— | 11_1942delGGCT | delinsVal
CAGCC:A GGTGCAGGGCT
CC

2:25241704:A:A | 472 L 7 L—A57 | ¢.1938 1939dupG | p.Leu647fs
GC S C
2:25241704:A:C | 15781742148 I AR c.1940T>G p.Leu647Arg
2:25241704:A:G | &Z472 L I AR ¢.1940T>C p.Leu647Pro
2:25241704:A:T | 15781742148 I AR c.1940T>A p.Leu647His
2:25241705:G:C | &4 L I AR ¢.1939C>G p.Leu647Val
2:25241705:G:G | &4 L 7 L—25 7 | ¢.1938dupG p.Leu647fs
C ]\
2:25241705:GC: AL 7 L—Ah7 | ¢.1938delG p.Leu647fs
G k
2:25241707:C:T | #&ZX47e L I AEBEUA c.1937G>A p.Gly646Glu
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2:25241708:C:A | 472 L AT T4 A | ¢1937-1G>T
AV A

2:25241708:C:G | ix¥72 L ATTA4 A | ¢e1937-1G>C
T2 TE—

2:25241708:C:T | 15748440577 | A7 A4 A | c.1937-1G>A
TR TH—

2:25241708:CT:C | %472 L AT T A A | c.1937-2delA
FoEeTHF—

2:25241709:T:A | #3472 L ATTA4 A | e19372A>T
AT A

2:25241709:T:C | 1s770305758 | /54 X | ¢.1937-2A>G
TR THE—

2:25241709:T:G | 472 L AT TAA | el19372A>C
TIETE—

2:25243893:CTC | 3%472 L AT T A A | c1928_1936+4del | p.lle643_Gly646d

ACCTGTAGCG R TCGCTACAGGT | elinsArg

A:C GA

2:25243895:C:CA | 472 L AT T A4 A | ¢.1936+2dupT
FJ—

2:25243896:A:G | 151190050788 | 27 Z A4 X | ¢.1936+2T>C
N9 —

2:25243896:A:T | %472 L AT FA A | c1936+2T>A
NI —

2:25243896:AC: | #%47e L AT T A A | c.1936+1delG

A K —

2:25243897:C:A | 1s1238786275 | A /T A4 X | ¢.1936+1G>T
FJ—

2:25243897:C:G | @4 7e L AT TA A | el936+1G>C
FI—
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2:25243897.C:T 151238786275 | A/ Z A4 A | ¢.1936+1G>A

—
2:25243898:C:A | 1s1472933404 | = 2 & & ¢.1936G>T p.Gly646Trp
2:25243898:C:G | 342 L T AR ¢.1936G>C p.Gly646Arg
2:25243898:C:T ML S AR ¢.1936G>A p.Gly646Arg
2:25243898:CT:C | %472 L 7 L—5L 7 | ¢.1935delA p.Leu647fs

N
2:25243900:G:A | rs1387749234 | S Ak & ¢.1934C>T p.Thr6451le
2:25243900:G:GT | %472 L 7 L—A 7 | ¢.1933dupA p.Thr645fs

K
2:25243901:T:C I ABEUA ¢.1933A>G p.Thr645Ala
2:25243903:G:A | 3472 L T AEBUA c.1931C>T p.Ala644Val
2:25243903:GC: S 7 L —253 7 | ¢.1930delG p.Ala644fs
G ~
2:25243904:C:G | 2472 L S AEUA ¢.1930G>C p.Ala644Pro
2:25243904.C:T rs1431156021 | S Ak & ¢.1930G>A p.Ala644Thr
2:25243904:CG:C | 3472 L 7L —5h7 | ¢.1929delC p.Ile643fs

=~
2:25243905:G:G | 3472 L 7 L—A5LT7 | ¢.1928dupT p.Ala644fs
A B
2:25243905:G:G | #4472 L 7 L—AhT7 | ¢.1924 1928dupG | p.Ile643fs
ATTCC k GAAT
2:25243905:GA: | %4 7p L 7 L—53 7 | ¢.1928delT p.Ile643fs
G ~
2:25243905:GAT | %472 L 7L —A53T7 | 1912 1928delTC | p.Ser638fs
TCCATCAAAG k TCTCTTTGATGG
AGAGA:G AAT
2:25243906:A:G | 3472 L I AEBEUA ¢.1928T>C p.Ile643Thr
2:25243906:AT:A | 35472 L 7L —Ah3 7 | ¢.1927delA p.lle643fs

I
2:25243907:T:C ML I AR ¢.1927A>G p.Ile643Val
2:25243907-T:TT | 32472 L 7 L—23 7 | 1923 1926dupT | p.lle643fs
CCA IS GGA
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2:25243908:T:-TC | %472 L 7 L—A5LT 7 | ¢.1925dupG p.lle643fs

N
2:25243908:TCC: | %477 L 7 L—Av7 | 1924 1925delGG | p.Gly642fs
T k
2:25243909:C:A | %47 L IREUR ¢.1925G>T p.Gly642Val
2:25243909:C:CC | %477 L 7 L—Av 7 | 1923 1924dupT | p.Gly642fs
A K G
2:25243909:C:T | %47 L IREBUA c.1925G>A p.Gly642Glu
2:25243910:C:A | rs551213321 ANy 7 7| ¢1924G>T p.Gly642*

A v
2:25243910:C:T | 1s551213321 | = 2k =& c.1924G>A p.Gly642Arg
2:25243910:CA:C | %472 L 7L —5hy 7 | ¢.1923delT p.Asp641fs

S
2:2524391 AT | 472 L F Rl i A c.1923T>A p.Asp641Glu
2:25243912T:A | 2472 L IREUR c.1922A>T p.Asp641Val
2:25243912:TCA | #4872 L A7 1L —2A | ¢1916 1921delTC | p.Leu639 Asp64
AAGA:T AT TTTG IdelinsHis
2:25243912:TCA | %472 L 7 L—Av7 | 1909 1921delCT | p.Leu637fs
AAGAGAGACA K GTCTCTCTTTG
G:T
2:25243913:C:A | %472 L S AEBUA c.1921G>T p.Asp641Tyr
2:25243913:C:CA | %472 L 7 L—Ah7 | ¢.1920dupT p.Asp641fs

N
2:25243913:C:G | 3447 L IREUA c.1921G>C p.Asp641His
2:25243913:C:T | 11331365627 | 2 2t & c.1921G>A p.Asp641Asn
2:25243913:CA:C | 32472 L 7 L—Av 7 | €.1920delT p.Phe640fs

~
2:25243913:CAA | 151412485785 | 7 L— A3 7 | ¢.1919 1920delTT | p.Phe640fs
:C ~
2:25243913:CAA | 3472 L 7L —AY7 | 1917 _1920delCT | p.Phe640fs
AG:C K TT
2:25243913:CAA | #2472 L 7 L—nhy7 | 1916 _1920delTC | p.Leu639fs
AGA:C t TTT
2:25243915:A:C | 472 L NS c.1919T>G p.Phe640Cys
2:25243915:A:G | BZ87e L Z A R ¢.1919T>C p.Phe640Ser
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2:25243915:AAG | #8572 L 7 L—A37 | 1917 _1918delCT | p.Phe640fs
A N

2:25243915:AAG | 32472 L 7L —2Ay7 | ¢.1915 1918delCT | p.Phe640fs
AG:A K CT

2:25243915:AAG | %472 L 7 L—Av7 | 1911 _1918delGT | p.Ser638fs
AGAGAC:A K CTCTCT

2:25243916:A:C | #%%472 L IRE R c.1918T>G p.Phe640Val
2:25243916:A:G | %47 L xR c.1918T>C p.Phe640Leu
2:25243916:A:T | i5472 L IRABEUR c.1918T>A p.Phe640]le
2:25243917:GA: S L 7 L —5 7 | c.1916delT p.Leu639fs
G 5

2:25243918:A:C | #4472 L TREWR c.1916T>G p.Leu639Arg
2:25243918:A:G | 34 L S AE R c.1916T>C p.Leu639Pro
2:25243918:A:T | @&%47e L IRAEBUR c.1916T>A p.Leu639His
2:25243918:AG: | g&X47 L 7 L—A37 | c1915delC p.Leu639fs
A K

2:25243919:G:A | %472 L 2R c.1915C>T p.Leu639Phe
2:25243919:G:C | #4772 L 2 REW A c.1915C>G p.Leu639Val
2:25243919:G:G | 3472 L 7 L—A537 | 1911 1914dupG | p.Leu639fs
AGAC K TCT

2:25243919:GA: | @47 L 7L —AhL 7 | c.1914delT p.Leu639fs
G b

2:25243919:GAG | %X 72 L 71— 7 | 1911 _1914delGT | p.Phe640fs
AC:G K CT

2:25243920:A:A | BE4 e L 7L —253i 7 | ¢.1913dupC p.Leu639fs
G K

2:25243921:G:A | rs1253868717 | = A& % c.1913C>T p.Ser638Phe
2:25243921:G:C | 11253868717 | = A& A c.1913C>G p.Ser638Cys
2:25243921:G:T BANIAD I AR c.1913C>A p.Ser638Tyr
2:25243921:GAC | %477 L 7 1L—A37 | 1911 1912delGT | p.Phe640fs
G N

2:25243922:A:C | %4720 L IR R c.1912T>G p.Ser638Ala
2:25243922:A:G | %47 L IAEBURA c.1912T>C p.Ser638Pro
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2:25243922:AC: | 47 L 7 1L—A3T7 | c1911delG p.Ser638fs
A b
2:25243923:CA:C | %472 L 7L —5 7 | ¢.1910delT p.Leu637fs

K
2:25243924:A:C | rs371523368 I AEUA c.1910T>G p.Leu637Arg
2:25243924:A:G | 1s371523368 AR ¢.1910T>C p.Leu637Pro
2:25243924: AT | 32472 L T REVR c.1910T>A p.Leu637GIn
2:25243925:G:C | 472 L AR ¢.1909C>G p.Leu637Val
2:25243925:G:G | x4 L 7 LAY 7 | €1907 1908dupT | p.Leu637fs
CA =~ G
2:25243925:G:GT | §%X472 L 7 L—A5T 7 | ¢.1908 1909insA p.Leu637fs

K
2:25243926:CA:C | %472 L T L—A37 | ¢.1907delT p.Val636fs

~
2:25243927:A:A | 47 L 7 L—A537 | €.1900_1906dupA | p.Val636fs
CCCGGAT =k TCCGGG
2:25243927:A:C | 15929806900 AR ¢.1907T>G p.Val636Gly
2:25243927:A:G | %47 L NS ¢.1907T>C p.Val636Ala
2:25243927:A:T | %472 L NS c.1907T>A p.Val636Glu
2:25243927:AC: | 1s778979256 7 L—A5i7 | €.1906delG p.Val636fs
A k
2:2524392T:ACC | #4472 L 7 L—A3 7 | 1902 1906delCC | p.Arg635fs
CGG:A = GGG
2:25243928:C:A | 1s376550450 X AEVR c.1906G>T p.Val636Leu
2:25243928:C:CA | #%%i72 L 7 b—Ah7 | ¢1905_1906insT | p.Val636fs

k
2:25243928:C:G | 472 L R AR ¢.1906G>C p.Val636Leu
2:25243928:C:T | rs376550450 I AR c.1906G>A p.Val636Met
2:25243930:C:A | %472 L I AR ¢.1904G>T p.Arg635Leu
2:25243930:C:G | 1s751562376 IABEUA ¢.1904G>C p.Arg635Pro
2:25243930:C:T | rs751562376 AR c.1904G>A p.Arg635GIn
2:25243930:CG:C | 1s1326186258 | 7 L— A3 7 | ¢.1903delC p.Arg635fs

K
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2:25243930:CGG | §%4472 L A7 b—2 | ¢.1874 1903delCT | p.Pro625 Ile634d
ATGGGCTTCCT A T GTCCCAGCTGA |el
CTTCTCAGCTG B GAAGAGGAAGC
GGACAG:C CCATCC
2:25243931:G:A | rs144689354 I AR c.1903C>T p.Arg635Trp
2:25243931:G:C | #4722 L AR c.1903C>G p.Arg635Gly
2:25243932:G:C | 472 L IAEUA c.1902C>G p.lle634Met
2:25243932:G:G | 472 L 7L —AhI 7 | ¢.1894 1901dupA | p.Arg635fs
ATGGGCTT K AGCCCAT
2:25243932:GA: AL 7L —Ahv 7 | ¢.1901delT p.Ile634fs
G k
2:25243933:A:AT | 5472 L 7 L—Ah7 | €.1899 1900dupC | p.lle634fs
G ~ A
2:25243933:A:C | 472 L IAEBUA c.1901T>G p.lle634Ser
2:25243933:A:G | 151390273539 | S Ak A c.1901T>C p.1le634Thr
2:25243933:A:T | iz 72 L SAEUA c.1901T>A p.lle634Asn
2:25243933:AT:A | %472 L 7 L— 237 | ¢.1900del A p.Ile634fs

~
2:25243934:T:A | 472 L IREURA c.1900A>T p.1le634Phe
2:25243934:TG:T | %472 L 7 L—A537 | ¢.1899delC p.Ile634fs

~
2:25243936:G:A | 151446825883 | = Ak X ¢.1898C>T p.Pro633Leu
2:25243936:G:C | 151446825883 | = A& A ¢.1898C>G p.Pro633Arg
2:25243936:G:G | X7z L T L—A53T7 | 1894 1897dupA | p.Pro633fs
GCTT ~ AGC
2:25243936:G: T FAY/AP I AEBUA c.1898C>A p.Pro633His
2:25243937:G:A | 1s1191994998 | = At A c.1897C>T p.Pro633Ser
2:25243937:G:G | Y472 L 7 L—A53 7 | ¢.1896dupG p.Pro633fs
C b
2:25243937.:G:T | &4 L IABEUR c.1897C>A p.Pro633Thr
2:25243937.GC: | Bx47e L 7 L—Ah 7 | €.1896delG p.Lys632fs
G h
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2:25243938:CT:C | rs1195836932 | 7 L— A 7 | c.1895delA p.Lys632fs
~
2:25243939:T:TT | 3472 L 7L —253y7 | 1875 1894dupT | p.Lys632fs
CCTCTTCTCAG ~ GTCCCAGCTGA
CTGGGACA GAAGAGGA
2:25243940:T:A | 11245875087 | 2 k7" 47 | c.1894A>T p.Lys632*
AV
2:25243940.T:G | %47 L IRxEUR c.1894A>C p.Lys632GIn
2:25243940:TC.T | 32472 L 7L —Av 7 | ¢.1893delG p.Lys632fs
N
2:25243941:C:A | #4472 L AR c.1893G>T p.Arg631Ser
2:25243941:C:G | %472 L I AEURA c.1893G>C p.Arg631Ser
2:25243941:.CCT | @%47e L 7 L—Ah3 7 | 1880 1892delCA | p.Pro627fs
CTTCTCAGCTG ~ GCTGAGAAGAG
:C
2:25243942:C:A | 3472 1L T AEUA ¢.1892G>T p.Arg63 1 Met
2:25243942:C:G | rs1159270298 | = 2& & c.1892G>C p.Arg631Thr
2:25243942:C:T | #4722 L I AR c.1892G>A p.Arg631Lys
2:25243943:T:A | rs1450721986 | = Ak A c.1891A>T p.Arg631Trp
2:25243943:T:C | 5472 L I AR c.1891A>G p.Arg631Gly
2:25243944:CT:C | %472 L 7 L— 27 | c.1889delA p.Lys630fs
~
2:25243944.CTT: | 3472 L 7L —2537 | c. 1888 1889delAA | p.Lys630fs
C k
2:25243945:T:TT | 3%472 L 7L —2Ay 7 | c.1887 1888dupG | p.Lys630fs
- ~ A
2:25243946:T:A | #4472 L AR~y 7| c.1888A>T p.Lys630*
A
2:25243947:CT:C | %472 L 7 L—2537 | c.1886delA p.Glu629fs
~
2:25243947:CTC | #4472 L 7L —2537 | 1865 1886delTT | p.Val622fs
AGCTGGGACA ~ TACCCACCTGTC
GGTGGGTAAA: CCAGCTGA
C
2:25243949:C:A | %472 L A Ny 4| el885G>T p.Glu629*
A

10

20

30

40

50



goooooao

(247)

JP 2024-533459 A 2024.9.12

2:25243949:C:CA | %472 L 7 L—2A5v 7 | c.1884dupT p.Glu629fs
~
2:25243949:CAG | %472 L 7 L—2A5T7 | ¢.1883 1884delCT | p.Ala628fs
& K
2:25243951:G:T rs149876809 I AR c.1883C>A p.Ala628Asp
2:25243951:GC: 2L 7 L= 7 | ¢c.1882delG p.Ala628fs
G I
2:25243953:T:TG | 2472 L 7 L—2A537 | ¢.1880dupC p.Ala628fs
N
2:25243953: TG:T | 3472 L 7 L—5h7 | ¢.1880delC p.Pro627fs
S
2:25243954:GGG | 34 L 7 L—253 7 | ¢.1860_1879delAA | p.Lys621fs
ACAGGTGGGT K AGGTTTACCCA
AAACCTTT:G CCTGTCC
2:25243956:GA: | 347 L 7 L —Ah3 7 | ¢.1877delT p.Val626fs
G h
2:25243956:GAC | %472 L A7 b—2 | c.1866 1877delTT | p.Tyr623 Val626
AGGTGGGTAA: AT ACCCACCTGT del
G _
2:2524395T:A:C | B4 L IRABURA c.1877T>G p.Val626Gly
2:25243957:A:T BN T RAE A c.1877T>A p.Val626Asp
2:25243957:AC: ML 7 L—5hv 7 | c.1876delG p.Val626fs
A R
2:25243958:CA:C | %472 L 7 L—25v 7 | ¢.1875delT p.Val626fs
k
2:25243958:CAG | 3472 L T VL—AbT7 | 1866 1875delTT | p.Tyr623fs
GTGGGTAA:C =~ ACCCACCT
2:25243959:A:A | M7 L 7 L—AhT7 | ¢.1870 _1874dupC | p.Val626fs
GGTGG k CACC
2:25243959:AG: | ML 7 L—5h3 7 | ¢.1874delC p.Pro625fs
A I
2:25243960:G:C | %472 L I AEBEUA c.1874C>G p.Pro625Arg
2:25243960:G:G | 3472 L 7 L—Abv7 | 1872 _1873dupA | p.Pro625fs
GT N C
2:25243961:G:GT | 32472 L 7 L—A37 | c.1872dupA p.Pro625fs
=~
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2:25243961:GT:G | rs745381125 7 L—Ah 7 | c.1872delA p.Pro625fs
~

2:25243962:TG:T | %472 L 7 L—2Ah37 | c.1871delC p.Pro624fs
K

2:25243963:GGG | %472 L 7 L—257 | 1866 1870delTT | p.Tyr623fs

TAA:G S ACC

2:25243963:GGG | rs1394353623 | A > 7 L— A | ¢.1865_1870delTT | p.Val622 Pro624

TAAA:G AT TACC delinsAla

2:25243964:G:G | 34 L 7 L—A5T7 | ¢.1869 1870insAT | p.Pro624fs

GTAAACCTTTG S GCTTAGGACCC

GAGGGTCCTA TCCAAAGGTTT

AGCAT AC

2:25243964:G:G | %472 L 7 L—25y7 | ¢.1869 1870insTA | p.Pro624fs

GTTTA ~ AAC

2:25243965:G:C | %472 L ARy 7| el1869C>G p. Tyr623*
i

2:25243965:G:GT | X472 L 7 L—2h3 7 | 1868 1869insAA | p. Tyr623fs

1 k

2:25243965:G:T | %472 L A~y 4| e 1869C>A p. Tyr623*
A W

2:25243965:GT:G | %472 L 7 L—Ah3I 7 | c.1868delA p. Tyr623fs
k

2:25243966:T:TA | #2472 L 7 L—A5T7 | c.1867dupT p.Tyr623fs
k

2:25243966:T:TA | %472 L 7 L—2nhi 7 | 1867 _1868insGG | p. Tyr623fs

ACCC S GTT

2:25243966: TA:T | %472 L 7L —257 | c.1867delT p.Tyr623fs
k

2:25243966:TAA | #ZX472 L 7 L—257 | 1863 1867delGG | p.Val622fs

ACC:T S TTT

2:25243968:A:A | 151477019156 | 7 L —2 3 7 | c.1864 _1865dupG | p.Tyr623fs

AC ~ T

2:25243968:A:AT | 3472 L 7 L—A57 | 1865 1866insGT | p.Tyr623fs

TAC ~ AA

2:25243969:AC: | X7z L 7 L—AhT 7 | c.1864delG p.Val622fs

A k
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2:25243969:ACC | %472 L 7L —Ah7 | c.1861 1864delAA | p.Lys621fs
TT:A N GG
2:25243971:CT:C | 32472 L 7 L—5h 7 | c.1862delA p.Lys621fs
K
2:25243973:T:A AL ANy 5| c1861A>T p.Lys621*
A v
2:25243974:TG:T | %472 L 7L —A5hv 7 | ¢.1859delC p.Pro620fs
K
2:25243976:GA: | 347 L 7 L —A=hv 7 | ¢.1857delT p.Pro620fs
G I
2:2524397T:AG: | 47 L 7 L—AT 7 | c.1856delC p.Pro619fs
A R
2:25243980:GT:G | #4722 L 7 L —Ahv 7 | ¢.1853delA p.Asp618fs
K
2:25243981:TC:T | 3472 L 7 L —Ahv 7 | ¢.1852delG p.Asp618fs
=~
2:25243983:C:T 1866791048 ATTA R | cl1852-1G>A
TR T —
2:25244151:TCA: | 1s1228601968 | 277 4 x| ¢.1851+2_1851+3d
T KF— elTG
2:25244152:CA:C | %472 L AT T A A | c.1851+2delT
R —
2:25244152:CAC | &x47e L 7L —Ahi7 | c.1847 1851+2del | p.Glu616fs
AAATT:C =~ AATTTGT
2:25244153:A:C | 3472 L AT T A A c.1851+2T>G
RF—
2:25244153:A:G | 1s757785566 AL T4 R c.1851+2T>C
e
2:25244153:A:T | 1s757785566 AT T4 A c.18512T>A
R F—
2:25244153:AC: BACRIAD AT T4 A c.1851+1delG
A N
2:25244153:ACA | 3472 L 7 L—257 | 1848 1851+1del | p.Phe617fs
AAT:A k ATTTG
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2:25244154:C:A | 2472 L AT TAA | cl851+1G>T
o

2:25244154:C:G | 3472 L ATTAA | el1851+1G>C
R —

2:25244154:C:T 1s928051436 AT T A4 A | cl1851+1G>A
R —

2:25244154:CA:C | 3472 L 7L —2537 | ¢.1851delT p.Phe617fs
K

2:25244157:AT:A | 3472 L 7 L —Ah 7 | ¢.1848delA p.Glu616fs
~

2:25244158T:TG | %472 L 7 L— A7 | 1847 1848insC | p.Glu616fs
=~

2:25244159:T:A | ix472 L S AE A c.1847A>T p.Glu616Val

2:25244159:TC:T | 151409292254 | 7 L — A7 | ¢.1846delG p.Glu616fs
S

2:25244160:C:A | rs779600073 ARy | c.1846G>T p.Glu616*
A4

2:25244161:CT:C | %472 L 7 L —Ah 7 | c.1844delA p.Gln615fs
k

2:25244162.TG:T | %472 L 7 L—Ah7 | c.1843delC p.GIn615fs
~

2:25244162.TGG | %472 L 7 L—A3 7 | c.1840 1843delGA | p.Asp614fs

TC:T ~ CC

2:25244163:G:A | 1s768548187 ARy 5| el843C>T p.GIn615*
A v

2:25244163:G:G | &4 L 7 L—A5h3 7 | ¢.1838 1842dupA | p.GIn615fs

GTCGT S CGAC

2:25244164:GT:G | ;x4 72 L 7 L—57 | c.1841delA p.Asp614fs
k

2:25244165:TC:T | rs757911864 7 L —25 7 | ¢.1840delG p.Asp614fs
=~

2:25244166:CG:C | 222472 L 7L —537 | ¢.1839delC p.His613fs
~

2:25244167.:GT:G | rs1431450984 | 7 L— L 7 | ¢.1838delA p.His613fs
k
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2:25244167:GTG | #4472 L 7L —Ah7 | ¢.1835 1838delAC | p.Asn612fs

GT:G N CA

2:25244167:GTG | X472 L A 7 L—2 | ¢.1818 1838delGA | p.GIn606 Asn612

GTTATTAGCG AT TGTTCTTCGCTA | del

AAGAACATC:.G B ATAACCA

2:25244168:T:TG | %472 L 7 1L—Ay 7 | 1837dupC p.His613fs
S

2:25244168:TG:T | ix4 72 L 7 L—Ah 7 | c.1837delC p.His613fs
S

2:25244168:TGG | #4472 L 7 L—Ah7 | ¢.1828 1837delGC | p.Ala610fs

TTATTAGC:T K TAATAACC

2:25244170:G:GT | #4472 L 7 L—2A57 | ¢.1834 1835dupA | p.Asn612fs

T k A

2:25244170:GT:G | ;x4 L 7 L —25 7 | c.1835delA p.Asn612fs
N

2:25244170:GTT: | X472 L 7 L—Ah7 | c.1834 1835delAA | p.Asn612fs

G b

2:25244170:GTT | izX472 L 7 L—A3T 7 | ¢.1832 1835delAT | p.Asn611fs

AT:G N AA

2:25244172:TAT | 33472 L 7L —Av 7 | c1833delT p.Asn611fs
k

2:25244172:TAT | X472 L 7 L—A5hT 7 | ¢.1827 1833delCG | p.Phe609fs

TAGCG:T =~ CTAAT

2:25244172:TAT | &%47e L T L—A5T7 | ¢.1826 1833delTC | p.Phe609fs

TAGCGA:T K GCTAAT

2:25244173:AT:A | 35472 L 7 L —Ah3 7 | ¢.1832delA p.Asn611fs
I\

2:25244174TTA | 32472 L 7 L—A5h3 7 | 1827 1831delCG | p.Phe609fs

GCG:T K CTA

2:25244176:AG: | i%472 L 7 L—2A5T 7 | c.1829delC p.Ala610fs

A h

2:25244177:G:C | 1s930025818 IAEURA c.1829C>G p.Ala610Gly

2:25244178:C:CG | ixX472 L 7 L—25bv 7 | c.1827dupC p.Ala610fs
~

2:25244178:C:T | #4772 L T AREUR c.1828G>A p.Ala610Thr
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2:25244178:CG:C 7L —.57 | ¢.1827delC p.Phe609fs
I\

2:25244179:GA: AN 7L —25 7 | c.1826delT p.Phe609fs

G k

2:25244181:AG: | #4772 L 7 L— A7 | c.1824delC p.Phe609fs

A s

2:25244182:G:G AR 7 L—A5h7 | ¢.1823 1824insG p.Phe608fs

C k

2:25244182:G:GT | 2472 L 7 L —A57 | €.1823 1824insA p.Phe608fs
]\

2:25244182:GA: | 247 L 7L —Ah7 | c.1823delT p.Phe608fs

G ~

2:25244183:AAC | #3472 L T L—Ah7 | ¢.1821 1822delGT | p.Met607fs

A ~

2:25244184:A:A | 327 L 7 L—AL3 7 | ¢.1817_1821dupA | p.Phe608fs

CATCT N GATG

2:25244184:A:A | 470 L 7 L—25b 7 | 1812 1821dupG | p.Phe608fs

CATCTGGAGC k CTCCAGATG

2:25244185:CAT | 2472 L 7 L—253 7 | ¢.1816 1820delCA | p.GIn606fs

CTG:C K GAT

2:25244188:CT:C | 2472 L T L—ALT7 | ¢.1817delA p.GIn606fs
~

2:25244188:CTG: | 347 L 7 L—2A7 | c1816 _1817delCA | p.GIn606fs

C ~

2:25244189:T:TG | #&M47c L 7L —25>7 | ¢.1810 1816dupC | p.GIn606fs

GAGCCG S GGCTCC

2:25244189:TG:T | 3472 L 7 L —5L7 | c.1816delC p.GIn606fs
]\

2:25244190:G:A | rs1396358001 | A kv 7 7 c.1816C>T p.GIn606*

A

2:25244193.GC: | #2472 L 7 L— A7 | c.1812delG p.Leu605fs

G ]\

2:25244195:C:G | &4 L AR c.1811G>C p.Arg604Pro

2:25244195:C:T | rs759818409 I RAEUR c.1811G>A p.Arg604GIin

2:25244195:CG:C | 15779782698 7 L—5 7 | c.1810delC p.Arg604fs
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2:25244196:G:A | 1s1368287759 | S Ak A c.1810C>T p.Arg604Trp
2:25244196:G:C | %472 L R AE LA ¢.1810C>G p.Arg604Gly
2:25244198:GA: | x4 L 7 L—25Ly7 | ¢.1807delT p.Ser603fs
G ]\
2:25244199:AG: ML 7 L —Ah3 7 | ¢.1806delC p.Ser603fs
A I
2:25244199:AGG | #2472 L 7L —Ah7 | ¢.1805 1806delCC | p.Pro602fs
A N
2:25244199:AGG | ;x40 L 7 L —2537 | ¢.1803 1806delGC | p. Trp601fs
GC:A ~ CcC
2:25244202:G:T | X472 1L AR c.1804C>A p.Pro602Thr
2:25244202:GC: FALIAP 7 L —5h37 | ¢.1803delG p. Trp601fs
G s
2:25244202:GCC | 34472 L 7 L—AhT7 | 1799 1803delAC | p.Asp600fs
AGT:G k TGG
2:25244203:C:T | 1s767692203 A ~w 7 | e1803G>A p. Trp601*
A v
2:25244203:CCA: | iz472 L 7 L—2537 | 1801 1802delTG | p.Trp601fs
C 3
2:25244204:C:T | rs941325374 A hv 7 5| c1802G>A p. Trp601*
A4
2:25244204:CA:C | %472 L Z1L—A7 | ¢.1801delT p.Trp601fs
~
2:25244205:A:A | EYae L 7 L—A53T 7 | ¢.1800dupC p.Trp601fs
G k
2:25244205:A:G | 34 L SRR ¢.1801T>C p.Trp601Arg
2:25244205:AG: | 3472 L 7 L—2U5b 7 | ¢.1800delC p.Trp601fs
A 3
2:25244206:G:GT | %472 L 7 L—257 | 1795 1799dupG | p.Asp600fs
CCTC ~ AGGA
2:25244208:C:CC | ixX4 72 L T L—2537 | 1796 _1797dupA | p.Asp600fs
T N G
2:25244209:CT:C | %472 L 7L —5v 7 | €.1796delA p.Glu5991fs
~
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2:25244211:C:A | &4 L A Ny | el795G>T p.Glu599*
A
2:25244211:C:.CT | &4 L 7 L—2ALv 7 | ¢.1794dupA p.Glu599fs
S
2:25244212:T:TC | &X472 L 7 L—2ALv 7 | ¢.1793dupG p.Glu599fs
]\
2:25244212:TCG | 2472 L A7 Lb—2Ah | 1791 _1793delGC | p.Arg598del
C:T AT G
2:25244213:C:T | rs764679587 I ABEUA c.1793G>A p.Arg598GIn
2:25244214:G:A | rs568207978 A bv 7 1 el1792C>T p.Arg598*
A v
2:25244214:G:C | 472 L T AEURA c.1792C>G p.Arg598Gly
2:25244216:CG:C | 3472 L 7L —2AL37 | ¢.1789delC p.Arg5971fs
]\
2:25244216:CGC | #3472 L A 7 L—2A | ¢.1781 _1789delTG | p.Leu594 Arg596
CGCAGCA:C AT CTGCGGC del
2:25244217:G:A | 15757492795 I A A c.1789C>T p.Arg597Trp
2:25244217:G:G | %472 L 7 L—5Lv 7 | ¢.1788dupG p.Arg5971fs
C k
2:25244217:GC: | &%47e L 7 L—UAhv 7 | c.1788delG p.Arg5971fs
G h
2:25244218:C:CC | #4772 L T L—257 | ¢.1783_1787dupCT | p.Arg5971fs
GCAG ~ GCG
2:25244218:C:CC | &7 L 7L —Ah7 | ¢.1787_1788insAC | p.Arg597fs
GCAGCAGCCC N TACGGGCTGCT
GTAGT GCG
2:25244219:C:T rs899717364 T AEUA c.1787G>A p-Arg596Gin
2:25244219:CGC | &% %72 L 7 L—AL3 7 | €.1773_1786delCT | p.Tyr592fs
AGCAGCCCGT k ACGGGCTGCTG
AG:C C
2:25244220:G:G | #&Z47e L 7 L—25hLv 7 | ¢.1785dupG p-Arg596fs
C K
2:25244220:GC: | %47z L 7 L—25v 7 | c.1785delG p.Arg596fs
G ~
2:25244221:CA:C | 3472 L 7 L—AL 7 | c.1784delT p.Leu595fs
]\
2:25244222:A:C | #&Z472 L I AR c.1784T>G p.Leu595Arg
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2:25244222:A:G | 151483256801 | = At A c.1784T>C p.Leu595Pro

2:25244223:G:G | @472 L 7 L—25y7 | 1779 1782dupG | p.Leu595fs

CAGC }\ CTG

2:25244223:GC: AL 7L —Ah 7 | ¢.1782delG p.Leu595fs

G ~

2:25244224:CA:C | %2472 L 7L —Ahy 7 | c1781delT p.Leu594fs
=~

2:25244225:AGC | 3%4 7 L 7L —2537 | 1759 1780delGG | p.Gly587fs

CCGTAGGTAC N GCACAAGGGTA

CCTTGTGCCC: CCTACGGGC

A

2:25244226:GC: | #3472 L 7 L—2n5 7 | ¢.1779delG p.Leu594fs

G k

2:25244229:C:CG | 472 L 7 1L—Ah3 7 | 1773 _1776dupCT | p.Gly593fs

TAG N AC

2:25244229:C:T | rs755573228 AR c.1777G>A p.Gly593Arg

2:25244229:CG:C | #4472 L 7 L—25h 7 | c.1776delC p.Tyr592fs
S

2:25244230:G:C | rs758063797 ARy | el776C>G p. Tyr592*
A

2:25244230:G:GT | #z4472 L 7 L—A537 | 1775 _1776insGA | p. Tyr592fs

C ~

2:25244230:G:T | rs758063797 ANy 7| clTT6C>A p.Tyr592*
A

225244231 TAT | 3%47e L 7 L—Ah3i 7 | c1774delT p.Tyr592fs
S

2:25244231.TAG | 3472 L 7L —AhT 7 | ¢.1755 1774delGT | p.Met585fs

GTACCCTTGTG N GCGGGCACAAG

CCCGCAC:T GGTACCT

2:25244232:A:A | M L 7 L—Ab 7 | c.1773dupC p.Tyr592fs

G ~

2:25244234.G:A | SR L T A c.1772C>T p.Thr5911le

2:25244235:TAC | 3472 L 7 L—A=7 | 1764 _1770delCA | p.His588fs

CCTTG:T ~ AGGGT
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2:25244235:TAC | #2472 L 7L —Ah7 | €.1748 1770delGC | p.Cys583fs
CCTTGTGCCCG ~ TACATGTGCGG
CACATGTAGC: GCACAAGGGT
T
2:25244236:AC: | Y47 L 7 L—Ah7 | c.1769delG p.Gly590fs
A I
2:25244236:ACC | #4472 L 7L —A5hy7 | €1763 1769delAC | p.His588fs
CTTGT:A e AAGGG
2:25244239:CT:C | %472 L 7 L —5 7 | c.1766delA p.Lys589fs
K
2:25244240:T:C | rs1324043719 | S 2k & c.1766A>G p.Lys589Arg
2:25244240:TTG: | #2472 L 7 L—Ah 7 | 1764 1765delCA | p.His588fs
T ~
2:25244240:'TTG | 3472 L 7 1L—Ah7 | 1761 _1765delGC | p.His588fs
TGC:T N ACA
2:25244242:GT:G | %472 L 7 L—LA57 | c.1763delA p.His5881fs
N
2:25244242:GTG | ;x4 72 L 7L —A3 7 | €.1753 1763delAT | p.Met585fs
CCCGCACAT:G K GTGCGGGCA
2:25244243:T:TG | %472 L T L —AY 7 | 1759 1762dupG | p.His588fs
ccc = GGC
2:25244243:TG:T | i%¥%72 L T L—Ah3v 7 | ¢.1762delC p.His588fs
~
2:25244244:GC: | rs1313980878 | 7 L — A 7 | c.1761delG p.His588fs
G B
2:25244246:C:A | 470 L TRAEUA ¢.1760G>T p.Gly587Val
2:25244246:C:G | #4472 L IRABEUA ¢.1760G>C p.Gly587Ala
2:25244247:CGC | 472 L 7L —Ahy 7 | 1752 1758delCA | p. Tyr584fs
ACATG:C I TGTGC
2:25244248:G:C | &4 72 L IRAEBURA ¢.1758C>G p.Cys586Trp
2:25244248:G:G | &4 L 7 L—Ah7 | 1756 _1757dupT | p.GlyS87fs
CA k G
2:25244248:G:T 1s746498722 ARy 7| cl758C>A p.Cys586*
A
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2:25244248:GCA | #4472 L 7L —Ah7 | €1756_1757delTG | p.Cys586fs
G ~
2:25244249:C:CA | %472 L 7 L—2n5T 7 | ¢.1756dupT p.Cys586fs
~
2:25244249:C:G | Y472 L I AR c.1757G>C p.Cys586Ser
2:25244249:C:T | rs754506713 I AR c.1757G>A p.Cys586Tyr
2:25244250:A:A | 11371954044 | 7 L— AT 7 | ¢c.1755dupG p.Cys586fs
C b
2:25244250:A:C | Y472 L IRAEUA c.1756T>G p.Cys586Gly
2:25244250:A:G | 47 L IRAEBUA ¢.1756T>C p.Cys586Arg
2:25244250:AC: | 1s1376463207 | 7 L— A7 | ¢.1755delG p.Met585fs
A k
2:25244250:ACA | X472 L 7 L —25b7 | 1743 1755delGA | p. Trp581fs
TGTAGCAGTTC ~ ACTGCTACATG
A
2:25244251:CA:C | 3472 L 7L —Ahv 7 | c.1754delT p.MetS85fs
~
2:25244251:CAT | 32472 L 7 L—2hy 7 | 1747 1754delTG | p.Cys583fs
GTAGCA:C N CTACAT
2:25244251:CAT | 32472 L 7 L—Ah7 | c1745 1754delAC | p.AsnS582fs
GTAGCAGT:C ~ TGCTACAT
2:25244252:A:AT | 32472 L 7L —2Av 7 | e1752 1753dupC | p.Met585fs
G K A
2:25244252:AT:A | #4572 L 7 L—2Ah 7 | c.1753delA p.Met585fs
I\
2:25244252:ATG | %472 L T L—2537 | 1746 1753delCT | p.Cys583fs
TAGCAG:A ~ GCTACA
2:25244253:T:C | #4772 L S AR c.1753A>G p.Met585Val
2:25244253: TG:T | X472 L 7 L—Ah7 | c.1752delC p. Tyr584fs
~
2:25244253 TGT | §%X72 L 7L —A7 | €1740 1752delCT | p.Trp581fs
AGCAGTTCCA ~ GGAACTGCTAC
G:T
2:25244253:TGT | %472 L 7L —AhT7 | 1739 1752delCC | p.Pro580fs
AGCAGTTCCA k TGGAACTGCTA
GG:T C
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2:25244254.G:C | %472 L ANy 7 & | el752C>G p. Tyr584*
AV
2:25244254:G:GT | 472 L 7 L—Ahi7 | c.1751dupA p.Tyr584fs
~
2:25244254:G:T AP ANy 7 | el152C>A p.Tyr584*
A
2:25244254:GT:G | 472 L 7 L—Ah37 | c1751delA p. Tyr584fs
~
2:25244255:T:C | &4 72 L I AR c.1751A>G p.Tyr584Cys
2:25244256:A:G | 47 L T AEUA ¢.1750T>C p.Tyr584His
2:25244257.G:C | &4 7L IRAEUA c.1749C>G p.Cys583Trp
2:25244257.G:T | %472 L AR~y 4| c1749C>A p.CysS83*
A
2:25244257:GC: AL 7 L —Ah7 | ¢.1748delG p.Cys583fs
G N
2:25244258:C:G BARAAD I AEA ¢.1748G>C p.Cys583Ser
2:25244258:C:T | rs748082838 AR c.1748G>A p.Cys583Tyr
2:25244259:A:G s I AEUA c.1747T>C p.Cys583Arg
2:25244259: AT | %472 L IAEUR c.1747T>A p.Cys583Ser
2:25244259:AG: | ML 7L —Ahi 7 | c.1746delC p.Cys583fs
A h
2:25244260:G:GT | %472 L 7L —Ah 7 | c.1745dupA p.Asn582fs
~
2:25244260:GT:G | 35472 L 7 L — A7 | c.1745delA p.Asn582fs
~
2:25244260:GTT | %472 L 7L —Ah 7 | c.1735 _1745delGA | p.Asp5791fs
CCAGGGGTC:G K CCCCTGGAA
2:25244262:TC:T | 32472 L 7L —Ah7 | ¢.1743delG p.Trp581fs
N
2:25244263:C:A | 15769419803 g AT A c.1743G>T p.Trp581Cys
2:25244263:C:.CC | %472 L 7L —25v 7 | c1741 _1742dupT | p. Trp581fs
A I G
2:25244263:C:G | 15769419803 AL A c.1743G>C p.Trp581Cys
2:25244263:C:T | rs769419803 ANy 7 | c1743G>A p. TrpS81*
A
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2:25244264:C:A | B4 L xR c.1742G>T p.Trp581Leu
2:25244264:C:G | @472 L SRR c.1742G>C p.Trp581Ser
2:25244264:C:T | 151050697275 | 2 h > 7 4 | c1742G>A p. Trp581*
1
2:25244264:CA:C | i%472 L 7 L—25h37 | c1741delT p. Trp581fs
~
2:25244264:CAG | X472 L 7L —A537 | 1738 1741delCC | p.ProS80fs
GG:C N CT
2:25244264:.CAG | %472 L A7 L—4 | 1721 1741delCA | p.Ala574 Trp581
GGGTCTTCCTT AT GCCATTAAGGA | delinsGly
AATGGCTG:C B AGACCCCT
2:25244265:A:A | iz L 7 b—A5L3T 7 | ¢.1740dupC p.Trp581fs
G h
2:25244265:AA | ixE7e L 7 1L—Ah 7 | 1739 1740dupC | p.Trp581fs
GG =~ C
2:25244265:A:C | 1s1342803588 | = 2k X c.1741T>G p. TrpS81Gly
2:25244265:A:G | iz472 L SRR c.1741T>C p.Trp581Arg
2:25244265:A:T | 3472 L I AR c.1741T>A p. TrpS81Arg
2:25244265:AG: 2L 7 L —57 | ¢.1740delC p.Trp581fs
A k
2:25244266:GGG | i%zX472 L 7 L—Ah7 | 1730 _1739delAG | p.LysS577fs
GTCTTCCT:G N GAAGACCC
2:25244266:GGG | %472 L 7L —A53T7 | ¢1718 1739delAG | p.GInS73fs
GTCTTCCTTAA K GCAGCCATTAA
TGGCTGCCT:G GGAAGACCC
2:25244267:G:A | rs773048923 IAEUA c.1739C>T p.Pro580Leu
2:25244267:G: T S T AEUA c.1739C>A p.Pro580His
2:25244267:GGG | #4702 L 7 L—Ah7 | €.1735 1738delGA | p.Asp5791fs
TC:G K CcC
2:25244268:G:A | %472 L TAEUA c.1738C>T p.Pro580Ser
2:25244269:GT:G | 35472 L 7 L—A5h7 | c.1736delA p.AspS579fs
~
2:25244269:GTC | 472 L 7 L—Ah7 | 1732 1736delGA | p.Glu578fs
TTC:G S AGA
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2:25244270:T:A | 32472 L T XA c.1736A>T p.Asp579Val
2:25244270:T:C | @472 L T AR c.1736A>G p.Asp579Gly
2:25244270:TCT | %472 L 7 L—2537 | 1732 _1735delGA | p.Glu578fs
TC:T ~ AG
2:25244270:TCT | %472 L 7 L—2nhy7 | ¢.1720 _1735delGC | p.Ala574fs
TCCTTAATGGC N AGCCATTAAGG
TGC:.T AAG
2:25244271:C:A | 32472 L T AEURA ¢.1735G>T p.AspS79Tyr
2:25244271:C.CT | #4472 L 7 L— A7 | c.1734dupA p.Asp5791fs
~
2:25244271:C:T | %472 L AR c.1735G>A p.Asp579Asn
2:25244271:.CT:C | %472 L 7 L—Ah7 | c.1734delA p.Asp579fs
~
2:25244272:T:TA | X472 L 7L —25y7 | 1733 1734insGT | p.Asp5791s
GAC N CT
2:25244272:TTC: | %472 L 7 L—2Ahy7 | ¢.1732 _1733delGA | p.Glu578fs
T ~
2:25244272.TTC | %472 L A 7 L—2I | ¢.1731 _1733delGG | p.Glu578del
CT AT A
2:25244273:T:C | %472 L SRR c.1733A>G p.Glu578Gly
2:25244273:T:TC | §%4472 L 7 L—Ah7 | ¢.1732dupG p.Glu578fs
~
2:25244273:TC:T | i%¥%47: L 7 L—A37 | c.1732delG p.Glu578fs
~
2:25244273:TCC: | %472 L 7 L—25hy7 | ¢.1731_1732delGG | p.Glu578fs
T k
2:25244273:TCC | #4472 L A 7 L—2 | 1721 _1732delCA | p.Ala574 Lys577
TTAATGGCTG: A T GCCATTAAGG del
T _
2:25244274:C:A | %472 L A~y | el132G>T p.Glu578*
A
2:25244275:C:CT | 3472 L 7 L—2A5 7 | c.1730dupA p.Glu578fs
~
2:25244275:CTT | 3472 L 7 L—Ahv7 | ¢1727_1730delTT | p.lle576fs
AA:C k AA
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2:25244277:T-TA | 3472 L 7 L—2A5v7 | ¢.1728dupT p.Lys577fs
K
2:25244277:-TA:T | 35472 L 7 L—25 7 | ¢.1728delT p.Lys577fs
K
2:25244278:AAT | %472 L A7 b—25 | 1719 _1727delGG | p.GIn573_Tle576d
GGCTGCC:A AT CAGCCAT elinsHis
2:25244278:AAT | %472 L 7 L—Ahv7 | 1706 _1727delCG | p.Pro569fs
GGCTGCCTGG K GGGGCTGCCCA
GCAGCCCCCG: GGCAGCCAT
A
2:25244279:A:C | 11247716811 | S A& A c.1727T>G p.Ile576Ser
2:25244279:A:G | M2 L TARAEUA c.1727T>C p.Ile576Thr
2:25244279:A:T | X472 1L I ABEUA c.1727T>A p.lle576Asn
2:25244279:AT:A | 3%472 L 7 L—5h7 | c.1726delA p.lle576fs
~
2:25244279:ATG | %472 L 7L —Ahv7 | €1719 1726delGG | p.GIn573fs
GCTGCC:A ~ CAGCCA
2:25244279:ATG | %X 72 L 7 1L—2A37 | ¢1711_1726delGC | p.Ala571fs
GCTGCCTGGG =~ TGCCCAGGCAG
CAGC:A CCA
2:25244280:T:C S I ABEUA c.1726A>G p.lle576Val
2:25244280:T:G | ixX472 L I AR c.1726A>C p.Ile576Leu
2:25244280:T:TA | i%472 L 7 L—25y7 | 1725 1726insTT | p.lleS76fs
A ~
2:25244280:TG:T | #4472 L T L—5L7 | ¢.1725delC p.lle576fs
N
2:25244280:TGG | izX472 L 7 L—25b7 | 1709 1725delGG | p.Gly570fs
CTGCCTGGGC S GCTGCCCAGGC
AGCCC:T AGCC
2:25244280:TGG | rs770302280 7 L—Ah7 | 1707 _1725delGG | p.Gly570fs
CTGCCTGGGC k GGGCTGCCCAG
AGCCCCC:T GCAGCC
2:25244281:GGC | ;x4 L A7 L—25 | €1719 1724delGG | p.GIn573_Ala575
TGCC:G A VT CAGC delinsHis
2:25244281:GGC | ;x4 L A 7 L—2 | ¢.1713 1724delTG | p.Ala572 Ala575
TGCCTGGGCA: A VT CCCAGGCAGC del
G _
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2:25244281:GGC | %472 L A 7 b—25 | ¢.1707_1724delGG | p.Gly570_Ala575
TGCCTGGGCA AT GGGCTGCCCAG | del
GCCCCC:G B GCAGC
2:25244282:G:A | %M /p L I AR c.1724C>T p.Ala575Val
2:25244282:GCT | #4472 L 7L —A537 | c1711_1723delGC | p.Ala571fs
GCCTGGGCAG ~ TGCCCAGGCAG
C:G
2:25244282:GCT | %472 L 7L —2537 | 1710 _1723delGG | p.Ala571fs
GCCTGGGCAG ~ CTGCCCAGGCA
CC:G G
2:25244282:GCT | izx%472 L A7 L—2A | 1709 1723delGG | p.Gly570 Ala574
GCCTGGGCAG A T )L GCTGCCCAGGC | del
CCC.G B AG
2:25244282:GCT | %472 L 7L —Ah7 | €.1698 1723delGG | p.Leu566fs
GCCTGGGCAG }\ TGGGGCCGGGG
CCCCCcaaeece GCTGCCCAGGC
CACC:G AG
2:25244283:C:G | 3472 L SABEUA ¢.1723G>C p.Ala575Pro
2:25244283:CT:C | %472 L 7 L—Ah 7 | ¢.1722delA p.Ala575fs

k
2:25244284TG:T | iz472 L 7 L—A37 | c1721delC p.Ala574fs

N
2:25244284:TGC | rs773643031 A 7 b—25 | 1713 _1721delTG | p.Ala572_Ala574
CTGGGCA:T AT CCCAGGC del
2:25244284:TGC | %472 L A 7 Lb—25 | 1710 _1721delGG | p.Ala571_Ala574
CTGGGCAGCC: A T CTGCCCAGGC del
T _
2:25244284.TGC | ¥ 7e L A7 —25 | 1707 _1721delGG | p.Gly570_Ala574
CTGGGCAGCC A T GGGCTGCCCAG | del
CCC:T B GC
2:25244285:GC: S L 7 L —Ah7 | ¢.1720delG p.Ala574fs
G I
2:25244285:GCC | ixX472 L 7 L—A5hT7 | ¢.1711_1720delGC | p.Ala571fs
TGGGCAGC:G S TGCCCAGG
2:25244285:GCC | %472 L 7L —A5hy7 | ¢1710_1720delGG | p.Ala571fs
TGGGCAGCC:G =k CTGCCCAGG
2:25244286.C:T | #%=ife L AR | c1720G>A p.Ala574Thr
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2:25244286:CCT | a%472 L 7 L—2n537 | 1712 _1719delCT | p.AlaS571fs

GGGCAG:C N GCCCAG

2:25244286:CCT | %472 L 7 L—25T7 | ¢.1706 1719delCG | p.Pro569fs

GGGCAGCCCC K GGGGCTGCCCA

CG:C G

2:25244287:C:A T AEUR c.1719G>T p.GInS73His

2:25244287:C:.CC | %472 L 7 L—2537 | 1718 1719insTG | p.GIn573fs

A k

2:25244287:CTG | X472 L A7 b—2 | ¢1716_1718delCC | p.GIn573del

G:C AT A

2:25244287:CTG | rs763053459 7L —2537 | ¢1712_1718delCT | p.Ala571fs

GGCAG:C N GCCCA

2:25244288:T:C | i&472 L IRAEUR c.1718A>G p.GIn573Arg

225244288 TG:T | izf7e L Tl —Ah 7 | c1717delC p.GIn573fs
~

2:25244288:TGG | #z¥472 L 7 L—2537 | 1708 1717delGG | p.Gly570fs

GCAGCCCC:T % GGCTGCCC

2:25244289:G:A | rs902965419 ANy 7| elTlIC>T p.GIn573*
A

2:25244289:G:G | #4472 L 7 L—2537 | ¢1716_1717msTG | p.GIn573fs

GGCAGCCCCA N GGGCTGCC

2:25244289:GGG | %472 L 7 1L—AY7 | €1710_1716delGG | p.Ala571fs

CAGCC:G K CTGCC

2:25244289:GGG | @472 L 7 L—2537 | 1707 _1716delGG | p.Gly570fs

CAGCCCCC:G K GGGCTGCC

2:25244290:G:G | &%E72 L A7 L—2A | 1713 _1715dupT | p.Ala572dup

GCA AT GC

2:25244290:GGC | %472 L 7 L—25b7 | 1714 _1715delGC | p.Ala572fs

G K

2:25244290:GGC | rs1351573938 | A > 7 L— A | ¢.1713_1715delTG | p.Ala572del

A:G AT C

2:25244290:GGC | #4472 L 7L —253y7 | c1711_1715delGC | p.Ala571fs

AGC:G =~ TGC
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2:25244290:GGC | =Y 72 L T L —537 | ¢.1708 _1715delGG | p.Gly570fs
AGCCCC:G k GGCTGC
2:25244291:G:T AN S AT UA c.1715C>A p.Ala572Asp
2:25244291:GCA | 3472 L A7 L—2A | 1709 1714delGG | p.Gly570 Ala571
GCCC:G AT GCTG del
2:25244292:C:T | #&%¥7e L IREUA c.1714G>A p.Ala572Thr
2:25244292:CAC | 2472 L 7L —2537 | c1713delT p.Ala572fs

]\
2:25244293:AG: | 347 L 7L —AL37 | ¢c.1712delC p.Ala571fs
A ]\
2:25244294:G:G 7L —537 | ¢c.1711dupG p.Ala571fs
C ~
2:25244294.G: T L SAEA c.1712C>A p.Ala571Asp
2:25244294:GC: 7 L—AhLv7 | c1711delG p.Ala571fs
G N
2:25244295:C:G | &Y L I AL A c.1711G>C p.Ala571Pro
2:25244295:C:T WL IS AR c.1711G>A p.Ala571Thr
2:25244297:C:A ML S AR ¢.1709G>T p.Gly570Val
2:25244297:C:G | &4 L I AR ¢.1709G>C p.Gly570Ala
2:25244297:C:T AL I RAEUA ¢.1709G>A p.Gly570Glu
2:25244298:C: T AL S AEUA c.1708G>A p.Gly570Arg
2:25244300:G:A | 1s772310511 I AR c.1706C>T p.Pro569Leu
2:25244300:G:C | #4772 L I AR ¢.1706C>G p.Pro569Arg
2:25244301:G:G | %472 L 7 L—25v 7 | €1704_1705insTG | p.Pro569fs
CA ~
2:25244301:GC: ML 7 L — A7 | ¢.1704delG p.Pro569fs
G ~
2:25244301:GCC: | &4 72 L 7 L—.Lv7 | €.1703 _1704delGG | p.Gly568fs
G K
2:25244301:GCC | 3472 L 7 L—257 | ¢.1682 1704delAG | p.Glu561fs
CCACCAAGAG k TGTGTGGACCT
GTCCACACAC CTTGGTGGGG
T:G
2:25244302:CCC | 347 L 7 L —25b7 | ¢.1700 _1703delTG | p.Val567fs
CA:C K GG
2:25244303:C:T ML T AEUA c.1703G>A p.Gly568Glu
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2:25244303:CCC | rs1361235617 | A4 > 7 L— 21 | ¢.1700_1702delTG | p.Val567del

A:C AT G

2:25244304:CCA | 3472 L 7L —253y7 | 1688 1701delTG | p.Val563fs

CCAAGAGGTC K GACCTCTTGGT

CA:.C G

2:25244305:CA:C | 32472 L 7L —2Av7 | ¢.1700delT p.Val567fs
S

2:25244306:A:A | Y7 L 7 L—253T 7 | €.1699dupG p.Val567fs

C N

2:25244306:AC: | #4472 L 7 L— L7 | c.1699delG p.Val567fs

A ~

2:25244307:CCA | #4472 L 7L —2537 | 1695 1698delCT | p.Leu566fs

AG:C - TG

2:25244308:C:CA | %472 L T L—AT 7 | 1694 1697dupTC | p.Leu566fs

AGA k TT

2:25244308:C:CC | 2472 L 7 L—2537 | 1697 _1698insTG | p.LeuS66fs

A N

2:25244308:CA:C | 34472 L 7 L—A5h37 | c.1697delT p.Leu566fs
K

2:25244309:A:T | 472 L A My 7 | el697T>A p.Leu566*
1

2:25244311:GA: | %72 L 7 L—2A53 7 | c.1694delT p.Leu565fs

G ~

2:25244312:A:G | 151040053651 | = A& A c.1694T>C p.Leu565Pro

2:25244312:AG: | 11303060010 | 7 L — A 7 | ¢.1693delC p.Leu565fs

A ~

2:25244312:AGG | 3247 L 7 L—AhT7 | c.1690 1693delGA | p.Asp564fs

TC:A N CcC

2:25244314:G:GT | %472 L 7L —2537 | 1687 _1691dupG | p.Asp564fs

CCAC N TGGA

2:25244314:GT:G | 3472 L 7 L—Ahv7 | c.1691delA p.Asp564fs
N

2:25244315:T:TC | %472 L 7 L—5hy7 | ¢.1690dupG p.Asp564fs
K
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2:25244315:TC:T | 35472 L 7 L—A37 | ¢.1690delG p.Asp564fs

~
2:25244315:TCC: | %472 L 7 L—25T7 | ¢.1689 1690delGG | p.Asp564fs
T k
2:25244315.TCC | 3%47e L A 7 L—2 | €.1679_1690delTG | p.Val560 Val563
ACACACTCCA: AT GAGTGTGTGG del
T _
2:25244315:TCC | iZ¥472 L 7 L—AhT7 | €.1669 1690delTG | p.Cys557fs
ACACACTCCA =~ CTTTTGCGTGGA
CGCAAAAGCA: GTGTGTGG
T
2:25244316:C:CC | 2472 L 7 L—2537 | 1688 1689dupT | p.Asp564fs
A ~ G
2:25244316:C:CC | g4 72 L 7 L—A57 | c.1686 _1689dupT | p.Asp564fs
ACA K GTG
2:25244316:CCA: | 35472 L 7 L—Ah 7 | 1688 1689delTG | p.Val563fs
C k
2:25244317:C:CA | 32472 L 7 L—5hy7 | ¢.1688dupT p.Asp564fs

=~
225244318 AA | %7 L T L —As 7 |c1681_1687dupG | p.Val563fs
CACACTC S AGTGTG
2:25244318:A:T | @472 L TRABEURA c.1688T>A p.Val563Glu
2:25244318:AC: | %472 L T L—AT 7 | c.1687delG p.Val563fs
A k
2:25244318:ACA | %472 L 7 1L—Ah 7 | 1677 1687delCG | p.Val560fs
CACTCCACG:A =k TGGAGTGTG
2:25244319:C:T | 151299203502 | = Z& & c.1687G>A p.Val563Met
2:25244319:CA:C | 2472 L 7 L—Ah 7 | c.1686delT p.Cys562fs

S
2:25244320:ACA | #4702 L 7 L—253 7 | 1678 1685delGT | p.Val560fs
CTCCAC:A k GGAGTG
2:25244321:C:A | rs1218552501 | = 2k & c.1685G>T p.Cys562Phe
2:25244321:C:G L I AEBEUA ¢.1685G>C p.Cys562Ser
2:25244321:C:T | 11218552501 | S A& X c.1685G>A p.Cys562Tyr
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2:25244321:CA:C | 35472 L 7 L—AI7 | c.1684delT p.Cys562fs
~

2:25244322:A:G | 151057520788 | X A& A c.1684T>C p.Cys562Arg

2:25244322:AC: | B2 L T L —Av 7 | c.1683delG p.Glu561fs

A b

2:25244322:ACT | %472 L 7 1L—AY7 | c1671 _1683delCT | p.Phe558fs

CCACGCAAAA K TTTGCGTGGAG

G:A

2:25244324TC.T | #2472 L 7 L—Ahi 7 | c.1681delG p.Glu561fs
K

2:25244324.TCC | @%472 L T L—Ahv 7 | 1677 1681delCG | p.Cys559fs

ACG:T K TGG

2:25244324TCC | 47 L T 1L—Ah37 | 1671 _1681delCT | p.Cys557fs

ACGCAAAAG:T K TTTGCGTGG

2:25244325:C:A | x4 L A~y 7| el681G>T p.Glu561*
A

2:25244325:CCA: | 3472 L 7 L—A37 | 1679 1680delTG | p.Val560fs

C h

2:25244325:CCA | %47 L 7 L—Ay 7 | .1677_1680delCG | p.Cys559fs

CG:C 8 TG

2:25244326:CA:C | 25472 L 7 L—57 | ¢.1679delT p.Val560fs
S

2:25244327:AC: | %470 L 7 L—5h7 | c1678delG p.Val560fs

A h

2:25244327T:ACG | %472 L T 1L—Ah37 | 1671 _1678delCT | p.Phe558fs

CAAAAG:A K TTTGCG

2:25244328:CG:C | %472 L 7L —Ah 7 | ¢.1677delC p.Cys559fs
I\

2:25244329:G:C | &4z L AR c.1677C>G p.Cys559Trp

2:25244329:G:T YL A~y 7| cl6TIC>A p.Cys559*
AV

2:25244329:GCA | #4472 L T L—Ah7 | 1669 1676delTG | p.CysS557fs

AAAGCA:G K CTTTTG

2:25244329:GCA | &% L {27 L—2A | c.1668 1676delGT | p.Arg556 Cys559

AAAGCAC:G A VT GCTTTTG delinsSer
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2:25244330:C:A | 11313738991 | = A& A c.1676G>T p.Cys559Phe
2:25244330:C:CA | #8472 L 7 1L—A3y7 | c1675dupT p.Cys559fs

}\
2:25244330:C:T | #4722 L IABEUA c.1676G>A p.Cys559Tyr
2:25244330:CA:C | %472 L 7L —5 7 | ¢.1675delT p.Cys559fs

~
2:25244330:CAA | X472 L T L—A57 | 1674 1675delTT | p.PheS58fs
:C K
2:25244331:A:G | 2472 L IRABEUR ¢.1675T>C p.Cys559Arg
2:25244333:A:C | 3472 L T RAEUA c.1673T>G p.Phe558Cys
2:25244333:AAG | iz4470 L 7 L—A57 | ¢167]1_1672delCT | p.Phe558fs
A k
2:25244335:G:T | #4472 L ARy 7| cl67IC>A p.Cys557*

A
2:25244336:CT | 5472 L TAEUA c.1670G>A p.Cys557Tyr
2:25244336:CA:C | %2472 L 7 L—5h3 7 | ¢.1669delT p.Cys557fs

=
2:25244336:CAC | X472 L T L —AhT 7 | c.1668- p.Cys557fs
CTGGAA:C N 6 _1669delTTCCA

GGT

2:25244337:A:C | 1s760791871 AR ¢.1669T>G p.Cys557Gly
2:25244337:A:G | %472 L AR c.1669T>C p.Cys557Arg
2:25244337:AC: | 151267683924 | 7 L — AL 7 | c.1668delG p.Arg556fs
A b
2:25244337:ACC: | iz472 L T L—AbT 7 | c.1668- p.Arg556fs
A ~ 1 1668delGG
2:25244338:C:A ML SAEUA c.1668G>T p.Arg556Ser
2:25244338:C:G | X472 L SRAEURA ¢.1668G>C p.Arg556Ser
2:25244339:C:A | Y472 L AT T A A | c.1668-1G>T

TS E—
2:25244339:C:G | iz¥472 L AT T4 A | ¢1668-1G>C

TS E—
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2:25244339:C:T | @472 L AT T A A | c.1668-1G>A
TR THE—
2:25244339:CT:C | 3472 L AT T A A | c.1668-2delA
T TE—
2:25244339:CTG | &2 L AT T A A | c.1668-6_1668-
GAA:C 7 75 & — | 2delTTCCA
2:25244340:T:C | rs764270325 AT T4 A | ¢.1668-2A>G
TS H—
2:25244340:T:G | X472 L AT T A4 A | c1668-2A>C
TS —
2:25244530:ACA | %4470 L AT T4 X | ¢1665_1667+9del | p.Cys555_Arg556
GCCTCACCTG: | S CAGGTGAGGCT | delinsTrp
A G
2:25244538:A:C | 3472 L AT TAA | cl667H2T>G
ko —
2:25244538:A:G | 472 L AT TAA | cl667+2T>C
K —
2:25244538:A:T | %472 L AT TA A | €l667H2T>A
ko —
2:25244539:C:A | rs776844136 AT TAA | el667+1G>T
K —
2:25244539:C:G | rs776844136 AT T4 A | el667T+1G>C
RF—
2:25244539:C:T | rs776844136 AT TAA | cl667T+1G>A
g —
2:25244540:C.CT | X472 L 7 L—25Lv7 | €.1663 1666dupT | p.Arg556fs
GCA K GCA
2:25244540:C:G | rs1162120698 | = 2 & c.1667G>C p.Arg556Thr
2:25244540:CT:C | %472 L 7 L —25h37 | c.1666delA p.Arg556fs
K
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2:25244541T:A | 3872 L T XA ¢.1666A>T p.Arg556Trp
2:25244541:T:C | rs770311493 I AEUA c.1666A>G p.Arg556Gly
2:25244542:G:T | 3472 L ANy 7 5 | c1665C>A p.Cys555*
A
2:25244543:C:CA | i%472 L 7 L—253 7 | ¢.1663dupT p.Cys555fs
~
2:25244543:CA:C | 3472 L 7L —Ahv 7 | c.1663delT p.Cys555fs
~
2:25244544:A:G | B£4 72 L IRABEUR ¢.1663T>C p.Cys555Arg
2:25244545:G:T | 3472 L ANy 7| el1662C>A p.Cys554*
A
2:25244546:CAG | #2472 L T L—A57 | 1659 1660delCT | p.Asn553fs
:C ~
2:25244547:A:C | 472 L F Rl i A ¢.1660T>G p.Cys554Gly
2:2524454TA:G | i8¢ L IAEUR ¢.1660T>C p.Cys554Arg
2:2524454TAGT: | 3472 L 7 L—A3 7 | 1658 1659delAC | p.Asn553fs
A K
2:2524454TAGT | #4472 L 7L —AT 7 | ¢.1656 1659delCA | p.Asn553fs
TG:A N AC
2:25244548:G:C SAE/AD T AR ¢.1659C>G p.Asn553Lys
2:25244548:G:T | 3472 L IABEUA c.1659C>A p.Asn553Lys
2:25244548:GT.G | #4722 L 7 L—25 7 | c1658delA p.Asn553fs
~
2:25244548:GTT: | %X 7p L 7 L—Ah 7 | €.1657 1658delAA | p.Asn553fs
G k
2:25244549:T:TT | %472 L 7L —2Ay7 | 1657 1658insCA | p.Asn553fs
GTGTTG k ACACA
2:25244550:TG:T | %472 L 7L —2537 | ¢.1656delC p.Asn552fs
k
2:25244551:GT:G | rs1229047002 | 7 L — A 7 | c.1655delA p.Asn552fs
IS
2:25244551:GTT | 3472 L 7L —Av7 | 1652 1655delAC | p.Asn551fs
GT:G S AA
2:25244554:G:GT | 2472 L 7 L—AhT 7 | c.1652dupA p.Asn551fs
N
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2:25244556.TTC | %472 L 7 L—A37 | 1635 1650delGG | p.Val546fs
CGCACATGAG N TGCTCATGTGC
CACC:T GGA
2:25244557TC:T | 3472 L 7 L—2A5T 7 | ¢.1649delG p.Gly550fs
~
2:25244557:TCC | #4472 L A Rv 7 | c1647_1649delCG | p.Cys549_Gly550
G:T A G delinsTer
2:25244557:TCC | X7z L 7 L—25 7 | 1637 _1649delTG | p.Val546fs
GCACATGAGC =~ CTCATGTGCGG
AT
2:25244559:C:A | rs763336898 A~y | c.1648G>T p.Gly550*
s
2:25244559:C:G | @47z L IAEUA c.1648G>C p.Gly550Arg
2:25244559:C:T | rs763336898 IAEURA c.1648G>A p.Gly550Arg
2:25244559:CGC | 472 L 7 L—25T7 | 1640 _1647delTC | p.LeuS47fs
ACATGA:C N ATGTGC
2:25244560:G:C | #4472 L TRAEURA c.1647C>G p.Cys549Trp
2:25244560:G:T | @472 L A2 by | c1647C>A p.Cys549*
s
2:25244561:.C:T | &%472 L T AR c.1646G>A p.Cys549Tyr
2:25244561:CA:C | #%472 L 7L —Ahy 7 | c.1645delT p.Cys549fs
S
2:25244562:A:A | 151397787959 | 7 L— A 7 | ¢.1644dupG p.Cys549fs
C N
2:25244562.A:A | BEM e L 7L —Ah7 | 1644 1645insCG | p.Cys549fs
CG ~
2:25244562:A:G | X7z L I AR c.1645T>C p.Cys549Arg
2:25244563:C:A | X470 L SRR c.1644G>T p-Met5481le
2:25244563:C:T | rs1403215240 | = X& A c.1644G>A p-Met548lle
2:25244563:CAT: | 1s1307594893 | 7 L— A3 7 | c.1642 1643delAT | p.Met548fs
C ~
2:25244564:A:C | i34 72 L TRAEBUR c.1643T>G p-Met548Arg
2:25244564:A:G | %4 L I AEUA c.1643T>C p-Met548Thr
2:25244564:A:T | rs587777509 I RAEBUR c.1643T>A p-Met548Lys
2:25244565:T:C | 34472 L AR c.1642A>G p.Met548Val
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2:25244566:GAG | i%X472 L 7 L—Ah7 | ¢.1607_1640delAC | p. Tyr536fs
CACCTCACGG N TGCACCATCTG
CCCCCACAGC CTGTGGGGGCC
AGATGGTGCA GTGAGGTGCT
GT:.G
2:25244567:A:C | rs111848085 T ABEURA c.1640T>G p.Leu547Arg
2:25244567:A:G | rs111848085 IABEUA c.1640T>C p.Leu547Pro
2:25244567:A:T | rs111848085 TABEUA c.1640T>A p.Leu547His
2:25244568:G:A | 1759176128 g A A c.1639C>T p-Leu547Phe
2:25244568:G:G | %M L 7 L—25LT7 | ¢.1638 1639insT p.Leu547fs
A b
2:25244570:AC: S 7L —5hv 7 | ¢c.1636delG p.Val546fs
A h
2:25244573:T:TC | %472 L 7L —A537 | €.1603 1633dupTC | p.Glu545fs
ACGGCCCCCA =~ CTACTGCACCA
CAGCAGATGG TCTGCTGTGGG
TGCAGTAGGA GGCCGTG
2:25244573: TC:T | X472 L 7 L —253 7 | ¢.1633delG p.Glu545fs
~
2:25244574:C:A | #4702 L AR~y | el1633G>T p.Glu545*
A
2:25244574.C:CA | %3472 L 7 L—2AL3 7 | ¢.1632dupT p.Glu545fs
~
2:25244575:AC: | REE e L 7 1L—Ah7 | c.1631delG p.Arg544fs
A h
2:25244576:CG:C | X472 L 7L —A537 | €.1630delC p.Arg544fs
~
2:25244577:GGC | %472 L 7 L—A57 | €.1625 1629delGG | p.Gly542fs
CCC:G S GGC
2:25244578:G:G | 1s1164367418 | 7 L— A 7 | ¢.1628dupG p.Arg544fs
C b
2:25244578:G:G | 472 L T L —25y7 | 1627 1628dupG | p.Arg544fs
cC S G
2:25244578:GC: | 1s1392385564 | 7 L— LA 7 | ¢.1628delG p.Gly543fs
G k
2:25244579:C:A | 1s767226511 TRAEURA c.1628G>T p.Gly543Val
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2:25244579:C:G | 1s767226511 I AEBEUA ¢.1628G>C p.Gly543Ala

2:25244579:C:T | rs767226511 I AEUA c.1628G>A p.Gly543Asp

2:25244580:C:A | 1s752222356 AR c.1627G>T p.Gly543Cys

2:25244580:C:T | 3472 L IAEUA c.1627G>A p.Gly543Ser

2:25244582:C:CC | 3%472 L 7 L—AT7 | 1624 1625insCC | p.Gly542fs

ACAGCAGATG K CTACTGCACCA

GTGCAGTAGG TCTGCTGTG

G

2:25244584: AT | 47 L A N~y 7| e1623T>A p.Cys541*

AV

2:25244585:CA:C | 32472 L 7 L—AY 7 | c1621delT p.Cys541fs
=~

2:25244586:A:A | B 7e L 7 L—2ALT 7 | ¢.1620dupC p.Cys541fs

G ~

2:25244586:AGC | ix472 L 7 L—257 | ¢.1610_1620delGC | p.Cys537fs

AGATGGTGC:A ~ ACCATCTGC

2:25244586:AGC | #4472 L 7 L—2537 | 1605 1620delCT | p.Tyr536fs

AGATGGTGCA k ACTGCACCATC

GTAG:A TGC

2:25244587:G:'T | #4472 L A~y 7 S| e1620C>A p.Cys540*

1

2:25244588:C:CA | rs1438581688 | 7 L— A 7 | c.1618dupT p.Cys540fs
k

2:25244588:CA:C | 151366761466 | 7 L— A7 | c.1618delT p.Cys540fs
K

2:25244588:CAG | %472 L 7 L—25b7 | 1615 1618delAT | p.lle539fs

AT:C k CT

2:25244588:CAG | %472 L 7 L—25T7 | 1608 1618delCT | p.Tyr536fs

ATGGTGCAG:C =~ GCACCATCT

2:25244589:AG: | M L 7 1L—5h37 | ¢c.1617delC p.Cys540fs

A h

2:25244589:AGA | 472 L 7 L—2537 | 1614 1617delCA | p.1le539fs

TG:A K TC

2:25244590:GA: | X472 L 7 L—ALT 7 | c.l6l6delT p.1le539fs

G h
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2:25244592:T:TG | 472 L 7L —2A57 | c.1614dupC p.1le539fs
}\
2:25244592:TG:T | rs1291735877 | 7 L— L7 | c.1614delC p.1le539fs
IS
2:25244592:TGG: | &4 L T L —LY7 | ¢.1613 1614delCC | p. Thr538fs
T s
2:25244593:G:G | #&ZY47e L 7L —A7 | ¢1612 1613dupA | p.lle539fs
GT ~ C
2:25244593:G:GT | #4472 L 7 L—257 | 1613 1614insGT | p.Ile539fs
GCAC k GCA
2:25244596:G:C | i&ZX472 L S AR c.1611C>G p.Cys537Trp
2:25244596:G:G | %472 L 7 L—Ahv7 | ¢.1609 1610dupT | p.Thr538fs
CA ]\ G
2:25244596:G:T | &4 72 L A Nv 7 47| cl6l1C>A p.Cys537*
A
2:25244596:GC: | iz47x L 7L —AhT 7 | c.1610delG p.Cys537fs
G k
2:25244597:C:A | &Z47e L T AR c.1610G>T p.Cys537Phe
2:25244597:C:T | #2472 L I AR c.1610G>A p.Cys537Tyr
2:25244598:A:C | #%47x L I AR ¢.1609T>G p.Cys537Gly
2:25244598:A:G | &Z47e L I ABEUA ¢.1609T>C p.Cys537Arg
2:25244598:A:T | #4472 L I AR c.1609T>A p.Cys537Ser
2:25244598:AG: | &4 L 7 L—Ah 7 | ¢.1608delC p.Cys537fs
A k
2:25244599:G:C | rs370376334 A Kw 7 | c1608C>G p.Tyr536%*
A v
2:25244599:G:GT | #4472 L 7 L —Ah7 | ¢.1607dupA p.Tyr536fs
]\
2:25244599:G:T | #&X47¢ L A R 7| c.1608C>A p.Tyr536*
A
2:25244599:GT:G | 18759716976 7 L —LAhv 7 | c.1607delA p.Tyr536fs
I\
2:25244600:T:TA | 32472 L T 1L—AY7 | ¢.1603 1606dupTC | p.Tyr536fs
GGA N CT
2:25244600:TAG: | %472 L 7 L—Ahi7 | c.1605 1606delCT | p.Tyr536fs
T s
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2:25244601:AG: | 1s767775447 7 L—A537 | c.1605delC p.Tyr536fs

A k

2:25244601:AGG | 32472 L T L —A37 | ¢.1598 1605delAC | p.Tyr533fs

ACTGGT:A K CAGTCC

2:25244602:G:G | Y472 L 7 L—Ahv7 | ¢.1603_1604dupTC | p. Tyr536fs

GA ~

2:25244602:G:G | 470 L 7 L—A5h7 | c.1601_1604dupA | p.Tyr536fs

GACT K GTC

2:25244604:AC: BAEY/AP 7L —Ahv 7 | ¢.1602delG p.GInS534fs

A h

2:25244605:CTG | iZ¥470 L A Nw7 & ] ¢1599 1601delCC | p.Tyr533_GIn534

G:C Y A delinsTer

2:25244606:TG:T | 3472 L 7 L —Ahv 7 | ¢.1600delC p.GInS534fs
K

2:25244607:G:A | 151167876410 | X k» 7 4 | ¢.1600C>T p.GIn534*
A

2:25244608:G:C | 1s757057121 A~y 7 4| e1599C>G p.Tyr533*
A

2:25244608:G:GT | %472 L 7 L—A5h 7 | 1576 _1598dupT | p.GInS34fs

AGCCGTCGTC K ACCAGTACGAC

GTCGTACTGGT GACGACGGCTA

A

2:25244608:G:T | rs757057121 A~y 7| e1599C>A p. Tyr533*
A

2:25244608:GT:G | %472 L 7 L—5b7 | ¢.1598delA p.Tyr533fs
=

2:25244609:TA:T | 3472 L 7 L—2537 | c1597delT p.Tyr533fs
k

2:25244610:AG: | iZz4472 L 7 L—A57 | c.1596delC p.Tyr533fs

A b

2:25244612:C:A | Y472 L IREUA c.1595G>T p.Gly532Val

2:25244613:C:.CG | #4472 L 7 L—2Ah37 | 1592 1593dupA | p.Gly532fs

T K C

2:25244613:C:T | rs951361433 IREURA c.1594G>A p.Gly532Ser

2:25244613:CG:C | 11329318931 | 7 L —A 7 | ¢.1593delC p.Asp531fs
=
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2:25244614:GT:G | 2472 L 7 L —Ah3 7 | ¢.1592delA p.Asp531fs
~

2:25244615:TC:T | %472 L 7L —5v 7 | ¢.1591delG p.Asp531fs
K

2:25244616:C:T | rs745721709 I AR c.1591G>A p.Asp531Asn

2:25244616:CG:C | 3472 L 7L —5 7 | ¢.1590delC p-Asp530fs
=~

2:25244617:G:G | 2472 L 7 L—2A53T7 | ¢.1589 1590insG p.Asp530fs

C k

2:25244617.GTC | %472 L T VL—Ah7 | 1582 1589delTA | p. Tyr528fs

GTCGTA:G k CGACGA

2:25244621:TCG | #4472 L 7L —A53 7 | ¢.1582_1585delTA | p.Tyr528fs

TA:T ~ CG

2:25244621:TCG | 3472 L T L—LAb7 | 1567 _1585delGA | p.Glu523fs

TACTGGTACG K GTGTGCGTACC

CACACTC:T AGTACG

2:25244622:C:.CG | #4472 L 7 L—253 7 | ¢.1584dupC p.Asp529fs
N

2:25244622:C:T | rs962805778 IRAEUR c.1585G>A p.Asp529Asn

2:25244623.G:C | 472 L ANy 7 7| cl1584C>G p. Tyr528*
A

2:25244623:G:T | 472 L A Rv7 | c1584C>A p.Tyr528*
A

2:25244624:T:TA | iZX472 L 7 L—A537 | ¢1576_1582dupT | p.Tyr528fs

CTGGTA K ACCAGT

2:25244624.TAC | %472 L 7 L—Av 7 | 1576 1582delTA | p.Tyr526fs

TGGTA:T k CCAGT

2:25244625:A:A | BN L 7 L—A3 7 | ¢1581dupG p.Tyr528fs

C b

2:25244625:AC: ML 7 L —Ah3 7 | ¢.1581delG p.GIn527fs

A k

2:25244625:ACT | f%472 L 7 1L—Ah 7 | 1578 1581delCC | p.GIn527fs

GG:A =~ AG

2:25244626:C:A | X472 L IAEA c.1581G>T p.GIn527His

2:25244626:C.:G | %472 L IAEUA c.1581G>C p.GIn527His
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2:25244626:CT:C | %472 L 7 L—5h7 | ¢.1580delA p.GIn5271s
~

2:25244627:T:G | 1s773701621 IREUA c.1580A>C p.GIn527Pro

2:25244627TGT | 32472 L 7L —AhL 7 | €.1579delC p.GIn527fs
S

2:25244628:G:A | rs1372858208 | A kw7 4 | ¢ 1579C>T p.GIn527*
A

2:25244628:GGT | :x472 L ATTAA | cl1555- p.Asn519 GIn527

ACGCACACTC 7 7% — | 3_1578delTAGAA | del

CAGAAAGCAG CTGCTTTCTGGA

TTCTA:G GTGTGCGTAC

2:25244629:G:C | rs763384327 A R | el578C>G p.Tyr526*
A

2:25244629:G:T | %472 L 2 by 7 A | c1578C>A p.Tyr526*
A4

2:25244629:GTA | %472 L T L—A5hT7 | 1571 _1577delGT | p.Cys524fs

CGCAC:G K GCGTA

2:25244629:GTA | 472 L 7L —Ay7 | ¢1567 1577delGA | p.Glu523fs

CGCACACTC:.G N GTGTGCGTA

2:25244631:AC: | BZ47e L 7 L—25h7 | ¢.1575delG p.Tyr526fs

A ~

2:25244633:GC: e L 7 L—LA5v 7 | c.1573delG p.Ala525fs

G ~

2:25244633:GCA | 15765267873 7 L—Ab7 | 1572 1573delTG | p.Ala525fs

G K

2:25244634:C:CA | %472 L 7 L—25v 7 | ¢.1572dupT p.Ala525fs
K

2:25244634:.CAC | 5472 L 7L —Av 7 | ¢.1563 1572delTC | p.Phe521fs

ACTCCAGA:C K TGGAGTGT

2:25244635:A:T ZAu L ARy | elST2T>A p.Cys524*
A

2:25244637:AC: rs1238915745 | 7 L — A 7 | ¢.1569delG p.Glu523fs

A ~
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2:25244638:CT:C | %472 L 7 L —Ah 7 | ¢c.1568delA p.Glu523fs
~
2:25244639:TC:T | §%¥472 L 7 L—AhT7 | c.1567delG p.Glu523fs
K
2:25244640:C:A | X472 L A~y | el1567G>T p.Glu523*
A
2:25244641:CA:C | %472 L 7L —Ah3 7 | ¢.1565delT p.Leu522fs
K
2:25244643.G:G | 34 L 7 VL—ALT7 | ¢.1563dupT p.Leu522fs
A h
2:25244643:GA: | 472 L 7 L—AT7 | c.1563delT p.Leu522fs
G h
2:25244647:G:G | Y7 L 7 L—A53 7 | 1558 1559dupT | p.PheS21fs
CA K G
2:25244647:G: T | 1s774696234 A RNy 7| c1560C>A p.Cys520*
A
2:25244647:GC: | %470 L 7 L—MAh3i 7 | ¢.1559delG p.Cys520fs
G }\
2:25244648:C:CA | iz472 L 7 L—25v 7 | c.1558dupT p.Cys520fs
K
2:25244648:CA:C | %2472 L 7L —2537 | ¢.1558delT p.Cys520fs
N
2:25244648:CAG | X472 L 7 L—AhLI 7 | c.1555- p.Asn519fs
TTCTAGACAG =~ 24 1558delCTGA
CAGCGGGAAG CCCTTCCCGCTG
GGTCAG:C CTGTCTAGAAC
T
2:25244650:.GT:G | %472 L 7 L—Ah3i 7 | c.1556delA p.Asn519fs
k
2:25244652:T:TC | X472 L AT T A A | c1555-1dupG
TSR —
2:25244653:C:G | 15759936287 AT T A A | cl1555-1G>C
TSR —
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2:25244653:C:T | 472 L AT T A A | cl555-1G>A
TR THE—
2:25244654:T:A | 3472 L AT TA A | c1555-2A>T
T TE—
2:25244654:T:C | 1767136883 AT T A A | c1555-2A>G
TS E—
2:25244654:T:G | 18767136883 AT T A A | c€1555-2A>C
TR TH—
2:25245251:A:C | 15758228404 | A7 A4 A | c.1554+2T>G
K —
2:25245251:A:G | #4472 L AT TAA | €l1554+2T>C
R —
2:25245251:AC: BAY/AP AT T A A | c.1554+1delG
A ko
2:25245252:C:A | 472 L AT T A A | cl1554+1G>T
R —
2:25245252:C:G | @472 L RS TA A | c1554+1G>C
RJ—
2:25245252:C:T | rs766110518 AT TA A | c1554+1G>A
N —
2:25245253:C:CT | %472 L 7 L—AT 7 | ¢.1547 1553dupA | p.Asn519fs
TGCAGT N CTGCAA
2:25245255:T:A | %472 L ARy 7 7| c1552A>T p.Lys518*
A
2:25245255: T:TG | #Z2472 L 7 L—2A53 7 | ¢.1551dupC p.Lys518fs
~
2:25245255:T:TG | #4472 L 7 L—A53i7 | €1550 _1551dupG | p.Lys518fs
C N C
2:25245255:TG:T | 3472 L 7L —5h37 | ¢.1551delC p.Cys517fs
~
2:25245256:G:'T | %472 L A R 7| cl551C>A p.Cys517*
A

10

20

30

40

50



gooooboag

(180)

JP 2024-533459 A 2024.9.12

2:25245256:GC: S L 7 L —Ah 7 | ¢.1550delG p.Cys517fs
G k
2:25245258:AG: | M L 7L —5v 7 | ¢.1548delC p.Cys517fs
A N
2:25245259:GT:G | 15746528594 7 L—A5 7 | c.1547delA p.Asn516fs
~
2:2524526 1. TTT | %472 L 7 L—A 7 | ¢.1538 1545delTG | p.Met513fs
GGCACA:T K TGCCAA
2:25245263:T:TG | %472 L 7L —Ah7 | 1519 1543dupC | p.GIn515fs
GCACATTCCTC ~ CCCTCTTCGTTG
CAACGAAGAG GAGGAATGTGC
GGG c
2:25245263: TG:T | 3472 L 7 L—Av 7 | c.1543delC p.GIn515fs
~
2:25245263:TGG | #ZX472 L 7 L—2537 | 1531 1543delGG | p.Gly511fs
CACATTCCTCC ~ AGGAATGTGCC
T
2:25245263:TGG | 3472 L A Rw7 4| e1526_1543delTC | p.Phe509_GIn515
CACATTCCTCC A 2 GTTGGAGGAAT | delinsTer
AACGA:T GTGCC
2:25245264:G:A | 1s1449820788 | A kw7 4 | ¢.1543C>T p.GIn515*
A 2
2:25245265:G:T | ix47e L ARy | el542C>A p.Cys514*
A
2:25245266:CA:C 7 L—Ah7 | c.1540delT p.Cys514fs
I\
2:25245267:AC: | 470 1L 7 L—Ah7 | €.1539delG p-Met513fs
A ~
2:25245269:A:AT | rs780842310 7 L—2AhT 7 | c.1537dupA p.Met513fs
~
2:25245269:AT:A | #2472 L 7 L—Ah 7 | c1537delA p.Met513fs
~
2:25245269:ATT | #%X472 L 7 L—253 7 | 1524 1537delCT | p.Phe509fs
CCTCCAACGA k TCGTTGGAGGA
AG:A A
2:25245270:TTC: | #4472 L 7 L —2537 | 1535 1536delGA | p.Gly512fs
T N
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2:25245271T:TC | %472 L 7 L—A37 | 1532 1535dupG | p.Met513fs

CTC N AGG

2:25245272:C:.CC | 3472 L 7 L—A5 7 | ¢.1498 1534dupCT | p.Gly5S12fs

TCCAACGAAG K CAATGTTACCCT

AGGGGGTGTT GGAACACCCCC

CCAGGGTAAC TCTTCGTTGGAG

ATTGAG

2:25245274:TC:T | iz4472 L 7 L—A53 7 | c.1532delG p.Gly511fs
~

2:25245276:C:A | #4472 L AR 5| el531G>T p.Gly511*
A

2:25245276:C:CA | X472 L 7 L—A53 7 | ¢.1530dupT p.Gly511fs
~

2:25245276:CA:C | ixX472 L 7 L—Ah7 | c.1530delT p.Gly511fs
=

2:25245276:CAA | 32472 L 7 L—A53T7 | €1527 1530delCG | p.Phe509fs

CG:C =~ TT

2:25245278:AC: | %Y p L 7L —A 7 | ¢.1528delG p.Val510fs

A N

2:25245278:ACG | #4472 L 7 L—L57 | ¢.1527 1528delCG | p.Val510fs

A K

2:25245279:CG:C | ix472 L T L—5Lv7 | ¢.1527delC p.Phe509fs
~

2:25245281:AAG | i%8i7e L 7 L—A37 | ¢.1524 1525delCT | p.Phe509fs

A ~

2:25245283:GA: S L 7L —25T 7 | ¢.1523delT p.Leu508fs

G ~

2:25245284:AA | BZER L 7 L—A5h3 7 | €.1522dupC p.Leu508fs

G ~

2:25245284:A:G | 151056677010 | = A& A c.1523T>C p.Leu508Pro

2:25245284:AG: | 11162765172 | 7 L — L7 | ¢.1522delC p.Leu508fs

A ~

2:25245288:G:G | M L 7 L—257 | ¢.1514 1518dupA | p.Pro5S071fs

GTGTT k ACAC

2:25245289:GT:G | #2472 L 7 L —57 | c.1517delA p.His506fs
N
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2:25245290:T:-TC | %472 L 7L —Ah 7 | c1516_1517insG p.His506fs
~

2:25245290:T:TC | %472 L 7 L—25T7 | ¢.1516 1517insGG | p.His506fs

C I

2:25245290:TGT | %472 1L 7 L—25 7 | 1512 1516delGG | p.GluS05fs

TCC:T S AAC

2:25245290:TGT | %472 L 7 L—Ah7 | €1510 _1516delCT | p.Leu504fs

TCCAG:T K GGAAC

2:25245291:GT:G | 3472 L 7 L —Ah 7 | c.1515delA p.GluS05fs
~

2:25245293:T:TC | %472 L 7 L—AY 7 | 1492 1513dupG | p.Glu505fs

CAGGGTAACA =~ GGAGCCTCAAT

TTGAGGCTCCC GTTACCCTGG

2:25245293:TC:T | 35472 L 7 L —253 7 | ¢.1513delG p.Glu505fs
N

2:25245293:TCC | %472 1L 7 L—Ah7 | c.1489 1513delTG | p.Cysd497fs

AGGGTAACAT S TGGGAGCCTCA

TGAGGCTCCC ATGTTACCCTG

ACA:T G

2:25245294:C:A | 13373860660 ANy 7| el513G>T p.Glu505*

>

2:25245294:C:CC | @47 L 7 1L—Ah3 7 | 1487 1512dupC | p.GluS05fs

AGGGTAACAT K CTGTGGGAGCC

TGAGGCTCCC TCAATGTTACCC

ACAGG TG

2:25245295:CA:C | 3472 L 7L —A5hv 7 | c1511delT p.LeuS04fs
k

2:25245295:CAG | %472 L 7 L—25b7 | 1508 1511delCC | p. Thr503fs

GG:C K CT

2:25245296:AG: | %M 7p L 7 L—U5h37 | ¢.1510delC p.Leu504fs

A ks

2:25245298:G:G | @472 L 7 L—A53T 7 | 1507 _1508dupA | p.LeuS04fs

GT = C

2:25245298:G:G | 472 L 7 L—25v7 | ¢.1505 1508dupTT | p.Leu504fs

GTAA K AC
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2:25245298:GGT: | %2472 L 7L —25hy7 | 1507 _1508delAC | p.Thr503fs

G h

2:25245299:G:GT | iZ4 72 L 7 L—25hv 7 | ¢.1507dupA p.Thr503fs
I\

2:25245299:GT:G | 2472 L 7 L— A7 | c.1507delA p.Thr503fs
k

2:25245300:T:-TA | 3472 L 7L —n5>7 | c.1506dupT p.Thr503fs
B

2:25245300:TA:T | &4 7 L 7 L —AL7 | ¢.1506delT p.Thr503fs
I\

2:25245300:TAA: | i%4 72 L 7 L—2Ahv 7 | c.1505 1506delTT | p.Val502fs

T ks

2:25245302:AC: LA 7 L —57 | ¢.1504delG p.Val502fs

A k

2:25245303:C:CA | &4 L 7 L —2Ah 7 | c.1503dupT p.Val502fs
h

2:25245303:CA:C | 32472 L 7 L —25v 7 | ¢.1503delT p.Asn501fs
B

2:25245303:CAT: | %472 L 7 L—Ah7 | 1502 1503delAT | p.AsnS01fs

C B

2:25245304:A:AT | 247 L 7 L—257 | ¢.1501_1502dupA | p.Asn501fs

T K A

2:25245304:AT:A | 347 L 7 1L —2A537 | ¢.1502delA p.AsnS01fs
3

2:25245304:ATT: | 347 L 7 L—2Ah 7 | c.1501_1502delAA | p.Asn501fs

A k

2:25245304:ATT | #4721 7L —Ah 7 | c.1498 1502delCT | p.Leu500fs

GAG:A ~ CAA

2:25245306:TGA: | 3472 L 7 L —2Ah 7 | c.1499 1500delTC | p.LeuS00fs

T k

2:25245308:AG: | ML 7L —Ah7 | ¢.1498delC p.Leu500fs

A ~

2:25245309:G:G | 472 L 7L —Ah 7 | c.1494 1497dupG | p.Leu500fs

GCTC ~ AGC

2:25245311.CT:C | #4722 L 7 L—Ah 7 | c.1495delA p.Ser499fs
=~
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2:25245312:TC:T | #&%%47e L 7L —Ah 7 | c.1494delG p.Serd99fs

~
2:25245314:C:CC | 472 L 7L —LAL37 | 1491 _1492dupT | p.Gly498fs
A K G
2:25245315:C:CA | #2472 L 7 L—A 7 | ¢.1491dupT p.Gly498fs

N
2:25245316:A:C | 472 L IREUA c.1491T>G p.Cys497Trp
2:25245316:AC: | &4 L T L— A7 | ¢.1490delG p.Cys497fs
e h
2:25245317:C:A | 18779323387 I AEUA ¢.1490G>T p.Cys497Phe
2:25245317:C:G AL T AEUA ¢.1490G>C p.Cys497Ser
2:25245317:C:T | 18779323387 AR c.1490G>A p.Cys497Tyr
2:25245317:CA:C | 3472 L 7L —A5h7 | ¢.1489delT p.Cys4971fs

~
2:25245317:CAG | %472 L AT TA A | c.l1475- p.Asp492 Cys49
GAGATGCAGA 7 77 % — | 6_1489delTTCCA | 7delinsGly
TGTCTGGAA:C GACATCTGCAT

CTCCT

2:25245318:A:G | iZ4 72 L T RAEUA ¢.1489T>C p.Cys497Arg
2:25245318: AT | &Z47e L T RAEURA c.1489T>A p.Cys497Ser
2:25245318:AG: AL 7L —Ah7 | c.1488delC p.Cys497fs
e h
2:25245320:GA: AL 7L — A7 | c.1486delT p.Serd96fs
G ~
2:25245321:AG: | #4772 L 7L —AhY7 | c.1485delC p.Ser496fs
A k
2:25245325:G:C | 151224606813 | = A& & c.1482C>G p.Cys494Trp
2:25245325:G:T | 472 L A Ny 7 47| c1482C>A p.Cys494*

A
2:25245326:C:A | 347 L S AR c.1481G>T p.Cys494Phe
2:25245326:C:G | 151240736156 | = A& A c.1481G>C p.Cys494Ser
2:25245326:C:T | 347 L AR c.1481G>A p.Cysd494Tyr
2:25245327T:A:C | x472 L IAkUR ¢.1480T>G p.Cys494Gly
2:25245327:A:G | &4 L 2 R R c.1480T>C p.Cys494Arg
2:25245327:A:T FANAAD S AR c.1480T>A p.Cys494Ser

10

20

30

40

50



gooooboag

(185)

JP 2024-533459 A 2024.9.12

2:25245327:AG: | %472 L 7 L—AL7 | ¢.1479delC p.Cys494fs
A k
2:25245328:GA: | %472 L 7 L—2537 | ¢.1478delT p.Ile493fs
G I
2:25245329:AT:A | 3472 L 7 L—A 7 | c1477delA p.1le493fs
~
2:25245330:TG:T | %472 L 7 L—25hy7 | c.1476delC p.Asp492fs
I
2:25245330:TGT | %472 L T L—25L7 | c.1475- p.1le493fs
CTGGAAAGCA: ~ 10 _1476delTGCTT
T TCCAGAC
2:25245331:GT:G | 2472 L 7L —5L 7 | c.1475delA p.Asp492£s
K
2:25245333:C:G | rs746402248 AT T4 A | cl475-1G>C
TS E—
2:25245333:C:T BAYAP AT TAA | cl475-1G>A
TR TSHE—
2:25245333:CT:C | 25472 L AT T A A | c.1475-2delA
TS H—
2:25245333:CTG | %472 L AT T A A | c1475-21_1475-
GAAAGCAGAG 7 77 % — | 2delITCCCCTCCC
GGAGGGGA:C TCTGCTTTCCA
2:25246010:ACA | %472 L AT T A A | c.1472_1474+9del | p.Glud91del
AACTTACCCT: o AGGGTAAGTTT
A G
2:25246015:CTT | %472 L T L—Ah7 | c.1467 1474+4del | p.Asnd89fs
ACCCTCAATG: N CATTGAGGGTA
C A
2:25246018:A:A | 3472 1L AT T A A | c.1474+1dupG
C KF—
2:25246018:A:C | %472 L AT T4 A | c14742T>G
R —
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2:25246018:AC: | 151200077617 | 2 7Z A4 A | c.1474+1delG

A N

2:25246018:ACC | ;x40 L AT T A A | c1472_1474+1del | p.Glud491del

CT:A N AGGG

2:25246019:C:A | 3472 1L AT T4 A | cl4T4+1G>T
Fo—

2:25246019:C:G | #4472 L AT T4 A | c.l474+1G>C
N—

2:25246019:C:T 1s761608224 AT TA A | cl4T4+1G>A
Ll e

2:25246022:T:TC | i%X472 L 7 L—Av 7 | 1470 _1471dupT | p.Glud9l1fs

A K G

2:25246022:TC:T | ixX472 L 7 L—5 7 | c.1471delG p.Glud91fs
K

2:25246022:TCA | 472 L 7 L—Ah7 | c.1461 1471delCC | p.Cys487fs

ATGTTCCGG:T =~ GGAACATTG

2:25246023:C:A | %472 L ANy 7 4| cl471G>T p.Glu491*
A

2:25246023:C:CA | %472 L 7 L—257 | ¢.1470dupT p.Glud91fs
K

2:25246023:CA:C | 32472 L 7 L—A3 7 | ¢.1470delT p.11e490fs
=k

2:25246024:A:A | FEE 72 L T L —2L37 | c.1469 1470insGC | p.11e490fs

ATGGTGCGGC S CGCACCAT

2:25246025:A:AT | %472 L 7 L—ALT 7 | c.1455 1468dupG | p.11e490fs

GTTCCGGCACT ~ AAGTGCCGGAA

TC CA

2:25246026:TG:T | %72 L 7 L—Ah 7 | c.1467delC p.Asn489fs
K

2:25246027:GT:G | %472 L 7 L —257 | c.1466del A p.Asn489fs
K

2:25246028TTC | %472 L 7L — 17 | 1455 1465delGA | p Lys486fs

CGGCACTTC:T N AGTGCCGGA

2:25246029:T:-TC | 32472 L 7 L—Ah 7 | c.1464dupG p.Asn489fs
~
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2:25246029:TC:T 7 L—Ah 7 | c.1464delG p.Asn489fs
~

2:25246030:CCG | %472 L T L—2A5T7 | ¢.1459 1463delTG | p.Cys487fs

GCA:C N CCG

2:25246031:C:CG | i%¥472 L 7 1L—AY 7 | ¢.1462dupC p.Arg488fs
~

2:25246033:G:T | %472 L A~y 7| cl461C>A p.Cys487*
A

2:25246033:GC: BAEY/AP 7 L —Ahv 7 | ¢.1460delG p.Cys487fs

G I

2:25246034:CA:C | 32472 L 7 L—AS 7 | €.1459delT p.Cys487fs
=~

2:25246035:AC: BAY/AP 7 L —Ahv 7 | ¢.1458delG p.Lys486fs

A h

2:25246035:ACT | %472 L 7 L—2A57 | 1454 1458delAG | p.GIn4d85fs

TCT:A =~ AAG

2:25246036:CT:C | 5%x¥472 L 7L —5 7 | c.1457delA p.Lys486fs
~

2:25246037:TTC: | 2472 L 7 L—257 | ¢.1455 1456delGA | p.Lys486fs

T b

2:25246038:T:A S L ARy 5| c.l1456A>T p.Lys486*
A v

2:25246038:TC:T | &x47e L 7 L —Ahi7 | c.1455delG p.Lys486fs
I\

2:25246040:TGC | 3472 L 7 L—A5h 7 | ¢.1443 1453delCG | p. Tyrd81fs

CGCACCTCG:T ~ AGGTGCGGC

2:25246041:G:A | 347 L A RNy 7| el453C>T p.GIn4&5*
A v

2:25246041:GC: | iz472 L 7 L—5T 7 | c.1452delG p.GIn485fs

G I

2:25246042:C:CC | 11131691760 | 7 L— L7 | ¢.1450 _1451dupC | p.GIn4d85fs

G ~ G

2:25246042:CCG: | 3472 L 7 L—257 | ¢.1450 1451delCG | p.Argd84fs

C K
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2:25246044:G:G | 3247 L 71— 7 | c.1449dupG p.Arg484fs

C k

2:25246044:G:G | %470 L T L—AT 7 | c.1448 1449dupT | p.Argd84fs

CA K G

2:25246045:CAC | %477 L 7 L—Ah 7 | 1442 1448delAC | p.Tyrd8I1fs

CTCGT:C K GAGGT

2:25246046:AC: | %472 L 7 L—Ah 7 | c.1447delG p.Val483fs

A h

2:25246046:ACC: | 25472 L T —AT 7 | c.1446_1447delGG | p.Glud82fs

A 5

2:25246047.CCT | %472 L 7 L— A7 | 1430 _1446delAG | p.Glud77fs

CGTACACCAG K CGGCTGGTGTA

CCGCT:C CGAG

2:25246050:C:A | 15769071767 | A kv 7 4 | c.1444G>T p.Glu482*
A

2:25246050:CG:C | %247 L 7L —Ahv 7 | c.1443delC p.Tyr481fs
~

2:25246051:G:C | rs145465364 | 2 k7 & | c.1443C>G p. Tyrd81*
A

2:25246051:G:T | 35472 L 2Ny A | c1443C>A p. Tyr481%*
A

2:25246052:T:TA | 151273047372 | 7 L— A3 7 | c.1441dupT p.Tyrd81fs
K

2:25246052:TAC: | %477 L 7 L—Ah 7 | 1440 1441delGT | p.Tyrd8l1fs

T k

2:25246054:CAC | %472 L 7L —Ahv 7 | 1436 _1439delTG | p.Leud79fs

CA:C K GT

2:25246055:A:A | 247 L 7 L—AhT 7 | c.1438dupG p.Val480fs

C K

2:25246057:CA:C | 247 L 7 1L—Av 7 | c.1436delT p.Leud79fs
K

2:25246058:AG: | #5472 L 7L —A 7 | c.1435delC p.Leud79fs

A K

2:25246058:AGC | 32472 L 7 L—AhT 7 | c.1432 1435delCG | p.Argd78fs

CG:A K GC
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2:25246058:AGC | %472 L AT T A A | c.1430- p.Glud77 Leud79
CGCTCTGCAA 7 7 74— | 7_1435delCTTGC | delinsVal
G:A AGAGCGGC
2:25246059:GC: A IAD 7 L—A5T7 | c.1434delG p.Leud79fs
G h
2:25246061:CG:C | 32472 L 7 L—Ah 7 | c.1432delC p.Argd78fs

S
2:25246061:CGC | %472 L ATFA4 A | c.1430- p.Glud77_ Argd78
TCTGCAAGGG 7 74— | 19_1432delAGCT | delinsGly
GAGGAGAGCT: CTCCTCCCCTTG
C CAGAGC
2:25246062:G:G | 470 L 7L —Ah 7 | ¢.1430 1431dupA | p.Argd78fs
CT K G
2:25246062:G:G | %M L 7 L—Ah 7 | c.1430- p.Leud79fs
CTCT ~ 2 1431dupAGAG
2:25246062:GC: S 7 L—5h7 | ¢c.1431delG p.Glud77fs
G h
2:25246062:GCT | %472 L T L—AhI 7 | c.1430- p.Glud77fs
CG =~ 1 1431delGAG
2:25246064:T:TC | i%X472 L AT T A A | ¢.1430-1dupG

TSR —
2:25246065:C:A | 11363411956 | A7 Z A4 &2 | ¢.1430-1G>T

TS —
2:25246065:C:G | X472 L ATTAA | ¢el1430-1G>C

TS H—
2:25246065:C:T | izX472 L AT T A A | cl430-1G>A

T T H—
2:25246066:T:A | ixX472 L AT T4 A | c.1430-2A>T

TS H—
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2:25246066:T:C | 11307856488 | 275 1 % | ¢.1430-2A>G
TR TH—
2:25246066:T:G | #%%472 L AFFGA A | c.1430-2A>C
TR TE—
2:25246155:ACT | #2472 L AT T A A |c.1424_1429+4del | p.Thrd75_Glud77
ACCTCTTG:A K — CAAGAGGTAG | delinsLys
2:25246157T:TA'T | #4472 L AFFGA A | c.1429+2delT
K —
2:25246158:A:C | #Ma L AT FGA A | c14292T>G
RJ—
2:25246158:A:G | 181207237998 | 275 1 Z | ¢.1429+2T>C
RJ—
2:25246158: AT | #4472 L AFFA A | c.14292T>A
RJ—
2:25246158:AC: | 15772195614 | 275 4 % | c.1429+1delG
A Rg—
2:25246159:C:A | #4722 L AT TA A | c1429+1G>T
FI—
2:25246159:C:CC | #2472 L 7 L—Ah 7 | 1428 1429dupA | p.Argd78fs
T K G
2:25246159:C:G | %472 L AT TA A | c1429+1G>C
R —
2:25246159:C:T | 1s774112139 | A7 T A4 A _ | c.1429+1G>A
R —
2:25246159:CCT: | #4722 L 7 L—Ah 7 | 1428 _1429delAG | p.Glud77fs
C k
2:25246159:CCT | #%472 L 7 L—253v 7 | .1423_1429delAC | p.Thrd75fs
CTTGT:C K AAGAG
2:25246159:CCT | %572 L 7 L—2A53y 7 | ¢.1422_1429delCA | p.Thr475fs
CTTGTG:C K CAAGAG
2:25246160:C:A | 34472 L Z kv & | c1429G>T p.Glud77*
aie
2:25246160:CT:C | %472 L 7 L —AhT 7 | c.1428delA p.Glud77fs
N
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2:25246162:C:CT | #2472 L 7 L—A7 | c.1426dupA p.Arg476fs
}\

2:25246162:CT:C | %472 L 7 L—Ah 7 | c.1426delA p.Argd76fs
I\

2:25246163:T:A | 15772041976 A Rv 7 5| c1426A>T p.Argd76*
A

2:25246163:TTG: | %472 L 7 L—25 7 | ¢.1424 1425delCA | p.Thrd75fs

T ~

2:25246164:TG:T | &7 L 7 L —Ah>7 | c.1424delC p.Thrd75fs
I\

2:25246165:G:GT | i2%4 72 L 7 L—Ahv 7 | c.1419 1423dupG | p.Thrd75fs

GCGC k CGCA

2:25246165:G:GT | X472 L 7 L—Ahv 7 | ¢.1423 1424insAA | p.Thrd75fs

GCGCTT ~ GCGCA

2:25246166:TGC: | %2472 L 7 L —Lh7 | c.1421 _1422delGC | p.Argd74fs

T ~

2:25246167:GC: | 32472 L 7L —57 | ¢.1421delG p.Argd74fs

G ~

2:25246167:GCG | 472 L 7 L—Ah7 | 1418 _1421delAG | p.Glu473fs

CT:G ~ CG

2:25246168:C:CT | %472 L 7 L—25h 7 | ¢.1420 1421insA p.Argd74fs
~

2:25246168:CG:C | %2472 L 7 L—U5 7 | ¢.1420delC p.Argd74fs
~

2:25246169:G:G | i24 7 L 7 L—Ah 7 | c.1416_1419dupT | p.Argd74fs

CTCA ~ GAG

2:25246170:CT:C | %472 L 7 1L — A7 | c.1418delA p.Glud73fs
~

2:25246171:TC:T | g2472 L T L—Ah 7 | c.1417delG p.Glud73fs
I\

2:25246172:C:A | 472 L A Ny | c1417G>T p.Glud73*
A4

2:25246172:C:CA | 3472 L 7 L—25v 7 | c.1416dupT p.Glud73fs
h~

2:25246172:CA:C | #2472 L 7L —Ah7 | c.1416delT p.Asp472fs
=~
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2:25246172:CAT | #4472 L 7 L—AY7 | c1413 1416delTG | p.lled71fs

CA:C K AT

2:25246172:CAT | 3472 L T L —2AY7 | c.1409 1416delTT | p.Iled70fs

CAATAA:C K ATTGAT

2:25246174T:TA | %472 L 7 L—Av7 | c1414_1415insT | p.Asp472fs
K

2:25246174:TC:T | 151347154070 | 7 L— A 7 | c.1414delG p.Asp472fs
k

2:25246175:CA:C | 3472 L 7 L —Ahv 7 | ¢c.1413delT p.lled71fs
N

2:25246178:T:-TA | §%472 L 7 L—25y 7 | ¢1410dupT p.Ile471fs
N

2:25246178:T:TA | X472 L 7 L—A537 | 1409 1410dupTT | p.lle471fs

A K

2:25246178.T:TA | 3472 L 7 L—2h7 | c.1407 1410dupG | p.led71fs

ATC K ATT

2:25246178:T:TA | %472 L 71— 7 | c.1401_1410dupC | p.Iled71fs

ATCTCCTTG K AAGGAGATT

2:25246178:TA:T | %472 L 7 L—537 | ¢.1410delT p.lle471fs
K

2:25246179:A:AT | %2472 L 71— 7 | 1409 1410insA | p.Iled71fs
k

2:25246179:AAT: | 3% 72 L 71— 7 | 1408 _1409delAT | p.Ile470fs

A 5

2:25246180:A:AT | 353472 L 7L —Ay 7 | ¢.1407_1408dupG | p.Ile470fs

C ~ A

2:25246180:AT:A | 131348892100 | 7 L— A 7 | c.1408delA p.1le470fs
N

2:25246180:ATC: | %472 L 71— 7 | €.1407_1408delGA | p.Glu469fs

A 5

2:25246180:ATC | %472 L T 1L—AT 7 | 1392 1408delGC | p.Lys464fs

TCCTTGACCTT K CCAAGGTCAAG

GGGC:A GAGA

2:25246182:CT:C | 32472 L 7 L—Ahi 7 | c.1406delA p.Glud69fs
~
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2:25246182:CTC | %472 L 7L —AY 7 | ¢.1397 1406delAG | p.Lys466fs

CTTGACCT:C ~ GTCAAGGA

2:25246183:TC:T | 3472 L 7 L—A5L3T 7 | ¢.1405delG p.Glud691s
K

2:25246184:C:A | 1s765389013 A~y | e 1405G>T p.Glu469*
A

2:25246185:C:CT | %472 L 7 L—Ah 7 | c.1403dupA p.Glu469fs
K

2:25246185:CT:C | 3472 L 7 L —Ah 7 | ¢.1403delA p.Lys468fs
~

2:25246187:TG:T | 472 L 7 L—2Ahv 7 | c.1401delC p.Lys468fs
=~

2:25246189:AC: | 151360596024 | 7 L — A 7 | ¢.1399delG p.Vald67fs

A ~

2:25246189:ACC: | i%X472 L 7L —Ah7 | €.1398 1399delGG | p.Lys466fs

A h~

2:25246191:CT:C | rs775785710 7 L—25T7 | c.1397delA p.Lys466fs
~

2:25246191:CTT | 32472 L 7 L—2ay7 | 1391 1397delAG | p.Lys464fs

GGGCT:C K CCCAA

2:25246192:T:TT | 34472 L 7 L—AT 7 | c.1384 1396dupG | p.Lys466fs

GGGCTTCTCCG N CGGAGAAGCCC

C A

2:25246193:T:A | X472 L A Ny 7| c1396A>T p.Lys466*
A

2:25246193:T:TG | §%X472 L 7L —A5T 7 | ¢.1395dupC p.Lys466fs
I\

2:25246193:TG:T | %472 L 7 L—A5v 7 | ¢.1395delC p.Lys466fs
k

2:25246196:GCT | izX472 L 7 L—Ah7 | ¢.1388 1392delAG | p.Glud63fs

TCT:G K AAG

2:25246197:C:CG | %472 L 7 L—AhT 7 | 1391 1392insTT | p.Lys464fs

AGAA N CTC

2:25246198:T-TT | 3%472 L 71— 7 | 1389 1390dupG | p.Lys464fs

C ~ A
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2:25246198:TTC: | rs1349621546 | 7 L — 27 | ¢.1389 1390delGA | p.Lys464fs

T ~

2:25246199:T:A | 25472 L Z kv 4| c1390A>T p.Lys464*
A v

2:25246201.T-TC | 3%47e L 7 L—Ahv 7 | ¢1387dupG p.Glu463fs
N

2:25246201:TC:T | 2472 L 7L —AL 7 | ¢1387delG p.Glu463fs
k

2:25246201:TCC | 3%%4 72 L 7L —2Av 7 | 1380 1387delCA | p.Ser460fs

GCTGTG:T K CAGCGG

2:25246202:C:A | 372 L Z kw7 & | c1387G>T p.Glu463*
A

2:25246202:C:CA | 3%4 72 L 7L —2Av 7 | 1386 1387insT | p.Glud63fs
K

2:25246203:CG:C | 3472 L 7 L—5h7 | ¢.1385delC p.Ala462fs
~

2:25246205:C:CT | 32472 L 7 L—Ah3 7 | 1364 1383dupA | p.Alad62fs

GTGCTCTTCCG K AAAGCCCCGGA

GGGCTTTT AGAGCACA

2:25246205:CT:C | 3472 L 7L —Av 7 | c.1383delA p.Ala462fs
N

2:25246207:G:G | %472 L 7 L—Av7 | e1381 1382insG | p.Thr461fs

C ~

2:25246208:TG:T | %472 L 7L —Ahi 7 | c.1380delC p.Ser460fs
=~

2:25246209:GCT: | %472 L 7 L—257 | ¢.1378 1379delAG | p.Serd460fs

G K

2:25246209:GCT | #2472 L 7 L— A7 | 1375 1379delAA | p.Lys459fs

CTT:G K GAG

2:25246211:T:TC | 32472 L 7 L—Ah3 7 | 1361 _1377dupC | p.Ser460fs

TTCCGGGGCTT K CAAAAAGCCCC

TTTGG GGAAG

2:25246212:CT:C | 25472 L 7L —Ahv 7 | c.1376delA p.Lys459fs
~

2:25246213.TTC | 5%¥%47e L 7L —AhT 7 | c.1368 1375delGC | p.Prod57fs

CGGGGC:T K CCCGGA
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2:25246214:T:A | 1s768204905 ARy | c1375A>T p.Lys459*
A

2:25246214:T:TC | %472 L 7 L—2n5Lv 7 | ¢.1374dupG p.Lys459fs
~

2:25246214:TC:T | rs886041641 7 L—Ahv 7 | e.1374delG p.Lys459fs
~

2:25246214:TCC: | %472 L 7 L—A5T 7 | 1373 1374delGG | p.Arg458fs

T K

2:25246216:C.CG | #2472 L 7L —A5 7 | ¢.1372dupC p.Arg458fs
~

2:25246216:CG:C | %472 L 7 L—A 7 | €1372delC p.Arg458fs
=~

2:25246219:GGC | iz472 L 7 L—Ah7 | 1359 1369delAG | p.Alad54fs

TTTTTGGCT:G K CCAAAAAGC

2:25246220:GC: ZM L 7 L—5h7 | ¢.1368delG p.Lys456fs

G k

2:25246221:C:CT | %472 L 7 L —2nh3 7 | ¢.1367dupA p.Pro457fs
~

2:25246226:T:A | %472 L ARy | cl1363A>T p.Lys455%*

A

2:25246226:TG:T | 1s765073748 7 L—2Ah3T 7 | c.1362delC p.Lys456fs
~

2:25246228:G:G | iz L 7 L—A5T7 | ¢.1360dupG p.Alad54fs

C B

2:25246228:GC: BANIAP 7 L—25v 7 | ¢.1360delG p.Ala454fs

G b

2:25246230:T:TG | ixX472 L 7 L—A537 | ¢1357 1358dupC | p.Alad54fs

G N C

2:25246232.G:GT | #4722 L 7 L —2hy 7 | c.1356dupA p.Pro453fs
T

2:25246233:T:TG | 3% 472 L 7 L—257 | c.1355dupC p.Pro453fs
k

2:25246235:GA: L 7 L —A=h 7 | ¢.1353delT p.Pro452fs

G K
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2:25246235:GAG | %472 L 7 L—25h3 7 | 1343 1353delAC | p.Tyrd48fs

GTGGTGCGT:G ~ GCACCACCT

2:25246236:AG: ML 7L —5v 7 | ¢.1352delC p.Prod51fs

A k

2:25246236:AGG | Y472 L 7 L—25hy 7 | 1340 _1352delCC | p.Alad47fs

TGGTGCGTAG S TACGCACCACC

G:A

2:25246236:AGG | %472 L 7 L—2537 | 1328 1352delCT | p.Prod443fs

TGGTGCGTAG =~ GAGGCAGCTGC

GCAGCTGCCT CTACGCACCAC

CAG:A C

2:25246238:G:GT | ix472 L 7 L—Ah7 | ¢.1350dupA p.Pro451fs
~

2:25246238:GT:G | %472 L 7 L —253 7 | c.1350delA p.Pro451fs
K

2:25246239:TG:T | rs1287033864 | 7 L— AL 7 | ¢.1349delC p.Pro450fs
K

2:25246241:GT:G | %472 L 7 L—Ah7 | c.1347delA p.Pro450fs
T

2:25246242:T:TG | %472 L 7L —A5h3i 7 | ¢.1346dupC p.Pro450fs
K

2:25246242:TGC: | X472 L 7 L—n5y7 | ¢.1345 1346delGC | p.Alad49fs

T ~

2:25246244:.CGT | %472 L 7 L— A7 | 1338 1344delTG | p.Alad447fs

AGGCA:C K CCTAC

2:25246245:G:C | 472 L AR | e1344C>G p. Tyrd48*

A

2:25246245:G:GT | B4472 L 7 L— A5 7 | ¢1343_1344insAA | p.Tyrd48fs

T k

2:25246245:G:T | rs137931376 A Ny 7 4| e1344C>A p. Tyrd48*

A

2:25246246:TA:T | 34472 L 7L —5 7 | ¢.1342delT p.Tyr448fs
K

2:25246246:TAG | @%472 L 7 L—Ah3 7 | ¢1330_1342delGA | p.Gludd4fs

GCAGCTGCCT =~ GGCAGCTGCCT

C.T
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2:25246247:AG: | ML 7 L —Ah 7 | c.1341delC p. Tyrd48fs

A ~

2:25246247T:AGG | 32472 L 7L —2A37 | ¢.1335 1341delAG | p.Alad46fs

CAGCT:A K CTGCC

2:25246249:GC: | %472 L 7 L—Av 7 | €.1339delG p.Ala447fs

G ~

2:25246249:GCA | #3472 L 7L —2Ay 7 | €.1326 1339delAC | p.Glud42fs

GCTGCCTCAG K CTGAGGCAGCT

GT:G G

2:25246250:C:CA | 3% 72 L 7L —AY 7 | ¢.1335 1338dupA | p.Alad47fs

GCT K GCT

2:25246252:GCT | %% 72 L 7L —Ah3 7 | ¢.1333 1336delGC | p.Ala445fs

GC:G K AG

2:25246252:GCT | #%X%72 L 7 L—Ah3 7 | 1320 _1336delGG | p.Trp440fs

GCCTCAGGTTC K TGGAACCTGAG

CACC:G GCAG

2:25246253:CTG | #%X%72 L 7 L—AhT7 | c1316 1335delTG | p.Met439fs

CCTCAGGTTCC K TGGGTGGAACC

ACCCACA:C TGAGGCA

2:25246254TG:T | #2472 L 7L —Av 7 | c.1334delC p.Alad45fs
~

2:25246259:C:A | rs1481248882 | 2 kv 4 | ¢.1330G>T p.Glud44*

A

2:25246259:CA:C | 35472 L 7 L—Ai 7 | ¢.1329delT p.Glu444fs
N

2:25246259:CAG | %472 L 7L —2Av 7 | 1328 1329delCT | p.Prod43fs

:C ~

2:25246260:A:A L 7 L—A5T 7 | ¢.1328dupC p.Glud44fs

G ~

2:25246260:AG: | 3% 7 L 7 L—Ah37 | ¢.1328delC p.Pro443fs

A ~

2:25246262:GT:G | #%472 L 7L —Av 7 | c.1326delA p.Glu442fs
~

2:25246265:C:A | 1s1205125035 | 2 kw7 4 | ¢.1324G>T p.Glud42*

A
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2:25246266:CA:C | %472 L 7 L—A5h37 | c.1322delT p.Vald41fs
~

2:25246267:A:A | %47 L 7L —2537 | ¢.1321dupG p.-Vald41fs

C N

2:25246267:AC: | 1s1440952501 | 7 L— A 7 | ¢.1321delG p.Vald41fs

A ~

2:25246269:C:CC | #2472 L 7 L—253y7 | 1318 1319dupT | p.Trp440fs

A k G

2:25246269:C:T | rs866490834 | 2 kv 7 4~ | ¢c.1320G>A p. Trp440*
A 2

2:25246270:C:T | rs773260349 ANy | e1319G>A p. Trp440*
A

2:25246270:CA:C | %472 L 7L —Ahv 7 | ¢.1318delT p.Trp440fs
N

2:25246271:AA | BZEe L 7L —2Av7 | ¢.1317dupG p.Trp440fs

C h~

2:25246271:AC: | 472 L 7 L—53I7 | c1317delG p.Met439fs

A ~

2:25246272:CAT: | 1762868483 7 L—257 | 1315 1316delAT | p.Met4391s

C ~

2:25246272:CAT | 3%%47 L 71— 7 | 1307 _1316delAC | p.Tyr436fs

GTCCGTGT:C ~ ACGGACAT

2:25246273:A:A | FZEe L 7L —2Y 7 | e1315 1316insAT | p.Metd39fs

AT K

2:25246273:A:AT | #2472 L 7L —253y7 | 1314 1315dupC | p.Met439fs

G ~ A

2:25246273:AT:A | B2 72 L 7 L —Ah37 | c.1315delA p.Met439fs
~

2:25246274.T:TG | #4722 L 71 —A57 | c1311_1314dupG | p.Metd39fs

TCC T GAC

2:25246274:TGT | %472 L 7 L—2537 | 1311 _1314delGG | p.Asp438fs

CC:T k AC

2:25246275:G:GT | §%X472 L 7 L—2537 | 1294 1313dupT | p.Met4391s

CCGTGTACACT S ACAAAGAAGTG

TCTTTGTA TACACGGA
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2:25246276:T:TC | 32472 L 7 L—Ah 7 | c.1312dupG p.Asp438fs
~

2:25246276:TC:T 7 L—AT7 | c.1312delG p.Asp438fs
K

2:25246276:TCC | 3472 L 7 L—Ahv7 | 1294 1312delTA | p. Tyrd32fs

GTGTACACTTC S CAAAGAAGTGT

TTTGTA:T ACACGG

2:25246279:GT:G | 3472 L 7 L—25T 7 | c.1309delA p.Thr437fs
S

2:25246281:G:C | X472 L A~y | e1308C>G p.Tyrd36*

A
2:25246281:G:T | #4472 L A Rv 7 5| c1308C>A p.Tyrd36*
AV

2:25246282:T:TA | %2472 L 7 L—253 7 | ¢1306dupT p.Tyr436fs
N

2:25246282:TA'T | 5%472 L 71 —A5v 7 | c.1306delT p.Tyr436fs
S

2:25246282:TAC: | #2472 L 7 L—A5T 7 | ¢.1305 1306delGT | p.Tyrd36fs

T K

2:25246283:ACA | #3472 L 7 L—23 7 | c.1301_1305delAA | p.Glud34fs

CTT:A N GTG

2:25246283:ACA | BxX472 L T L—A37 | €1295 1305delAC | p.Tyr432fs

CTTCTTTGT:A =~ AAAGAAGTG

2:25246284:CAC | %472 L 7 L—A5T7 | ¢.1291 1304delCC | p.Pro431fs

TTCTTTGTAGG K CTACAAAGAAG

G:C T

2:25246285:A:A | #E47e L 7 L—2A5v7 | ¢.1303dupG p.Vald35fs

C h

2:25246285:A:A | %ML 7 L—Ah 7 | ¢.1302 _1303dupA | p.Vald35fs

CT K G

2:25246286:CT:C | #4702 L 7 L—A5 7 | c.1302delA p.Val435fs
~

2:25246287:T:TT | 3472 L 7 L—AhT7 | ¢.1294 1301dupT | p.Glud34fs

CTTTGTA K ACAAAGA

2:25246287:TTC: | %472 L 7 L—2A5T7 | ¢.1300 _1301delGA | p.Glud34fs

T h
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2:25246288:TC:T | %472 L 7L —5v7 | ¢.1300delG p.Glu434fs
}\

2:25246289:C:A | iz47r L A Ny 7 | ce1300G>T p.Glu434*
A

2:25246289:CT:C | 472 L T L— LY 7 | ¢.1299delA p.Glud34fs
~

2:25246291.T.TT | 2472 L 7L —Av7 | ¢1296 1297dupC | p.Lys433fs

G ~ A

2:25246292:T:A | %4 7x L A Ny 7| c1297A>T p.Lys433*
A v

2:25246292.T:TG | iZ472 L 7 L—Ahv7 | ¢.1293 1296dupCT | p.Lys433fs

TAG ~ AC

2:25246292:TGT | iZ¥472 L 7 L—Ah7 | ¢.1293 1296delCT | p.Tyrd32fs

AG:T ~ AC

2:25246293:G:C | i&z47r L A Ny | e1296C>G p. Tyrd32*
A

2:25246293:G:GT | i2%47s L A Ny 7 | ¢1287_1295dupG | p.Prod31_Tyr432i

AGGGATTC A AATCCCTA nsTerAsnPro

2:25246293:G:'T | iz%47r L A by | e1296C>A p. Tyrd32*
AV

2:25246294:TA:T | X447 L 71— A7 | ¢.1294delT p.Tyrd32fs
~

2:25246295:AG: 27 L 71 —2A537 | ¢.1293delC p.Tyr432fs

A ~

2:25246295:AGG | ;2472 L 7 L—Ah7 | ¢.1292 1293delCC | p.Pro431fs

A k

2:25246297:G:G | 472 L 7 L—5hv7 | 1291 1292insG p.Pro431fs

C ~

2:25246297:G:G | i&247r L 7L —2A5y 7 | ¢.1290 1291dupTC | p.Pro431fs

GA k

2:25246298:G:G | M L 7 L —2Ahv7 | c.1290dupT p.Pro431fs

A ~

2:25246298:GA: L 7 1L —2AL37 | ¢.1290delT p.Tyr432fs

G k

2:25246300:T:TT | %472 L 7 L—5hv 7 | ¢.1284 1288dupG | p.Asn430fs

CTTC k AAGA
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2:25246300:TTC | %472 L 7 L—A57 | c.1284 1288delGA | p.Lys4291s
TTC: T ~ AGA
2:25246303:TTC: | %472 L T L—AT 7 | c.1284 1285delGA | p.Lys4291s
T I
2:25246304:T:A AL AR 7°_/7“ c.1285A>T p.Lys429*
A
2:25246304:TCT | %472 L 7L —A5h 7 | ¢.1280- p.Lys429fs
CTTCTGG:T k 4 1284delCCAGA
AGAG
2:25246305:CT:C | rs751049400 7 L—5h7 | c.1283delA p.Glud28fs
k
2:25246306:TC:T | %472 L T 1L—Av 7 | ¢.1282delG p.Glu4d28fs
-
2:25246307:C:A BALAD A~ 7"_/7“ c.1282G>T p.Glu428*
A
2:25246307:C:CT | :x472 L 7 L—A5hT 7 | c.1281dupA p.Glu4d28fs
S
2:25246307:CT:C | 347 L 7 L —A3 7 | c.1281delA p.Glu428fs
K
2:25246618:A:G AP AT TAA | cl12792T>C
R
2:25246619:C:A ML A4 A | e1279+1G>T
K —
2:25246619:C:G ML AT T A A | el279+1G>C
g
2:25246619:C:T rs374440649 AT TAA | el279+1G>A
R —
2:25246620:C:A BAL/AP ANy 7 7| el279G>T p.Glu427*
A
2:25246620:CT:C | %472 L 7 L—A 7 | ¢.1278delA p.Glud27fs
K
2:25246623:C:A BALAD ANy T c.1276G>T p.Glu426*
A
2:25246623.CT:C | 3472 L 7 L—Ahi7 | €.1275delA p.Glud26fs
~

10

20

30

40

50



gooooboag

(202)

JP 2024-533459 A 2024.9.12

2:25246623:CTG: | #2472 L T L—AhT7 | 1274 1275delCA | p.Prod25fs

C b

2:25246624:TG:T | %472 L 7L —5v 7 | ¢.1274delC p.Pro425fs
N

2:25246630:CT:C | %472 L 7 L—A5T 7 | c.1268delA p.Glu4d23fs
S

2:25246632:C:A | #4472 L ANy 7| e1267G>T p.Glu423*
A

2:25246632:C:.CC | #2472 L 7 L—A53 7 | 1265 1266dupT | p.Glud23fs

A ~ G

2:25246632:C:CT | 32472 L 7 L— A7 | 1266 1267insCC | p.Glud23fs

AGG K TA

2:25246633:CAG | %472 L T L—A57 | 1256 1265delCT | p.Pro419fs

GCCCTTAG:C K AAGGGCCT

2:25246634:AG: | 15752298245 7 L—25h7 | c.1264delC p.Leud22fs

A b

2:25246636:GC: | %472 L 7 L—A5h3I7 | €.1262delG p.Gly421fs

G N

2:25246636:GCC | %472 L 7 L—A5T7 | €1259 1262delAG | p.Lys420fs

CT:G K GG

2:25246637:CCC | ax472 L 7 L—AhT7 | 1219 1261delAT | p.1le407fs

TTAGGGCCAG =k TGAATGGGCCC

AAGGCTGGAA TGGGGGGCTTC

GCCCCCCAGG CAGCCTTCTGG

GCCCATTCAAT CCCTAAGG

:C

2:25246639:CT:C | 3472 L 7 L—2ALT7 | c.1259delA p.Lys420fs
S

2:25246640:TTA | #2472 L A Ky | e.1250_1258delCT | p.Ser417_Lys420

GGGCCAG:T P GGCCCTA delinsTer

2:25246640:'TTA | 5472 L 7 L—AL 7 | c.1249 1258delTC | p.Ser417fs

GGGCCAGA:T k TGGCCCTA

2:25246641:T:A | %472 L ANy 5| e 1258A>T p.Lys420%*
A

2:25246641:T:-TA | 34472 L 7L —Ah 7 | c1257dupT p.Lys420fs
K
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2:25246641:TA'T | #4472 L 7 1L—AY 7 | ¢1257delT p.Lys420fs
~

2:25246642:A:A | B4 L 7L —Av 7 | ¢.1256dupC p.Lys420fs

G K

2:25246642:AG: | B4 L 7 L—Ah 7 | €.1256delC p.Pro419fs

A 5

2:25246645:GC: | 3472 L 7 L—AY7 | €1253delG p.Gly418fs

G K

2:25246645:GCC | %472 L 7 L—Ah3 7 | 1235 1253delGG | p.Gly412fs

AGAAGGCTGG K GGCTTCCAGCC

AAGCCCC:G TTCTGG

2:25246647:C:CA | 3472 L 7 1L—AY7 | ¢1251dupT p.Gly418fs
k

2:25246647:CAG | %472 L 7 1L—A23 7 | ¢.1250 1251delCT | p.Ser417fs

:C ]\

2:25246648:A:A | M7 L 2 ~w 7 A | ¢1250_1251insAG | p.Ser417_Gly418i

GCCTTCTGGCC Py GCCCTTAGGGC | nsGlyProTerGlyG

CTAAGGGCCT CAGAAGGC InLysAla

2:25246648:AG: | Y47 L 7 L—AY 7 | .1250delC p.Ser417fs

A 5

2:25246649:G:GT | 25472 L 7 L—A37 | 1249 1250insA | p.Serd17fs
~

2:25246649:GA: | %472 L 7 1L—Ah 7 | ¢.1249delT p.Ser417fs

G K

2:25246651:AG: | %472 L 7 L—2nL 7 | ¢.1247delC p.Pro416fs

A 5

2:25246653:GC: | #4772 L 7L —5 7 | ¢.1245delG p.Gln415fs

G 5

2:25246653:GCT | 3472 L 7 L—Ah 7 | 1223 1245delAA | p.Glud08fs

GGAAGCCCCC K TGGGCCCTGGG

CAGGGCCCAT GGGCTTCCAG

T:G

2:25246654:C:.CT | 3472 L 7 L—Ah 7 | c.1244dupA p.Pro416fs
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2:25246654:CTG | %472 L T L —Ah7 | €1217 1244delTG | p.Met406fs

GAAGCCCCCC N ATTGAATGGGC

AGGGCCCATT CCTGGGGGGCT

CAATCA:C TCCA

2:25246655:TG:T | iz L 7L —25v 7 | ¢.1243delC p.GIn415fs
=

2:25246656:G:A | 1s754223052 ARy 7 | el243CT p.GIn415%*

A

2:25246656:G:G | iz L 7 L—Ahv7 | 1241 1242dupTC | p.Glnd15fs

GA K

2:25246657:G:C | #4472 L I AEUA c.1242C>G p.Phe414Leu

2:25246657:GA: | 3472 L T L—25T7 | c.1241delT p.Phe414fs

G k

2:25246657:GAA | %472 L 7 L—Ah7 | 1222 1241delGA | p.Glud08fs

GCCCCCCAGG k ATGGGCCCTGG

GCCCATTC:G GGGGCTT

2:25246658:A:C | iz L IAEUR c.1241T>G p.Phe414Cys

2:25246658:A:G | 1s1258189576 | = Ak & c.1241T>C p.Phe414Ser

2:25246658:AAG | 3472 L 7 L—Ah7 | €.1233 1240delGG | p.Gly412fs

CCCCCC:A S GGGGCT

2:25246658:AAG | 3472 L T L—A5T7 | ¢.1227 1240delGG | p. Trp409fs

CCCCCCAGGG K CCCTGGGAGGAC

CC:A T

2:25246659:A:C | 34472 1L I AR ¢.1240T>G p.Phe414Val

2:25246659:A:G | x4 L I AR ¢.1240T>C p.Phe414Leu

2:25246659:A:T | rs1195155939 | = 2& & c.1240T>A p.Phe4141le

2:25246659:AG: 7L =57 | ¢.1239delC p.Phe414fs

A h

2:25246659:AGC | %472 L 7 L—A5h7 | 1238 1239delGC | p.Gly413fs

A K

2:25246660:G:G | 151234388246 | 7 L— L 7 | ¢.1238dupG p.Phe414fs

C k

2:25246660:G:G | iz L 7 L—A5hT 7 | ¢.1234 1238dupG | p.Phed14fs

cccecece N GGGG

2:25246660:GC: | 15755744291 7 L—Av7 | c.1238delG p.Gly413fs

G I
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2:25246663:C:CC | i%X472 L 7 L—2537 | 1232 1235dupT | p.Phed14fs
CCA ~ GGG
2:25246667:A:A | %M L 7 L—25T7 | ¢.1231dupC p.Leudl11fs
G N
2:25246667:A:A | B4 L 7 L—25hy7 | 1209 1231dupC | p.Leud11fs
GGGCCCATTC S AAGCCCATGAT
AATCATGGGC TGAATGGGCCC
TTG
2:25246667:AG: | iZ¥47e L 7L —Ah7 | c.1231delC p.Leudl1l1fs
A k
2:25246670:GC: | @472 L 7 L—LbT 7 | c.1228delG p.Ala410fs
G ~
2:25246672:C: T A N7 | cl227G>A p.Trp409*
AV
2:25246672:CCA | rs778152015 T L—Ah 7 | €.1223 1226delAA | p.Glud08fs
TT:C ~ TG
2:25246673:C:CA | #2472 L ZL—Abv7 | ¢.1225dupT p.Trp409fs
k
2:25246673:C:T | iZ¥4472 L A~y 5| e1226G>A p.Trp409*
A W
2:25246674:AT:A | 322472 L 7 L —253T7 | c.1224delA p.Glud08fs
k
2:25246676:T:-TC | i%z472 L 7 L—Ah7 | c.1222dupG p.Glu408fs
k
2:25246677:C:A | X472 L AR~y 7 7| el222G>T p.Glu408*
A
2:25246677:C:CA | X472 L 7 L—25y7 | c1221dupT p.Glud08fs
k
2:25246679:A:AT | 522472 L 7 L—A5T7 | 1219 1220insGG | p.1le407fs
GGGCCC S GCCCA
2:25246681:C:CA | 32472 L 7 L—A537 | 1217 _1218insTT | p.Met406fs
A h~
2:25246681:CAT | iz472 L 7 L—Ah7 | €1207 _1217delAA | p.Asnd03fs
GGGCTTGTT:C ~ CAAGCCCAT
2:25246683:TG:T | %472 L 7 L —Ah 7 | ¢.1215delC p.Met406fs
~
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2:25246686:GC: S L 7L —AhT 7 | ¢.1212delG p.Lys404fs

G k

2:25246687:C:CT | 3472 L 7 L—25T7 | c.1211dupA p.Pro405fs
~

2:25246689:T:A AL A~y | c1210A>T p.Lys404*

A

2:25246689:T:- TG 7 L—25T7 | ¢.1209dupC p.Lys404fs
-

2:25246689:TG:T | rs771398281 7 L—A537 | ¢.1209delC p.Asn403fs
~

2:25246690:GT:G | 3472 L 7 L—Ahv7 | c.1208delA p.Asn403fs
=~

2:25246691:T:TT | ixX472 L 7 L—Ab7 | 1167 _1207dupC | p.Asnd03fs

CTGCACCTCCA K AGCGATGAGAG

CGGCCTTGGC TGACACTGCCA

AGTGTCACTCT AGGCCGTGGAG

CATCGCTG GTGCAGA

2:25246691:TTC | 25472 L 7L —Ah7 | c.1188 1207delCA | p.Lys397fs

TGCACCTCCAC }\ AGGCCGTGGAG

GGCCTTG:T GTGCAGA

2:25246692:TC:T | 3472 L 7 L—ULT 7 | ¢.1206delG p.Asn403fs
~

2:25246693:CT:C | 32472 L 7 L —5h 7 | ¢.1205delA p.GIn402fs
K

2:25246694:TGC | 35472 L 7 L—2A5 7 | 1188 1204delCA | p.Lys397fs

ACCTCCACGG =~ AGGCCGTGGAG

CCTTG:T GTGC

2:25246695:G:A | 15796065342 A RNy H | e1204C>T p.GIn402*

A

2:25246696:C:CA | 32472 L T L—2A57 | 1199 1202dupA | p.GInd02fs

CCT S GGT

2:25246699:CT:C | #4472 L 7 L—5ht7 | c.1199delA p.Glu400fs
~

2:25246699:CTC | %472 L T L—25v7 | 1189 1199delAA | p.Lys397fs

CACGGCCTT:C K GGCCGTGGA
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2:25246700:T:-TC | 2% 472 L 7 L—2A5T 7 | c.1198dupG p.Glu400fs
~

2:25246700:TC:T | 32472 L 7 L—5h 7 | ¢.1198delG p.Glud00fs
K

2:25246700:TCC: | %472 L 7 L—Ahv7 | ¢.1197_1198delGG | p.Glud00fs

T I

2:25246701:C:A | 1s751109858 ANy 7| el198G>T p.Glud00*
A

2:25246701:C:.CC | 3472 L 7 L—AhT7 | 1196 _1197dupT | p.Glud00fs

A k G

2:25246701:CCA | #4772 L 7 L—A7 | ¢.1190 _1197delAG | p.Lys397fs

CGGCCT:C =~ GCCGTG

2:25246703:AC: BAY/AP 7 L —Ahv 7 | ¢.1195delG p.Val399fs

A I

2:25246703:ACG | ixX472 L 7 L—257 | 1188 1195delCA | p.Lys397fs

GCCTTG:A =~ AGGCCG

2:25246704:C:CG | 3472 L 7 L—AT7 | ¢.1194 1195insCC | p.Val399fs

TGG N AC

2:25246704:CG:C | %472 L 7 L—5h 7 | ¢.1194delC p.Val399fs
K

2:25246705:GGC | Y42 L 7 L—Ah7 | c.1171_1193delGA | p.Asp391fs

CTTGGCAGTGT N TGAGAGTGACA

CACTCTCATC: CTGCCAAGGC

G

2:25246706:GC: S L 7 L—A5h7 | ¢.1192delG p.Ala398fs

G I

2:25246706:GCC | %472 L T L—25b7 | 1189 1192delAA | p.Lys397fs

TT:G N GG

2:25246710:T:A 2L AR | c.l189A>T p.Lys397*
AV

2:25246710:TG:T | 32472 L 7L —253 7 | ¢.1188delC p.Lys397fs
N

2:25246710:TGG | 322472 L T L—A57 | ¢.1185 1188delTG | p.Ala396fs

CA:T ~ CC

2:25246712:GC: AN /AP 7 L—5h7 | c.1186delG p.Ala396fs

G I
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2:25246713:C:CA | rs1462007191 | 7 L— A3 7 | ¢.1185dupT p.Ala396fs
~

2:25246714:A:A | B4 L 7L —A37 | c.1183 1184dupA | p.Ala396fs

GT N C

2:25246714.AG: | B4 L 7 L—Ah7 | c.1184delC p.Thr395fs

A ~

2:25246714:AGT: | 3%472 L 7L —2.3 7 | ¢.1183 1184delAC | p.Thr395fs

A k

2:25246715:G:GT | ;2472 L 7 L—A5 7 | c.1183dupA p.Thr395fs
~

2:25246717.G:GT | %472 L 7 L—A3 7 | c.1181dupA p.Asp394fs
=~

2:25246718:T:TC | X472 L 7 L—A53i7 | ¢.1180 1181insGA | p.Asp394fs

ACTCTCATCGC K GCGATGAGAGT

TC G

2:25246718:T:TC | %472 L 7 L—2537 | 1161 _1180dupC | p.Asp394fs

ACTCTCATCGC S CACGACAGCGA

TGTCGTGG TGAGAGTG

2:25246718.T-TC | %472 L 71— 7 | 1180 1181insGC | p.Asp394fs

ACTCTCATCGC ~ AGTCCCGGTGT

TGTCGTGGCA GCCACGACAGC

CACCGGGACT GATGAGAGTG

GC

2:25246718:TCA: | X472 L 7 L—25y7 | 1179 1180delTG | p.Ser393fs

T ~

2:25246719:C:CA | %472 L 7 —L57 | ¢.1179dupT p.Asp394fs
k

2:25246719:CA:C | 151224468033 | 7 L — A7 | ¢.1179delT p.Ser393fs
K

2:25246720:ACT: | 32472 L 7 L—2h 7 | ¢.1177_1178delAG | p.Ser393fs

A R

2:25246721:C:CG | %472 L 7 L—253T7 | 1177 _1178insTC | p.Ser393fs

A h

2:25246721:C:.CT | 3472 L 7 L —25v 7 | c1177dupA p.Ser393fs
k

2:25246721:CT:C | 3472 L 7 L—Ah3 7 | c1177delA p.Ser393fs
S
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2:25246722:TCT | #4472 L 7 L—A37 | 1170 1176delCG | p.Ser390fs

CATCG:T N ATGAG

2:25246723:C:CT | 3472 L 7 L—2n5Lv 7 | ¢.1175dupA p.Ser393fs
K

2:25246724T:TC | %472 L 7 L—AT7 | el174 1175insCG | p.Glu392fs

ATCGCG S CGATG

2:25246725:C:A | 151472367159 | A b7 4 | ¢ 1174G>T p.Glu392*
A

2:25246726:AT:A | 3%4 72 L 7L —Ah 7 | c.1172delA p.Asp391fs
~

2:25246730:C:CT | #4772 L 7 L—Ay7 | ¢1167_1168dupC | p.Ser390fs

G K A

2:25246730:C:G BAY/AP T AEUA c.1169G>C p-Ser390Thr

2:25246731:TG:T | %472 L T L —5v7 | ¢.1167delC p.Asp389fs
S

2:25246732:G:GT | ;x4 72 L 7 L —25v 7 | c.1166dupA p.Asp389fs
~

2:25246733:TCG | %472 L 7L —Ah7 | ¢.1150 _1165delTT | p.Phe384fs

TGGCACACCG N CCCGGTGTGCC

GGAA:T ACG

2:25246735:G:GT | x4 72 L 7 L—253 7 | ¢.1163dupA p.His388fs
S

2:25246736:TG:T | %472 L 7 L—A5T7 | c.1162delC p.His388fs
K

2:25246738:G:T rs1364266797 | A k7 4 | c1161C>A p.Cys387*
A

2:25246740:AC: | X472 L T L—AhI7 | c.1158delG p.Cys387fs

A k

2:25246740:ACA | %472 L 7 L—Ah7 | c.1145 1158delAG | p.Lys382fs

CCGGGAACAG N CTGTTCCCGGTG

CT:A

2:25246742:A:A | BN L 7 L—AhT 7 | c.1156dupG p.Val386fs

C k

225246742 AA | B L 7 1L—Ah 7 | 1149 1156dupG | p.Val386fs

CCGGGAAC =~ TTCCCGG
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2:25246742:AC: | B2 L 7 1L—AY7 | c1156delG p.Val386fs

A b

2:25246744:C:CG | %472 L 7 L—25T7 | ¢.1154dupC p.Val386fs
K

2:25246744:.C:CG | %472 L 7 L—Ah7 | c.1148 1154dupT | p.Cys387fs

GGAACA S GTTCCC

2:25246744:CG:C | 15779418049 7 L—AL3I 7 | c.1154delC p.Pro385fs
K

2:25246744:CGG | X472 L 7 L—A537 | 1153 1154delCC | p.Pro385fs

:C N

2:25246744.CGG | %472 L 7 L—A3 7 | c1151_1154delTC | p.Phe384fs

GA:C =~ cC

2:25246744:.CGG | X472 L A 7 Lb—2 | 1128 1154delCA | p.Ser377 Pro385

GAACAGCTTC A T GCAGCCGCGCG | del

CCCGCGCGGC B GGGAAGCTGTT

TGCTG:C CCC

2:25246745:GGG | X472 L 7L —A=37 | ¢.1138 1153delGC | p.Ala380fs

AACAGCTTCC k GGGGAAGCTGT

CCGC:G TCC

2:25246747:G:G 7 L—A53T7 | c.1151dupT p.Val386fs

A K

2:25246747:G:GT | 1s1196506372 | 7 L— A3 7 | c.1151_1152insA p.Phe384fs
N

2:25246747:GA: | %472 L 7L —5v7 | c1151delT p.Phe384fs

G k

2:25246747:-GAA | 3247 L A7 L—2A | c1125 1151delGG | p.Ala376_Phe384

CAGCTTCCCCG A T CCAGCAGCCGC | del

CGCGGCTGCT B GCGGGGAAGCT

GGCC:G GTT

2:25246750:C:CA | %472 L 7L —Ah 7 | ¢.1148 1149insTT | p.Phe384fs

A ~

2:25246750:CA:C | %472 L 7 L—Ah3T 7 | c.1148delT p.Leu38&3fs
=

2:25246751:A:A | 472 L 7L —Ah7 | ¢.1147 1148insCT | p.Leu383fs

AG ~

2:25246751:AGC | %472 L 7L —A53I 7 | c.1143 1147delGA | p.Lys382fs

TTC:A S AGC
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2:25246751:AGC | %472 L 7 L—Ahv7 | c.1140 _1147delGG | p.Gly381fs
TTCCCC:A k GGAAGC
2:25246753:CT:C | iZ¥4 72 L 7 L —Ahi 7 | c.1145delA p.Lys382fs

~
2:25246755:T:A LML A hw 7 5| el144A>T p.Lys382*

A

2:25246755:TC:T | rs745939351 7 L—Ah7 | c.1143delG p.Lys382fs

I
2:25246758:CCG: | iZ472 L 7 L—Ah7 | ¢.1139 1140delCG | p.Ala380fs
C 3
2:25246758:CCG | %47 L 7 L—Ah7 | 1127 1140delCC | p.Ala376fs
CGCGGCTGCT ~ AGCAGCCGCGC
GG:C G
2:25246759:CG:C | %472 L 7 L—Ah 7 | c.1139delC p.Ala380fs

k
2:25246760:G:T | i2%4 72 L S ABEUA c.1139C>A p.Ala380Glu
2:25246761:C:CA | %472 L 7 L—Ab7 | 1137 1138insT p.Ala380fs

]\
2:25246761:C:G | &4 72 L I 2BV R ¢.1138G>C p.Ala380Pro
2:25246761:CGC | %472 L ATTAA | ell23- p.Val375 Ala380
GGCTGCTGGC 7 77 & — | 2_1137de]lAGGTG | del
CACCT:C GCCAGCAGCCG

C

2:25246762:G:G | i2¥4 7 L 7 L—Ah7 | c.1136dupG p.Ala380fs
C b
2:25246762:GCG | %472 L 7L —Ah7 | 1129 1136delAG | p.Ser377fs
GCTGCT:G ~ CAGCCG
2:25246763:C:A | %47 L AR c.1136G>T p-Arg379Leu
2:25246763:C:CG | 2472 L 7 L—25h7 | c.1135dupC p.Arg379fs

]\
2:25246763:C:G | i34 7r L SABEUA c.1136G>C p.Arg379Pro
2:25246763:C:T | 151036696061 | = A& A c.1136G>A p.Arg379His
2:25246763:CG:C | %472 L 7L —5hv7 | c.1135delC p.-Arg379fs

~
2:25246764:G:A | 1s754459010 T AREURA c.1135C>T p.Arg379Cys
2:25246764:G:C | i34 7r L 2 RAE A c.1135C>G p.Arg379Gly
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2:25246764:G:T | B%472 L T XA c.1135C>A p.Arg379Ser
2:25246765:G:'T | %472 L T AR c.1134C>A p.Ser378Arg
2:25246765:GCT | 3472 L 7 L—A537 | ¢.1123 1133delGT | p.Val375fs
GCTGGCCAC:G K GGCCAGCAG
2:25246766:CT:C | i%472 L 7 L—Ah7 | c.1132delA p.Ser378fs

~
2:25246766:CTG | §%X472 L 7L —Ahv7 | €1129 1132delAG | p.Ser377fs
CT:C N CA
2:25246767.TG:T | %2472 L 7 L—537 | c1131delC p.Ser377fs

=~
2:25246768:GC: | %472 L 7 L—A 7 | ¢.1130delG p.Ser377fs
G b
2:25246770:TG:T | 32472 L 7 L—25v7 | ¢.1128delC p.Ser3771s

k
2:25246770:TGG | 3472 L ATTA4 A | cl123- p.Val375 Ser377
CCACCTGGA:T 77t 74— | 5_1128delTCCAG | del

GTGGCC
2:25246772:G:A | iYL TAEUA c.1127C>T p.Ala376Val
2:25246772:G:T | X472 L S AEBEUA c.1127C>A p.Ala376Asp
2:25246772:GC: | rs1383888539 | 7 L— A7 | c.1126delG p.Ala376fs
G ~
2:25246773:C:G | #4472 L IREUR c.1126G>C p.Ala376Pro
2:25246773:C:T | rs1446942650 | = At A c.1126G>A p.Ala376Thr
2:25246773:CCA: | %472 L 71 —Ah7 | 1124 1125delTG | p.Val375fs
C h
2:25246773:CCA | %472 L AT TAA | el123- p.Val375 Ala376
CCTGGAGG:C 7 7174 — | 7_1125delCCTCC | del
AGGTG

2:25246773:CCA | %472 L AT TAA | cl123- p.Val375 Ala376
CCTGGAGGGT 777 % — | 11 _1125delTCAC | del
GA:C CCTCCAGGTG
2:25246775:A:C | #4472 L IRERA c.1124T>G p.Val375Gly
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2:25246775:AC: | @M L 7 1L—AY7 | c1123delG p.Val375fs

A k

2:25246776:CCT | %477 L AF 54 A | e1123-13_1123-

GGAGGGTGAC 7 54— | 1deITGTCACCCT

A:C CCAG

2:25246777:C:A | 1781118037 | 2754 Z_ | ¢.1123-1G>T
TS —

2:25246777:C:G | #4472 L AT TAA | cl123-1G>C
TS —

2:25246777:.C:T rs781118037 ATFA A | cl123-1G>A
TS —

2:25246777:.CT:C | 3%472 L AT T A A | c.1123-2delA
TS H—

2:25246777:CTG | 3% 77 L A5 A A | el1123-11_1123-

GAGGGTGA:C 7 4 7 % — | 2delTCACCCTCC

A

2:25246777:CTG | %472 L AFFA A | c1123-13_1123-

GAGGGTGACA: 7 7 % — | 2delTGTCACCCT

C CCA

2:25246778:T:A | 3477 L AT FA A | c11232A>T
T TE—

2:25246778:T:C | 1752605931 | 2754 Z_ | ¢.1123-2A>G
TS —

2:25246778:T:G AT TAA | el123-2A>C
TS H—

2:25247048:CA:C | %472 L AFS 54 A | c.1122+2delT
R —

2:25247049:A:C | %472 L ATFA4 % | c112242T>G
R —
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2:25247049:A:G | 2472 L AT TAA | cl12242T>C
o —
2:25247049:A:T | %472 L AT TA A | cl12242T>A
R —
2:25247049:AC: ML AT T A A | c1122+1delG
A KF—
2:25247050:C:G | %472 L AT TAA | el122+41G>C
RKF—
2:25247050:C:T 1s747220514 AT T4 A | cl122+1G>A
=
2:25247051:CT:C | x4 72 L 7 L—AT 7 | c.1121delA p.GIn374fs
~
2:25247052:T:A BAY/AP T AEUA c.1121A>T p.GIn374Leu
2:25247052:TG:T | 3472 L 7 L—5hv 7 | ¢.1120delC p.GIn374fs
ks
2:25247053:G:A | rs369109129 A ~w7 4| e1120C>T p.GIn374*
A
2:25247054:C:.CT | 2472 L 7L —25T7 | c.1118 1119insA p.GIn374fs
~
2:25247055:A:C | 2472 L I AEA c.1118T>G p.Leu373Arg
2:25247055:A:G | iYL IABEURA c.1118T>C p.Leu373Pro
2:25247055:A:T | rs748329208 SAEFUA c.1118T>A p.Leu373GIn
2:25247055:AG: | 3472 L 7 L—2537 | ¢.1117delC p.Leu373fs
A b
2:25247055:AGG | 32472 L 7 L—A57 | ¢.1105 1117delAT | p.Ile369fs
ACCTCGTAGA ~ CTACGAGGTCC
T:A
2:25247056:G:C | %472 L S AR c.1117C>G p.Leu373Val
2:25247057:G:G | 42 L 7L —Ah37 | c.1115dupT p.Leu373fs
A I
2:25247058:A:T | rs773722655 SAEUA c.1115T>A p.Val372Asp
2:25247058:AC: BARAAD 7 L—Ahv7 | c.1114delG p.Val372fs
A ks
2:25247058:ACC | %472 L A 7 Lb—25 | c.1112_1114delAG | p.Glu371del
T:A AT G
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2:25247059:C:G | 472 L S AEBEUA c.1114G>C p.Val372Leu
2:25247059:C:T | rs371677904 I AR c.1114G>A p.Val372lle
2:25247060:CT:C | 3472 L 7L —Ah37 | cl112delA p.Glu371fs
~
2:25247061:TC:T | #2472 L 7L —AL37 | clllldelG p.Glu371fs
k
2:25247061:TCG | gZ472 L 7 L—Ah 7 | c.1108_1111delTA | p.Tyr370fs
TA:T k CG
2:25247062:C:A | 151290621612 | 2 ~v 7 4 | c.1111G>T p.Glu371*
P
2:25247062:C:T | rs1290621612 | I 2z & c.l111G>A p.Glu371Lys
2:25247063:G:C | #3472 L 2 ~y A | c.1110C>G p.Tyr370*
P
2:25247063:G:T | #4722 L A ~w 7 4| c1110C>A p.Tyr370%*
A v
2:25247064:T:G | &4 72 L I AL A ¢.1109A>C p.Tyr370Ser
2:25247064:T:TA | %72 L 7L —Av7 | c.1108dupT p.Tyr370fs
k
2:25247065:AG: | &M L 7L —57 | ¢.1107delC p.Tyr370fs
A k
2:25247065:AGA | 3472 L 7 L—Ah 7 | ¢.1103 _1107delCC | p.Ala368fs
TGG:A ~ ATC
2:25247066:G:G | &4 L A 7 L—2A | 1092 _1106dupG | p.Met364 Ala368
ATGGCTTTGCG AT TACCGCAAAGC | dup
GTAC CAT
2:25247066:GAT | #2472 L A 7 b—2A | ¢.1092_1106delGT | p.Met364 Ala368
GGCTTTGCGGT L5 ACCGCAAAGCC | del
AC:G B AT
2:25247067:A:C AL I AEBEUA c.1106T>G p-1le369Ser
2:25247067:A:T | 18773941479 S AEA c.1106T>A p.lle369Asn
2:25247068:T:A | #4702 L I AR c.1105A>T p.Ile369Phe
2:25247068:TG:T | #3472 L 7L —537 | ¢.1104delC p.11e369fs
S
2:25247070:G:A | 15759087082 I AR ¢.1103C>T p.Ala368Val
2:25247070:G:G | &4 L 7 L—2hv7 | ¢.1102dupG p.-Ala368fs
C K
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2:25247070:G:T | 3472 L I AR c.1103C>A p.Ala368Asp
2:25247071:C:G | X472 L SAEBEUA c.1102G>C p.Ala368Pro
2:25247071:C:T | rs1347653303 | = A& A c.1102G>A p.Ala368Thr
2:25247071:CT:C | 32472 L 7 L—257 | c.1101delA p.Ala368fs

N
2:25247072:T:TT | Z472 L A 7 L—2 | ¢.1080_1100dupC | p.Asn360_Arg36
TGCGGTACAT ATV AAGCAGCCCAT | 6dup
GGGCTGCTTG GTACCGCAA
2:25247072:TTT | 472 L 7L —Ah7 | ¢.1088 1100delCC | p.Pro363fs
GCGGTACATG ~ ATGTACCGCAA
G:T
2:25247074:TG:T | #2472 L 7 L—Ah7 | ¢.1098delC p.Ala368fs

~
2:25247076:C:A | rs767236033 T AR ¢.1097G>T p.Arg366Leu
2:25247076:C:CG | #%4 72 L 7 L—Ah7 | ¢.1093 1096dupT | p.Arg366fs
GTA k ACC
2:25247076:C:G | X472 L AR ¢.1097G>C p.Arg366Pro
2:25247076:C:T 1s767236033 I ABEUA c.1097G>A p.Arg366His
2:25247076:CG:C | %472 L 7 L—5h37 | ¢.1096delC p.Arg366fs

~
2:25247076:CGG | i%X472 L 7 L—A3 7 | ¢.1093 1096delTA | p.Tyr365fs
TA:C ~ CcC
2:25247077:G:A | B L TAEUA c.1096C>T p.Arg366Cys
2:25247077.G:C | %472 L I AELURA ¢.1096C>G p.Arg366Gly
2:25247077.G:T UL T AEUA c.1096C>A p.Arg366Ser
2:25247078:G:C | &4 L AR 7| e1095C>G p.Tyr365*

A
2:25247078:G:T | #4472 L A RN | el095C>A p. Tyr365*

A
2:25247079:T:C | rs144062658 IAEURA c.1094A>G p.Tyr365Cys
2:25247079:T:G S L AR ¢.1094A>C p.Tyr365Ser
2:25247079:T:-TA | i%X472 L 7 L—AhT7 | 1092 1093dupG | p.Tyr365fs
C K T
2:25247079:TA:T | 35472 L 7 L—A537 | ¢.1093delT p.Tyr365fs

~
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2:25247080:A:G | rs1315257786 | = A& A c.1093T>C p.Tyr365His

2:25247080:AC: | Y470 L 7 L—2hT7 | c.1092delG p-Met364fs

A b

2:25247080:ACA | #2472 L 7L —Ah7 | ¢.1088 1092delCC | p.Pro363fs

TGG:A ~ ATG

2:25247083:TG:T | 3ZX472 L 7 L—2ALT 7 | ¢.1089delC p-Met364fs
=~

2:25247085:G:G | 4 7e L 7L —A7 | ¢.1086 _1087dupG | p.Pro363fs

GC N C

2:25247088:T:G ML T AR ¢.1085A>C p.GIn362Pro

2:25247088:TG:T | rs749080312 7 L—2Ahv 7 | c.1084delC p.GIn362fs
k

2:25247089:G:A | 151490273086 | A kw7 4 | ¢.1084C>T p.GIn362*
A

2:25247089:G:G | Y47 L 7 L—25h37 | ¢.1083dupG p.GIn362fs

C h

2:25247089:GC: BACEAAD 7 L—Ah7 | ¢.1083delG p.Lys361fs

G ~

2:25247090:CT:C | 3472 L 7L —Ahv 7 | c.1082delA p.Lys361fs
S

2:25247090:CTT | %472 L A7 Lb—2A | c.1080 1082delCA | p.Asn360del

G:C AT A

2:25247090:CTT | 3472 L 7L —A53T7 | ¢.1076_1082delAC | p.Tyr359fs

GTTGT:C K AACAA

2:25247092:T:A | Y472 L ANy 4| c.1081A>T p.Lys361*
AV

2:25247092:T:C | #4472 L TRABEURA c.1081A>G p.Lys361Glu

2:25247093:G:GT | 3472 L 7 L—25v 7 | ¢.1079dupA p.Asn360fs
~

2:25247093:G:GT | #4472 L 7 L —23y7 | 1078 1079dupA | p.Asn360fs

T K A

2:25247094:T:TT | %472 L 7 L—A537 | 1075 1078dupT | p.Asn360fs

GTA =~ ACA

2:25247095:TG:T | #4472 L 7 L—25Lv 7 | c.1077delC p.Tyr359fs
S
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2:25247096:G:C S L ARy | el077C>G p.Tyr359%*
AV
2:25247096:G:GT | 35472 L 7 L—2n5v 7 | ¢.1076dupA p. Tyr359fs
~
2:25247096:G:T | X472 L A Ny | c10TIC>A p.Tyr359%*
A
2:25247098:A:T | @472 L IREUA c.1075T>A p.Tyr359Asn
2:25247098:AC: AR 7 L—Ab37 | ¢.1074delG p. Tyr359fs
A k
2:25247099:CG:C | 2472 L 7 L—Ah 7 | c.1073delC p.Thr358fs
~
2:25247100:G:A | 1s1191462913 | = A& A c.1073C>T p.-Thr358Met
2:25247100:G:T | 3472 L T AR c.1073C>A p.Thr358Lys
2:25247100:GT:G | 35472 L 7 L—25 7 | c.1072delA p.Thr358fs
k
2:25247103:GC: | gz L 7 L—Ah37 | €.1069delG p.Ala357fs
G k
2:25247104:C:.T YL AR c.1069G>A p.Ala357Thr
2:25247105:CT:C | 3472 L 7L —57 | ¢.1067delA p.GIn356fs
S
2:25247106:TG:T | ixX472 L 7 L—AhT7 | c.1066delC p.GIn356fs
N
2:25247106:TGG | #2472 L A 7 b—2 | ¢.1055 _1066delGT | p.Ser352 GIn356
TGGAACGCAC: A VT GCGTTCCACC delinsLys
T _
2:25247107:G:A | 15764062059 ANy 7 | c1066C>T p.GIn356*
A
2:25247107:GGT | 472 L 7L —A57 | €.1056_1065delTG | p.Ala353fs
GGAACGCA:G K CGTTCCAC
2:25247109:T:TG | %472 L 71 —Ay 7 | .1063dupC p.His355fs
=~
225247109 T:TG | §xX472 L 7L —2Ahy 7 | ¢.1062_1063dupC | p.His355fs
G N C
2:25247109:TG:T | rs1274074419 | 7 L— A3 7 | ¢.1063delC p.His355fs
K
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2:25247109:TGG | @472 L 7 L—2537 | 1051 1063delTG | p.Cys351fs

AACGCACTGC ~ CAGTGCGTTCC

A:T

2:25247111:G:G | 472 L 7 L—Ah37 | 1061 _1062insTT | p.His355fs

AACGCACTAA ~ AGTGCGTT

2:25247111:GA: | %472 L 7 L—Ah7 | c.1061delT p.Phe354fs

G ~

2:25247111:GAA | %472 L A 7 L—2 | 1050 _1061delTT | p.Cys351 Phe354

CGCACTGCAA: ST GCAGTGCGTT del

G _

2:25247112:A:C | 472 L IAEUA c.1061T>G p.Phe354Cys

2:25247112:A:G | %472 L NS c.1061T>C p.Phe354Ser

2:25247112:AAC | 32472 L 7 1L—A 7 | ¢.1057_1060delGC | p.Ala353fs

GC:A K GT

225247113 AA | B8 L 7 L—A1 7 | ¢.1058 1059dupC | p.Phe354fs

CG k G

2:25247113:A:C | 181161125109 | = 2& & c.1060T>G p.Phe354Val

2:25247113:AC: | #4472 L 7 L—Ah 7 | ¢.1059delG p.Phe354fs

A k

2:25247114:CG:C | 3472 L 7L —Ahv 7 | ¢.1058delC p.Ala353fs
=~

2:25247115:G:A | 181326972729 | = XE A c.1058C>T p.Ala353Val

2:25247115:G:G | 472 L 7 L —253 7 | 1056 _1057dupT | p.Ala353fs

CA =~ G

2:25247115:GC: | &4 L 7 L—Ah3 7 | ¢.1057delG p.Ala353fs

G ~

2:25247116:CA:C | 3472 L 7 L —2Ab 7 | ¢.1056delT p.Ser352fs
I\

2:2524711T:AC: | 35472 L 7 L—Ah37 | ¢.1055delG p.Ser352fs

A b

22524711 TACT: | 3472 L 7L —Av7 | ¢.1054_1055delAG | p.Ser352fs

A ~

2:25247118:C:T | rs139053291 IRBEUA c.1055G>A p.Ser352Asn
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2:25247118:CT:C | %472 L 7 L —A3 7 | c.1054delA p.Ser352fs
~

2:25247119:T:C | 3472 L NS c.1054A>G p.Ser352Gly

2:25247T19:TTG | 32472 L 7 L—Ah 7 | 1031 1053dupT | p.Ser352fs

CAAAACGAGC ~ GATGCCGCTGA

TCAGCGGCAT GCTCGTTTTGC

CA

2:25247119:TG:T | rs761025051 7 L—A53T 7 | ¢.1053delC p.Cys351fs
~

2:25247120:G:T | 32347 L A~y | c1053C>A p.Cys351*
AV

2:25247120:GC: | %472 L 7L — A7 | ¢.1052delG p.Cys351fs

G k

2:25247121:C:CA | #8472 L 7L —2A53v 7 | c.1051dupT p.Cys351fs
~

2:25247121:CA:C 7 L—2A57 | c.1051delT p.Cys351fs
N

2:25247121:CAA | 472 L 7 L —253y 7 | 1050 _1051delTT | p.Phe350fs

:C K

2:25247122:AAA | %472 L 7 L —253 7 | ¢.1047_1050delGT | p.Phe350fs

AC:A N TT

2:25247124:A:G | 4 L NS ¢.1049T>C p.Phe350Ser

2:25247125:AC: | &L 7L —253 7 | c.1047delG p.Cys351fs

A N

2:25247127:G:A | M L I AEBUR c.1046C>T p.Ser349Leu

2:25247127.:G:G | AL 7 L—2A53y 7 | c.1045dupT p.Ser349fs

A N

2:25247127:G:T | rs1297885007 | A k7 % | c.1046C>A p.Ser349*
AV

2:25247129:GC: | %472 L 7 L —253 7 | ¢.1043delG p.Ser348fs

G k

2:25247130:C:T | %472 L AR c.1043G>A p.Ser348Asn

2:25247130:CTC | #%472 L A 7 L—2 | ¢.1040 _1042delTG | p.Leu347 Ser348

A:C AT A delinsArg
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2:25247130:CTC | %472 L A 7 L—25 | 1034 _1042delTG | p.Met345 Leu34
AGCGGCA:C AT CCGCTGA 7del
2:25247131:T:A | 5%47e L I 2RtBEUR c.1042A>T p.Ser348Cys
2:25247131:T:TC | %472 L 7 L—257 | ¢.1038 1041dupG | p.Ser348fs
AGC S CTG
2:25247132:C:CA | %472 L 7 L—ALv 7 | ¢.1040dupT p-Ser348fs
K
2:25247133:A:C | 472 L 2B ¢.1040T>G p.Leu347Arg
2:25247133:A:G | 151474463141 | S Ak X c.1040T>C p.Leu347Pro
2:25247133:A:T S L I AR c.1040T>A p.Leu347GlIn
2:25247133:AG: | &4 L 7 L —2A53 7 | ¢.1039delC p.Leu347fs
A k
2:25247133:AGC | %472 L A > 7 L—2A | ¢.1037_1039delCG | p.Pro346del
G:A AT C
2:25247135:CG:C | %472 L 7 L—A5hv 7 | ¢.1037delC p.Pro346fs
~
2:25247136:G:A | 151308281604 | = A& A c.1037C>T p.Pro346Leu
2:25247136:G:G | %4 7p L 7 L—A537 | 1032 1036dupG | p.Pro346fs
GCATC N ATGC
2:25247137:G:G | x4 7e L 7 L—Ah37 | ¢.1035dupG p.Pro346fs
C k
2:25247137:G:T BV T AEUA c.1036C>A p.Pro346Thr
2:25247138:CA:C | %472 L 7 L —Ah3 7 | ¢.1034delT p.Met345fs
K
2:25247139:A:A | 47 L 7 L—A5T 7 | ¢.1033 1034insG p.Met345fs
C ks
2:25247139:AT:A | %472 L 7 L—253 7 | ¢.1033delA p.Met345fs
S
2:25247139:ATC | %472 L 7 L —Ah7 | 1021 1033delGT | p.Val341fs
AGCTTCTCAAC I TGAGAAGCTGA
A
2:25247141:C:CA | #4772 L 7L —A537 | 1031 _1032insAT | p.Met345fs
T R
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2:25247141:CA:C | 35472 L 7 L—A37 | ¢.1031delT p.Leu344fs
K
2:25247141:CAG | %472 L 7 L—A57 | 1016 _1031delTG | p.Val339fs
CTTCTCAACAC N TGTGTTGAGAA
ACA:C GCT
2:25247142:A:C | rs749817324 IRAEUA c.1031T>G p.Leu344Arg
2:25247142:A:G | 1s749817324 S AR c.1031T>C p.Leu344Pro
2:25247142:A:T | rs749817324 TAEURA c.1031T>A p.Leu344GIn
2:25247142:AG: | &% L 7 L—AT 7 | ¢.1030delC p.Leu344fs
A ~
2:25247143:.G:'T | 472 L IAEUA c.1030C>A p.Leu344Met
2:25247144:CT:C | 3472 L 7L —2537 | ¢.1028delA p.Lys343fs
=~
2:25247145:T:C | &ZX472 L I AR c.1028A>G p.Lys343Arg
2:25247146:T:A | 3472 L A by | e 1027A>T p.Lys343*
AV
2:25247146:T:TG | %470 L 7L —2AhY 7 | ¢.1026 1027insCT | p.Lys343fs
TCCCCCCAGGT =~ TCTCAACACAC
GTGTGTTGAG ACCTGGGGGGA
AAG C
2:25247147:CT:C | &% 72 L 7 L—AhT7 | c.1025delA p.Glu342fs
N
2:25247148:TC:T | %472 L 7 L—A5T 7 | c.1024delG p.Glu342fs
K
2:25247149:C:A | &Z¥472 L A Ny 7 5| e1024G>T p.Glu342*
A
2:25247149:CAA | X472 L 7 L —Ah7 | €.1020 1023delTG | p.Cys340fs
CA:C N TT
2:25247150:A:A | 1s768966400 7 L —Ab3 7 | ¢1021_1022dupG | p.Glu342fs
AC ~ T
2:25247150:AAC | 151201885886 | 7 L— A 7 | ¢.1021_1022delGT | p.Val341fs
A =~
2:25247150:AAC | %472 L 7 L—AbT 7 | 1019 _1022delGT | p.Cys340fs
AC:A N GT
2:25247151:A:A | &4 72 L 7 L—2537 | 1015 1021dupG | p.Val341fs
CACACAC S TGTGTG
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2:25247151:AC: S L 7L —Ahv7 | ¢.1021delG p.Val341fs
A k
2:25247151:ACA | %472 L 7T L—Ai 7 | c.1015- p.Val339fs
CACACCT:A N 2 1021delAGGTG
TGTG
2:25247152:CAC | %472 L ATT7A4 A | cl015- p.Val339 Val341
ACACCTGGGG 777 % — | 7_1020delCCCCC | del
G:C AGGTGTGT
2:25247153:A:T S L ANy 7| cl1020T>A p.Cys340*
A
2:25247153:AC: BN AP 7 L—2A57 | c.1019delG p.Cys340fs
A k
2:25247153:ACA | %472 L 7L —A537 | 1015 _1019delGT | p.Val339fs
CACA = GTG
2:25247156:C:CA | f%4 72 L 71— 7 | c1016dupT p.Cys340fs
K
2:25247156:C:CA | %472 L 7 L—5L7 | c1015- p.Cys340fs
CCT S 2 1016dupAGGT
2:25247156:CA:C | 3472 L 7L —25v 7 | ¢.1016delT p.Val339fs
~
2:25247156:CAC | 3472 1L 7 L—25v7 | ¢1015- p.Val341fs
CTG:C k 3 1016delCAGGT
2:25247156:CAC | iz472 L 7 L—25Lv 7 | ¢1015- p.Val341fs
CTGGGGGG:C k 8 1016delCCCCC
CAGGT
2:25247157:A:A | 1s773201456 7 L—25v 7 | ¢.1015dupG p.Val339fs
C b
2:25247157:A:C | 1s1221845015 | = 2 & A c.1016T>G p.Val339Gly
2:25247157:AC: | rs34203089 7 L—2Ahv 7 | c.1015delG p.Val339fs
A h
2:25247159:C:A | 151458692279 | 27 F A4 A | ¢.1015-1G>T
TR TS H—
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2:25247159:C:G | 3472 1L AT T A A | cl015-1G>C
TR TH—

2:25247159:C:T | 3472 L AT TA4 A | cl1015-1G>A
TS —

2:25247159:CT:C | 1s762753119 AT T A4 A | c1015-2delA
TS E—

2:25247160:T:A | 1s920946076 AT T A A | cl015-2A>T
TS —

2:25247160:T:C | 1s920946076 AT T A A | cl015-2A>G
TS —

2:25247160:T:G | 3472 L AT TAA | ¢cl1015-2A>C
TS —

2:25247588:T:TA | i34 72 L AT T A A | c.1014+2dupT
RJ—

2:25247588: TAC | %472 L 7 L —Ahi7 | 1014 1014+2del | p.Val339fs

CT ~ GGT

2:25247589:A:C | 181258308759 | X7 F A4 X | c.1014+2T>G
RJ—

2:25247589:A:G | i%472 L AT TAA | cl014+2T>C
K —

2:25247589:A:T | 3472 L AT T4 A | c1014+2T>A
RN—

2:25247589:AC: | x4 L AT T A A | c.l014+1delG

A K —

2:25247589:ACC | #4472 L 7 L—A5 7 | ¢.1010_1014+1del | p.Ser337fs

ACTGA ~ CAGTGG

2:25247590:C:A | iz L AT TAA | cl014+1G>T
RFF—

2:25247590:C:G | iz L AT TAA | el014+1G>C
R—
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2:25247590:C:T | #4721 AT TAA | cl014+1G>A
o

2:25247590:CCA: | 3472 L 7 L —2537 | ¢.1013_1014delTG | p.Val338fs

C N

2:25247591:CA:C | %472 L 7 L—5v 7 | ¢.1013delT p.Val338fs
=~

2:25247591:CAC | #4472 L 7 L—253y7 | ¢.1007_1013delTC | p.Phe336fs

TGAGA:C K TCAGT

2:25247593:C.CT | X472 L 7 L—A537 | 986 _1011dupTG | p.Val338fs

GAGAATTTGC ~ TGGTTCGGAGA

CGTCTCCGAA CGGCAAATTCT

CCACA CA

2:25247593:C:T | %472 L AR c.1012G>A p.-Val338Met

2:25247594:T:TG | iz4 72 L 7 L—237 | ¢.1009_1010dupTC | p.Val338fs

A h

2:25247594:TG:T | rs1212817360 | 7 L — L3 7 | ¢.1010delC p.Ser337fs
K

2:25247595:G:A | 15773208295 IREURA c.1010C>T p.Ser337Leu

2:25247595:G:C | 1s773208295 A~y A | el010C>G p.Ser337*
A

2:25247595:G:T | rs773208295 A R~v 7 5 | c.l010C>A p.Ser337*
A

2:25247595:GAG | B4z L A 7 L—2 | ¢.1007_1009delTC | p.Phe336del

A:G AT T

2:25247596:A:G | M L S AR ¢.1009T>C p.Ser337Pro

2:25247597.G:G | @%E7e L 7 L—Ah3 7 | 1007 1008insAT | p.Phe336fs

AT K

2:25247597:GA: | M2 L 7L —2537 | ¢.1007delT p.Phe336fs

G ~

2:25247597:GAA | %472 L 7 L —Ah7 | ¢.1006 _1007delTT | p.Phe336fs

G N

2:25247597:GAA | %470 L 7 L—253 7 | ¢.1004_1007delAA | p.Lys335fs

TT:G K TT

2:25247598:A:A | BEMae L A ~w 7 4| ¢.1004_1006dupA | p.Lys335_Phe336

ATT A v AT insTer
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2:25247598:AAT | #4472 L 7 L—AY7 | €994 1006delGG | p.Gly332fs
TTGCCGTCTCC N AGACGGCAAAT
A
2:25247599:AT:A | 34472 L 7 L—2A5T 7 | ¢.1005delA p.Lys335fs
~
2:25247600:TTT | %472 L T 1L—A37 | €982 1004delGTC | p.Val328fs
GCCGTCTCCG IS ATGTGGTTCGG
AACCACATGA AGACGGCAA
CT
2:25247602:T:A | X472 L A Ny 7 4 | c1003A>T p.Lys335%*
A
2:25247603:GC: | 472 L 7 L—237 | c.1001delG p.Gly334fs
G b
2:25247605:C:CT | 3472 L 7 L—A5T7 | 999 1000insA p.Gly334fs
~
2:25247605:C:T | rs1024296111 | = At & c.1000G>A p.Gly334Ser
2:25247605:CG:C | %472 L 7L —AT 7 | ¢.999delC p.Asp333fs
~
2:25247605:CGT | 347z L 7 L—A53T7 | €996 999delAGA | p.Asp333fs
CT:C I C
2:25247606:GTC: | X472 L 7L —2537 | €997 998delGA p.Asp333fs
G b
2:25247607:T:A | i%2472 L I AEBEURA c.998A>T p.Asp333Val
2:25247608:C:CT | %472 L 7 L—2537 | €993 996dupCGG | p.Asp333fs
CCG K A
2:25247608:CTC | @472 L T L—Ah 7 | €992 996delTCG | p.Phe331fs
CGA:C N GA
2:25247609:TCC | gx472 L T 1L—A7 | €974 995delCCC | p.Thr325fs
GAACCACATG S GCTGGGTCATG
ACCCAGCGGG: TGGTTCGG
T
2:25247610:C:A | B&472 L T2k ¢.995G>T p.Gly332Val
2:25247610:C:T | rs751360082 IAEBEUA c.995G>A p.Gly332Glu
2:25247611:C:A | rs760854242 AR | e994G>T p.Gly332*
A
2:25247611:C:T | rs760854242 I AR c.994G>A p.Gly332Arg
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2:25247611:CG:C | 2472 L 7L —Ah 7 | ¢.993delC p.Phe331fs
~
2:25247612:GA: | %472 L T L—AT7 | ¢.992delT p.Phe331fs
G b
2:25247613:AAC | 18755832478 | 4 > 7 L— A | €989 991delGGT | p.Trp330del
C:A AT
2:25247614:A:C | 15753896945 | = At % c.991T>G p.Phe331Val
2:25247614:AT | %47 L IREUR c.991T>A p.Phe3311le
2:25247614:AC: | 15777388989 | 7 L— A 7 | ¢.990delG p.Trp330fs
A b
2:25247615:C:A | 35474 L IREURA ¢.990G>T p.Trp330Cys
2:25247615:C:T | 15757340349 | 2 kv 7 4 | c.990G>A p.Trp330%*
PO
2:25247615:CCA | %4472 L A7 L—A | c.984 989delCAT | p.Met329 Trp330
CATG:C ST GTG del
2:25247615:CCA | #4572 L T L—Ah 7 | c979 989delTGG | p.Trp327fs
CATGACCCA:C k GTCATGTG
2:25247616:C:A | 347 L IRxEUR ¢.989G>T p.Trp330Leu
2:25247616:C:T | rs1479473205 | 2 kv 4 | c.989G>A p.Trp330%
A
2:25247616:CAC | %472 L 7L —AY7 | c.984 988delCAT | p.Met329fs
ATG:C K GT
2:25247617:ACA | %472 L T 1L—Ah3 7 | €978 987delCTG | p.Trp327fs
TGACCCAG:A K GGTCATG
2:25247618:C:CA | 3%472 L 7L —2A3 7 | ¢.986dupT p.Met329fs
~
2:25247618:C:T AP T AEUA c.987G>A p.Met3291le
2:25247619:A:G | @472 L xR ¢.986T>C p.Met329Thr
2:25247619:AT:A | %472 L 7L —Ah 7 | €985delA p.Met329fs
I
2:25247621:GA: | 472 L 7 L—Ah7 | c.983delT p.Val328fs
G k
2:25247622:A:A | BN L 7 L—A37 | ¢982dupG p.Val328fs
C b
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2:25247622:A:C | #8472 L xR ¢.983T>G p.Val328Gly
2:25247622:A:G | @472 L IRAEUA c.983T>C p.Val328Ala
2:25247622:A:T 2L T AEBUA c.983T>A p.Val328Asp
2:25247622:ACC | 5472 L T L—237 | 972 982delCAC | p.Thr325fs
CAGCGGGTG:A ~ CCGCTGGG
2:25247623:C:A | %472 L AR c.982G>T p.Val328Phe
2:25247624:C:T | X472 L A by | c981G>A p.Trp327*
s

2:25247625:C:A | 47 L I AR c.980G>T p.Trp327Leu
2:25247625:C:CA | X472 L 7 L—2ALT 7 | ¢979dupT p.Trp327fs

=
2:25247625:C:T | 15750966422 A N7 A | c980G>A p. Trp327*

A

2:25247625:CAG | 3472 L 7 L—25T7 | €966 979delTGA | p.Glu323fs
CGGGTGCCTTC N AGGCACCCGCT
A:C
2:25247626:AG: | %4 L 7L —253 7 | c978delC p.Trp327fs
A b
2:25247627.GC: 2L 7L —5h7 | ¢.977delG p.Arg326fs
G K
2:25247627.GCG | %472 L 7 L—Ah37 | €971 977delGCA | p.Gly324fs
GGTGC:G S CCCG
2:25247628:C:A | rs758881009 IAEUA c.977G>T p.Arg326Leu
2:25247628:C:CA | %472 L 7L —Ah3v7 | €976 977insAGC | p.Arg326fs
GCTGAAGGCA K GGGTGCCTTCA
CCCGCT GCT
2:25247628:C:CG | %472 L 7L —2ALv 7 | ¢976dupC p.Arg326fs

=~
2:25247628:C:G | iz¥47e L SAEUA c.977G>C p.Arg326Pro
2:25247628:C:T | rs758881009 T AR c.977G>A p.Arg326His
2:25247628:CG:C | 35472 L 7L —Ahv 7 | ¢.976delC p.Arg326fs

~
2:25247629:G:A | 1s747448117 IAEBURA c.976C>T p-Arg326Cys
2:25247629:G:C | &Z¥4a72 L I RAEBUR c.976C>G p.Arg326Gly
2:25247629:G:T | rs747448117 T AEURA c.976C>A p.Arg326Ser
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2:25247631:GT:G | 2472 L 7 L —Ahv 7 | ¢.973delA p.Thr325fs
~

2:25247631:GTG | ;x40 L T L—25T7 | €964 973delGCT | p.Ala322fs

CCTTCAGC:G K GAAGGCA

2:25247632:T:TG | 3472 L 7 L—257 | ¢.972dupC p.Thr325fs
=~

2:25247632:TG:T | 3472 L 7L —A537 | €972delC p.Thr325fs
K

2:25247633:G:G | x4 L 7 L—A5T7 | ¢971dupG p.Thr325fs

C b

2:25247633.GC: | B&472 L T L—Av 7 | €971delG p.Gly324fs

G b

2:25247634:C:A | %470 L I 2BV R c.971G>T p.Gly324Val

2:25247637:TCA | %472 L A>T L—LA | c.947 967delCGG | p.Thr316_Glu323

GCTGCTCGGCT S5 GCCGGAGCCGA | delinsLys

CCGGCCCG:T B GCAGCTG

2:25247638:C:A | %472 L AR~y | e967G>T p.Glu323*

A v

2:25247638:CA:C | X472 L 7 L—Ah 7 | ¢.966delT p.Glu323fs
~

2:25247639:AG: | 347 L 7 L—Ah 7 | €965delC p.Ala322fs

A K

2:25247640:GCT | %472 L T 1L—AT7 | €954 964delGAG | p.Ser319fs

GCTCGGCTC:G =~ CCGAGCAG

2:25247641:C:.CT | %472 L 7 L—2A5v7 | ¢.963dupA p.Ala322fs
~

2:25247641:CT:C | 3472 L 7L —AL 7 | c.963delA p.Ala322fs
I\

2:25247642:TG:T | %2472 L T L—Ah37 | €962delC p.Ala321fs
~

2:25247644:C:CT | 3472 L T L—AhT7 | €960 961insACC | p.Ala321fs

CGGT K GA

2:25247646:C:T | 32472 L NS ¢.959G>A p.Arg320GIn

2:25247646:CG:C | %472 L 7 L—25h7 | ¢.958delC p.Arg320fs
~
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2:25247647:G:A | 1s778270132 ARy 7| c958C>T p.Arg320*
A

2:25247648:G:T | %472 L T AEUA c.957C>A p.Ser319Arg

2:25247649:CT:C | %472 L 7 L —Ah 7 | ¢.955delA p.Ser319fs
~

2:25247650:T:TC | %472 L 7 L—2ALT 7 | €950 954dupGCC | p.Ser319fs

CGGC ]\ GG

2:25247650:TC:T | %472 L 7 L—A3 7 | ¢.954delG p.Ser319fs
~

2:25247652:C.CG | #2472 L T L—LAhLv7 | €.952dupC p.Arg318fs
~

2:25247652:CG:C | X472 L T L— A7 | ¢952delC p.Arg318fs
k

2:25247652:CGG | X472 L T L—Ah7 | €951 952delCC p.Arg318fs

:C N

2:25247654:G:G | &4 7e L 7 L—2537 | ¢.950dupG p.Arg318fs

C h

2:25247654:GC: | iz L 7 L —25 7 | ¢.950delG p.Gly3171fs

G k

2:25247654:GCC | &X4472 L 7 L—L5v 7 | €946 950delACG | p.Thr3l6fs

CGT:G S GG

2:25247655:CCC | #4472 L T L—A5hT7 | 943 949delATG | p.Met315fs

GTCAT:C ~ ACGG

2:25247658:GT:G | 35472 L 7 L —A5T 7 | c.946delA p.Thr316fs
S

2:25247661:AT:A | %472 L 7 L —25v 7 | ¢.943delA p.Met315fs
=~

2:25247661:ATC | ;2472 L 7L —AhT7 | €939 943delGTG | p.Trp313fs

CAC:A K GA

2:25247662:TC:T | 3472 L 7 L—5h7 | c.942delG p. Trp314fs
=~

2:25247662:TCC: | ix4 72 L 7L —AT7 | 941 942delGG p.Trp314fs

T I

2:25247662:TCC | izX472 L T L—257 | €936 942delTTG | p. Trp313fs

ACCAA:T K GTGG
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2:25247662:TCC | %472 L 7 L—2537 | €929 942delTTGT | p.lle310fs

ACCAAGACAC ~ GTCTTGGTGG

AA:T

2:25247663:C:T | 1772972939 A N7 S| c942G>A p.Trp314*
A v

2:25247663:CCA: | 35472 L T L—A37 | €940 941delTG p.Trp314fs

C ~

2:25247663:CCA | %472 L 7 L—25b37 | €934 941delTCTT | p.Ser312fs

CCAAGA:C =~ GGTG

2:25247664:C:T | 1749225216 ANy 5| c941G>A p.Trp314*
A

2:25247664:CA:C | %472 L 7 L —5 7 | ¢.940delT p. Trp314fs
e

2:25247665:A:A | FMae L 7 L —2537 | ¢.939dupG p-Trp314fs

C k

2:25247665:A:A | BEM e L 7 L— A7 | €938 939dupGG | p.Trp314fs

CcC ~

2:25247665:AC: | X7 L 7 L — A7 | €.939delG p. Trp313fs

A k

2:25247666:C:T | rs770813937 A~y 7 | c939G>A p.Trp313*
A

2:25247667:C:CA | 34472 L 7 b—2ALv 7 | ¢937dupT p.Trp313fs
~

2:25247667:C:T | 151204478457 | A kv 7 | c.938G>A p.Trp313*
1

2:25247667:CA:C | %2472 L 7 L—Ahy7 | ¢937delT p.Trp313fs
I\

2:25247670:G:A | 2470 L T AEURA ¢.935C>T p.Ser312Phe

2:25247670:G:T S T RAEUA ¢.935C>A p.Ser312Tyr

2:25247670:GA: | &4 L T L —AY 7 | ¢.934delT p.Ser312fs

G ~

2:25247670:GAC | 3472 L 7 L—2A5v7 | €933 934delGT p.-Ser312fs

:G N

2:25247671:AC: | X472 L 7L —25h37 | ¢933delG p.Ser312fs

A ~
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2:25247672:C:CA | 2472 L 7L —537 | ¢.932dupT p.Ser312fs

}\
2:25247672:CA:C | 3472 L T L—AL 7 | c.932delT p.Val311fs

S
2:25247673:A:C | gZ47e L I AR c.932T>G p.Val311Gly
2:25247674:C:A | Y72 L I AR c931G>T p.Val3l1Leu
2:25247674:.C:CA | &% 72 L 7L —Ahi7 | c930dupT p.Val311fs

]\
2:25247674:C:CA | 472 L 7 L—257 | €929 930dupTT p.Val311fs
A K
2:25247674:CA:C | 472 L 7L —A37 | ¢930delT p.Ile310fs

]\
2:25247675:A:C L SAEA c.930T>G p.lle310Met
2:25247676:A:C | #&47¢c L IAERA c.929T>G p.Ile310Ser
2:25247676:A:G | &40 L IAEA ¢.929T>C p.11e310Thr
2:25247676:A:T | 15587777508 I AR c.929T>A p.lle310Asn
2:25247676:AT:A | 3472 L 7 L —Ah37 | ¢.928delA p.1le310fs

K
2:25247677:T:A | 15774128516 I AEA Cc.928A>T p.lle310Phe
2:25247677:T:G | 3472 L I Al A c.928A>C p.Ile310Leu
2:25247679:C:G T AER c.926G>C p.Arg309Pro
2:25247679:CG:C | %472 L T L—Ah 7 | €.925delC p.Arg309fs

k
2:25247680:G:A | &M L T XA €.925C>T p.Arg309Cys
2:25247680:G:C | #3472 L I AEUA ¢.925C>G p.Arg309Gly
2:25247680:G:G | &4 L 7 L—2A5v 7 | €923 924dupGC p.Arg309fs
GC ~
2:25247681:GC: | i&z47e L 7 L —2ALv7 | €923delG p.Gly308fs
G b
2:25247682:C:A | 247 L 3 AR c.923G>T p.Gly308Val
2:25247682:C:T ML I AEA c.923G>A p.Gly308Asp
2:25247683:C:CT | &Z472 L 7 L—2A7 | ¢921dupA p.Gly308fs

S
2:25247683:.C:G | &% 72 L IZxkBUA | e922G>C p.Gly308Arg
2:25247683:C:T ML IAEUA c.922G>A p.Gly308Ser
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2:25247683:CT:C | &4 7x L J L —AT7 | c.921delA p.Gly308fs

K
2:25247684.TG:T | %472 L 7 L—A37 | ¢.920delC p.Pro307fs

h
2:25247684:TGG | 47 L 7 L—Ah7 | €907 920delTTCT | p.Phe303fs
CCACCAGGAG k CCTGGTGGCC
AA:T
2:25247685:G:A | 15759380437 IRAER c.920C>T p.Pro307Leu
2:25247685:G:C | 15759380437 I AEUA ¢.920C>G p.Pro307Arg
2:25247685:G:T | 15759380437 TAEUA c.920C>A p.Pro307GIn
2:25247686:G:A | &4 L I RAERA c.919C>T p.Pro307Ser
2:25247686:G:C AP NS V74 ¢.919C>G p.Pro307Ala
2:25247686:G:T | iZ472 L IABURA c.919C>A p.Pro307Thr
2:25247686:GC: ML 7 L —Ah3 7 | ¢918delG p.Trp306fs
G b
2:25247686:GCC: | %472 L 7 L—LAh7 | 917 _918delGG p.Trp306fs
L k
2:25247687:C:A | 15776841024 IARAEA c.918G>T p-Trp306Cys
2:25247687:C:CC | %472 L 7 L—Ahv7 | 916 917dupTG p.Trp306fs
A b
2:25247687:C:G | iY77 L T AEUA ¢.918G>C p.Trp306Cys
2:25247687:C:T | rs776841024 A~y 7 5 | c918G>A p.Trp306*

A
2:25247688:C:A | %47 L IAEUA c.917G>T p.Trp306Leu
2:25247688:C:G | i%¥4 7 L S AEUA c.917G>C p.Trp306Ser
2:25247688:C:T | rs1465829182 | A h w7 4 | ¢917G>A p.Trp306*

A
2:25247688:CA:C | X4 7x L TV —Ah7 | c916delT p.Trp306fs

~
2:25247689:A:C | %472 L IAEUA c.916T>G p.Trp306Gly
2:25247689:AC: | i%4 7 L 7 L—Ahv7 | ¢915delG p.Trp305£s
A ~
2:25247689:ACC | %472 L 7 L—Ahv7 | 912 915delCTG | p. Trp305£s
AG:A k G
225247690.C:A | %472 L SAto A | c915GoT p.Trp305Cys
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2:25247690:C:T | 15761839006 | 2 kw7 4 | c915G>A p.Trp305*
A
2:25247691:C:CA | %472 L 71— 2Lv7 | €907 913dupTTC | p.Trp305fs
GGAGAA ~ TCCT
2:25247691:C:G | %472 L I AR ¢.914G>C p.Trp305Ser
2:25247691:C:T | 15765341003 A~y 7 5| c914G>A p.Trp305*
A
2:25247691:CA:C | X472 L 71— AY7 | ¢913delT p.Trp305fs
}\
2:25247691:CAG | %472 L ZL—ALT7 | €912 913delCT p.Trp305fs
.C N
2:25247692:A:G | %47 L IAEUA c.913T>C p.Trp305Arg
2:25247693:G:G | %47 L 7 L—25T7 | 911 _912insT p.Trp305fs
A ~
2:25247693:GGA | &4 72 L 7L —A5hv7 | €910 911delTC p.Ser304fs
G ~
2:25247694:G:A | ML S AU c911C>T p.Ser304Phe
2:25247694.GA: e L TV —57 | ¢910delT p-Ser304{s
G b
2:25247695:AG: | &ML 7L —A>7 | ¢.909delC p.Ser304fs
A h
2:25247696:G:C | i34 72 L IAEUA ¢.909C>G p.Phe303Leu
2:25247696:GA: | iZ47e L 7L —Ah7 | ¢.908delT p.Phe303fs
G I\
2:25247699:GC: | %47 L 7 L—Ah 7 | ¢.905delG p.Gly302fs
G ~
2:25247700:C:T | %2472 L SAEBEUA ¢.905G>A p.Gly302Asp
2:25247701:C:A | %472 L I AE A c.904G>T p.Gly302Cys
2:25247701:C:T | 1s377670596 I AR ¢.904G>A p.Gly302Ser
2:25247703:.C:T | %47 L I AE A c.902G>A p.Arg301GIn
2:25247703:CG:C | %472 L 7 L—Ahv7 | ¢901delC p.Arg301fs
N
2:25247704:G:A | 47 L g AKX c.901C>T p.Arg301Trp
2:25247704:GC: | %2472 L 7 L— A7 | €.900delG p.Arg301fs
G b
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2:25247704:GCA | & 472 L 7 L —2A57 | ¢.891 900delGGG | p.Trp297fs
GTTTCCCC:G IS GAAACTG
2:25247705:CA:C | 3472 L 7 L—AL 7 | c.899delT p.Leu300fs
IS
2:25247706:AT | 32472 L IRAEUA c.899T>A p.Leu300GIn
2:25247707:G:T | &472 L I AR ¢.898C>A p.Leu300Met
2:25247707:GT:G 7 L— A7 | c.897delA p-Lys299fs
]\
2:25247708:T:A | %472 L I 2B c.897A>T p.Lys299Asn
2:25247708:T:G | 2472 L I AR c.897A>C p.Lys299Asn
2:25247709:T:G | %472 L T AR ¢.896A>C p.Lys299Thr
2:25247710:T:A | rs766858016 AR~ | c.895A>T p.Lys299*
e
2:25247710:T:C | &7 L IRAEUA c.895A>G p.Lys299Glu
2:25247710:T:G | rs766858016 I AR ¢.895A>C p.Lys299GIn
2:25247710:T:TC | 1s1157280960 | 7 L — A 7 | ¢.894dupG p.Lys299fs
k
2:25247710:TC:T | 472 L T L—5L7 | ¢.894delG p.Lys299fs
]\
2:25247712:C:T | rs1410828051 | = A& & ¢.893G>A p.Gly298Glu
2:25247713:C:A | 15797044904 IAERA ¢.892G>T p.Gly298Trp
2:25247713:.C.G | &47e L I AR ¢.892G>C p.Gly298Arg
2:25247713:C:T | 15797044904 I AR c.892G>A p.Gly298Arg
2:25247714:C:A | #2472 L I AEUA c.891G>T p.Trp297Cys
2:25247714:C:G | #4772 L AR UA ¢.891G>C p.Trp297Cys
2:25247714:C:T | 151442214131 | A v 7 4 | ¢.891G>A p.Trp297*
s
2:25247715:C:G | 35472 L S AR ¢.890G>C p.-Trp297Ser
2:25247715:C:T | 15944608317 A b7 | c.890G>A p. Trp297*
s
2:25247716:A:A | 3472 L 7 L—Ah 7 | c.888dupG p.Trp297fs
C K
2:25247716:A:C | 18751916447 I AR c.889T>G p.Trp297Gly
2:25247716:A:G | 15751916447 I AR ¢.889T>C p.Trp297Arg
2:25247716: AT | %472 L I AR c.889T>A p.Trp297Arg
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2:25247716:AC: | #8472 L 7 1L—AhT 7 | c.888delG p.Trp297fs
A b
2:25247716:ACA | 5%4 72 L 7 L—25T7 | ¢.879 888delGGA | p.Glu294fs
CCAGCTCC:A K GCTGGTG
2:25247716:ACA | 3472 L 7 L—2Ah3 7 | c.878 888delGGG | p.Gly293fs
CCAGCTCCC:A K AGCTGGTG
2:25247718:A:A | @47 L 7 L—25h3 7 | ¢.886dupG p.Val296fs
C bk
2:25247718:A:C | 11402705749 | I 2k % c.887T>G p.Val296Gly
2:25247718:A:T | 1s1402705749 | I 2k % c.887T>A p.Val296Glu
2:25247718:AC: | %47 L 71— 7 | c.886delG p.Val296fs
A k
2:25247719:C:A | %472 L IRk R c.886G>T p.Val296Leu
2:25247719:C:G | 1s755398725 T AEIAA c.886G>C p.Val296Leu
2:25247719:C:.T rs755398725 IRAEUR c.886G>A p.Val296Met
22524T721AA | SR L 7 L—Ah3 7 | c882 883dupGC | p.Leu295fs
GC N
2:25247121:A:C | %47 L NS c.884T>G p.Leu295Arg
2:25247121:A:G | %472 L NS c.884T>C p.Leu295Pro
2:25247121AT | B4 L IAEBURA c.884T>A p.Leu295GIn
2:25247721:AG: | M L 7L —Ahi 7 | c.883delC p.Leu295fs
A k
2:25247722:G:C | 15780953840 IAEBUA c.883C>G p.Leu295Val
2:25247722:G:G | ML 7 L—25 7 | ¢.882 883insT p.Leu295fs
A ~
2:25247722:G:T ML T AEUA c.883C>A p.Leu295Met
2:25247722:GCT | 3472 L 7 L—2Ah7 | c.879 882delGGA | p.Glu294fs
CC:G K G
2:252477124:T:C | $%472 L q AR c.881A>G p.Glu294Gly
2:25247724:TC:T | 3472 L 7L —AhY 7 | ¢.880delG p.Glu294fs

~
2:25247725:C:A | 18755769867 | 2 kw7 4 | ¢.880G>T p.Glu294*

A

10

20

30

40

50



gooooboag

(237)

JP 2024-533459 A 2024.9.12

2:25247725:CCC | #4472 L 7L —Ah7 | ¢.875 879delTTG | p.1le292fs
CAA:C N GG
2:25247726:C:CC | 3472 L A 7 Lb—2 | ¢.873 878dupCAT | p.Gly293 Glu294
CAATG AT TGG inslleGly
225247727.CA | 347 L AR c.878G>T p.Gly293Val
2:25247727:C:T | X472 L IABEUA c.878G>A p.Gly293Glu
2:25247727:CCA | X472 L A7 Lb—2 | c.869 877delTTG | p.Phe290 Gly293
ATGCCAA:C AT GCATTG delinsTrp
2:25247728:C:A | B L IRAEUA c.877G>T p.Gly293Trp
2:25247728:C:CA | %472 L 7 L —25 7 | ¢.876dupT p.Gly293fs

~
2:25247728:C:CA | #4472 L L —5h7 | c.856- p.Gly293fs
ATGCCAAAGC S 20 876dupTCTGC
CCCGGCCAGTC TCCTTGGGGCTC
CTGGAGCCCC CAGGACGGCCG
AAGGAGCAGA GGGCTTTGGCA

TT

2:25247728:C:G | @472 L TABEURA c.877G>C p.Gly293Arg
2:25247728:C:T | 3472 L TRABEUA c.877G>A p.Gly293Arg
2:25247728:CA:C | 151271476754 | 7 L — L7 | ¢.876delT p.1le292fs

1S
2:25247730:A:G | 1s777306476 AR c.875T>C p.11e292Thr
2:25247730:AT:A | 32472 L 7 L—A5h3I7 | c.874delA p.1le292fs

K
2:25247730:ATG: | %472 L 7 L—25h3 7 | ¢.873_874delCA p.11e292fs
A N
2:25247734:CA:C | ¥%2472 L 7 L—253 7 | ¢.870delT p.Phe290fs

K
2:25247735:A:A | M7 L 7 L—A537 | ¢.869 870insG p.Phe290fs
C h
2:25247736:A:A | 5470 L 7L —AhT7 | c.856- p.Phe290fs
AGCCCCGGCC ~ 4 868dupCCAGG
GTCCTGG ACGGCCGGGGC

T

2:25247736:A:C | %472 L T RAEBURA c.869T>G p.Phe290Cys
2:25247736:A:G | @47 L IAREUA c.869T>C p.Phe290Ser
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2:25247737T:A:C | B4 L T XA c.868T>G p.Phe290Val
2:25247737:A:T | %47 L SAEBEUA c.868T>A p.Phe290lIle
2:25247737:AG: | 15746332586 7 L—A5h7 | c.867delC p.Phe290fs
A h
2:25247738:G:G | %M L 7 L—2Ah 7 | ¢.866dupG p.Phe290fs
C k
2:25247738:GC: | 470 L 7 L—A5 7 | c.866delG p.Gly289fs
G h
2:25247738:GCC: | 4472 L 7 L—A57 | c.865 866delGG p.Gly289fs
G h
2:25247741:C:.CA | %472 L 7 L—n5y7 | ¢.863 864insT p.Phe290fs
k
2:25247742:CGG | X472 L 7 L—Ah7 | c.861 _862delCC p.Arg288fs
:C K
2:25247743:GGC | X472 L ATTA A | c856- p.Asp286_Arg28
CGTCCTGGA:G 77t 72— | 5_861delTCCAGG | 8del
ACGGC
2:25247744:GC: BAYIAP 7 L —5h 7 | ¢.860delG p.Gly287fs
G ~
2:25247746:CG:C | ;x40 L 7L —U53 7 | ¢.858delC p.Asp286fs
~
2:25247748:TC:T | X472 L T L—Ahv 7 | c.856delG p.Asp286fs
]\
2:25247749:C:.CC | 32472 L AT T A A | c.856-4_856-
TGG 7 74— | 1dupCCAG
2:25247750:C:A | 1s1179790183 | X 77 4 x| ¢.856-1G>T
TS E—
2:25247750:C:G | 4 L AT TAA | c.856-1G>C
TS —
2:25247750:C:T | rs1179790183 | 75 4 A | ¢.856-1G>A
T IS H—
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2:25247750:CTG | 3472 L AT T A A | c.856-5_856-

GA:C 7 7 74— | 2delTCCA

2:25247751:T:A | 32472 L AT TA4 A | c856-2A>T
T TH—

2:25247751:T:C | rs1234716262 | A5 A4 A | ¢.856-2A>G
TS —

2:25247751:T:G | 151234716262 | A 75 4 A | ¢.856-2A>C
TS~

2:25248034:CAC | %472 L 7L —2537 | ¢.851 855+2delAC | p.Tyr284fs

CTCGT:C ~ GAGGT

2:25248035:A:C | %472 L AT TAA | c.855F2T>G
RJ—

2:25248035:A:G | rs745824601 AT T A A | c.855+2T>C
B

2:25248035:AC: | 470 L AT T A A | c.855+1delG

A Kg—

2:25248036:C:A | 15772041639 | 27T A4 A | ¢.855+1G>T
R —

2:25248036:C:G | iZ¥472 L ATTA A | e855+1G>C
K —

2:25248036:C:T | rs772041639 ATTA4 A | c.855+1G>A
R —

2:25248037:CT:C | &x47e L 7L —Ahi 7 | c.854delA p.Glu285fs
K

2:25248039:C:A | 1s201882909 A~y 7 7| e853G>T p.Glu285*
A

2:25248039:CG:C | ixX472 L 7 L—Ah 7 | c.852delC p.Tyr284fs
=

2:25248040:G:C | ix4 72 L ANy 7 5| e852C>G p.Tyr284*
A

2:25248040:G:T | %472 L A R 5| c.852C>A p.Tyr284*
A

10

20

30

40

50



gooooboag

(240)

JP 2024-533459 A 2024.9.12

2:25248040:GT:G | 2472 L 7 L —2Ahv 7 | c.851delA p. Tyr284fs
~

2:25248041:TAT | 32472 L 7L —Av 7 | ¢.850delT p.Tyr284fs
~

2:25248041:TAC: | %472 L 7 L—AT 7 | ¢.849 850delGT p.Tyr284fs

T I

2:25248042:AA | %2470 L T L—A 7 | ¢.842_849dupAGC | p.Tyr284fs

CTCTGGCT K CAGAG

2:25248044:T:TC | 3472 L 7 L—Ah7 | c.834 847dupCGA | p.Glu283fs

TGGCTCGTCAT ~ TGACGAGCCAG

CG

2:25248044:TC:T | %472 L 7 L—Ah3i 7 | c.847delG p.Glu283fs
e

2:25248045:C:A S A K~ 7°_/7° c.847G>T p.Glu283*
A v

2:25248045:C:CC | 472 L 7 L—5hy7 | c.846 847insTG p.Glu283fs

A I

2:25248045:C:CT | rs747075883 7 L—AT 7 | c.846dupA p.Glu283fs
~

2:25248049:C:CT | %472 L 7 L—AT7 | ¢.839 842dupACG | p.Pro282fs

CGT ~ A

2:25248050:TC:T | gxX472 L T L— A7 | c841delG p.Glu281fs
~

2:25248051:C:A | 1s773312511 ARy 7| c.841G>T p.Glu281*

A

2:25248051:CG:C | %472 L 7 L —Ah 7 | ¢.840delC p.Asp280fs
I

2:25248052:GT:G | %472 L 7 L—A5hy 7 | ¢.839delA p.Asp280fs
~

2:25248053:TCA | %472 L 7 L—A5T7 | c.811 _838delGAC | p.Asp271fs

TCGCCTGCTTT k AAGAATGCCAC

GGTGGCATTCT CAAAGCAGGCG

TGTC:T ATG

2:25248056:TC:T | 35472 L 7 L —A=h 7 | ¢.835delG p.Asp279fs
~
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2:25248062:GCT | 2472 L 7 L—257 | ¢.817_829delAAT | p.Asn273fs

TTGGTGGCATT S GCCACCAAAG

‘G

2:25248063:C:CT | &4 72 L 7 L—2Ab7 | ¢.828dupA p.Ala277fs
]\

2:25248063:CT:C | 3472 L 7L —A57 | c.828delA p.Ala277fs
]\

2:25248063:CTT | %47 L T L — A7 | c.824 828delCCA | p.Thr275fs

TGG:C ~ AA

2:25248066:T:A | 35472 L A Rw 7 5| c.826A>T p.Lys276%*

A

2:25248066:TG:T | 247 L 7 L—5L7 | ¢.825delC p.Ala277fs
]\

2:25248068:G:GT | 2472 L 7L —A57 | ¢.816 _823dupGAA | p.Thr275fs

GGCATTC k TGCCA

2:25248068:GT:G | 2472 L 7 L—A7 | c.823delA p.Thr275fs
]\

2:25248069:T:TG | 3472 L 7 L—Ab7 | €797 822dupGGT | p.Thr275fs

GCATTCTTGTC ~ CCGATGCTGGG

CCCAGCATCG GACAAGAATGC

GACC C

2:25248069:TG:T | 3472 L T L —A5L37 | ¢.822delC p. Thr275fs
]\

2:25248071:GC: ML 7 L —A57 | ¢.820delG p.Ala274fs

G [N

2:25248072:CA:C | 2472 L 7 L —2A5L37 | ¢.819delT p.Asn273fs
]\

2:25248073:AT:A | 32472 L 7L —AL7 | ¢.818delA p.Asn273fs
~

2:25248075:TC:T | 2472 L 7 L —Ah37 | ¢.816delG p.Asn273fs
]\

2:25248076:CT:C | & X472 L 7L —Ah 7 | c.815delA p.Lys272fs
]\

2:25248078:T:A ML ANy c.814A>T p.Lys272*
A

2:25248079:GT:G | %472 L 7 L—Ahv 7 | c.812delA p.Asp271fs
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2:25248080:T:-TC | %472 L 7 L—A57 | c811dupG p.Asp271fs
K

2:25248080:TC:T | %472 L 7L —5v 7 | c.811delG p.Asp271fs
K

2:25248080:TCC | %472 L T L—Ahv7 | €799 811delTCC | p.Ser267fs

CCAGCATCGG S GATGCTGGGG

AT

2:25248083:CCA | ixX472 1L 7 L—Ah7 | 784 808delCCT | p.Pro262fs

GCATCGGACC N GAGCCCGTGGG

CCACGGGCTC GTCCGATGCTG

AGG:C

2:25248085:AG: | 2=%M4 L 7 L—A5hy 7 | ¢.806delC p.Ala269fs

A I

2:25248085:AGC | #4742 L 7 L—2A5v7 | ¢.785 806delCTG | p.Pro262fs

ATCGGACCCC K AGCCCGTGGGG

ACGGGCTCAG: TCCGATGC

A

2:25248086:G:G | %472 L 7 L—2A5v 7 | ¢.805dupG p.Ala269fs

C I

2:25248087:C:CA | %472 L 7L —Ah7 | c.804dupT p.Ala269fs
~

2:25248087:C:CT | %472 L 7 L —AL3I 7 | ¢.804_805insA p.Ala269fs
K

2:25248088:ATC: | %472 L 7 L—25 7 | ¢.802_803delGA p.Asp268fs

A I

2:25248088:ATC | %472 L T L—A5h7 | €.796_803delGGG | p.Gly266fs

GGACCC:A K TCCGA

2:25248089:T:-TC | 3%X472 L 7 b—A53 7 | ¢.802dupG p.Asp268fs
K

2:25248090:C:CG | %472 L 7 L —257 | ¢.801dupC p.Asp268fs
S

2:25248090:CG:C | #4472 L 7 b—5hi7 | c.801delC p.Asp268fs
=

2:25248092:G:G | 3y L 7L —25v7 | ¢.799dupT p.Ser2671fs

A k

2:25248092:GA: | %472 L 7 L —5LT 7 | ¢.799delT p.Ser2671fs

G I
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2:25248092:GAC | %472 L T L—2A57 | ¢.798 799delGT p.Ser267fs

G ~

2:25248092:GAC | %472 L T L—A5T7 | €795 799delGGG | p.Gly266fs

CCC:G K GT

2:25248093:A:A | %M L 7 L—L5 7 | ¢.798dupG p.Ser267fs

C I

2:25248093:AC: BARAAD 7 L —A5h 7 | ¢.798delG p.Ser267fs

A k

2:25248096:CCA | %472 L 7L —Ah7 | ¢.788 795delAGC | p.Glu263fs

CGGGCT:C S CCGTG

2:25248098:AC: L 7 L—25v 7 | ¢.793delG p.Val265fs

A R

2:25248098:ACG | %472 L 7 L—Ah7 | €789 793delGCC | p.Glu263fs

GGC:A K CG

2:25248098:ACG | %472 L T L—257 | ¢.784 793delCCT | p.Pro262fs

GGCTCAGG:A =~ GAGCCCG

2:25248099:CG:C | i%x472 L 7L —57 | ¢.792delC p.Val265fs
~

2:25248099:CGG | %472 L T L—257 | ¢.785 792delCTG | p.Pro262fs

GCTCAG:C K AGCCC

2:25248100:G:GT | %472 L 7 L—AhT7 | €791 _792insA p.Val265fs
N

2:25248102:G:G | #z¥472 L 7 L—A5 7 | ¢.788 789dupAG p.Pro264fs

CT S

2:25248102:GC: BANIAP 7 L—5L7 | ¢.789delG p.Glu263fs

G R

2:25248103:C:.CT | iz472 L T L—Ah7 | c.776_788dupCTA | p.Glu263fs

CAGGCGTGGT N CCACGCCTGA

AG

2:25248103:CT:C | %472 L 7 L—Ah3 7 | ¢.788delA p.Glu263fs
K

2:25248104:TC:T | 34472 L 7L —Ahi7 | ¢.787delG p.Glu263fs
N

2:25248105:C:A | 25472 L A RNy 7 | e T87G>T p.Glu263*

A
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2(::25248 105:CAG | %472 L 7 L—2537 | 785 _786delCT p.Pro262fs
.2:25248106:AG: SA=YAAP ; L—Ab 7 | ¢.785delC p.Pro262fs
A

2:25248110:G:GT | B8 72 L ;I/~Ai/7 ¢.781dupA p.Thr261fs
2:25248110:GT:G | %472 L ;I/~Jx‘/7 c.781delA p.Thr261fs
2:25248111:T:TG | %472 L ; L—2ALT 7 | ¢.780dupC p.Thr261fs
2:25248111:TG:T | 23472 L ; L—2 7 | ¢.780delC p.Thr261fs
2:25248111:TGG | %472 L ; L—2Ahv 7 | €777 _780delTAC | p.Thr260fs
TA:T K C

2:25248113:GT:G | %472 L 7 L—LAhv7 | c.778delA p.Thr260fs
é252481 13:GTA: | 32472 L ; L—2AL 7 | e 777_778delTA p.Thr260fs
%252481 16:G:G | 2%X47x L ; L —2ALv 7 | ¢.775dupG p.Ala259fs
é252481 16:GC: | iZ472 L ; L — A7 | ¢.775delG p.Ala259fs
2:25248117:C:CT | 328472 L ; Ny 7 4| ¢774_T775insTAA | p.Val258_Ala259
TA Y insTer
%252481 17:CCA: | 472 L Z L—2v 7 | €773 _774delTG p.Val258fs
2:25248118:CA:C | 32472 L 7 L—A5LT 7 | c.773delT p.Val258fs
1252481 19:AC: | x5 L ; L—Ah 7 | €772delG p.Val258fs
2:25248120:CA:C | %472 L ; L—2.3 7 | ¢.771delT p.Val258fs
2:(2}5348120:CAG ML ; L—2nhy7 | €768 771delCAC | p.Thr257fs
TG: k T
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2:25248120:CAG | 25472 L 7L —2Ay7 | ¢761_771delCAT | p.Ala254fs

TGGGGGATG:C ~ CCCCCACT

2:25248121:A:A | Bx47e L 7 L—2A37 | 770 771insGG p.Ala259fs

CC ~

2252B121AA | BEE e L 7 L—Ah 7 | 769 _770dupAC | p.Val258fs

GT ~

2:25248121:AG: | i%472 L 7 L—2Ah 7 | ¢.770delC p.Thr257fs

A ~

2:25248121:AGT: | 3472 L 7 L—Ah 7 | €769 _770delAC p.Thr257fs

A ~

2:25248121:AGT | %472 L 7 L— A7 | €767_770delCCA | p.Pro256fs

GG:A K C

2:25248121:AGT | 3%4 72 L 7 L—Ah 7 | ¢.764_770delCCC | p.Ser255fs

GGGGG:A K CCAC

2:25248122:GT:G | @47 L 7L —Av 7 | c.769delA p.Thr257fs
K

2:25248122:GTG | %472 L T L—AhT 7 | €763 769delTCC | p.Ser255fs

GGGGA:G T CCCA

2:25248123.T:TG | 3472 L 7 L—Av 7 | €.768dupC p.Thr257fs
K

2:25248123:TG:T | 18776931901 | 7 L — A< 7 | ¢.768delC p.Thr257fs
N

2:25248128:G:G | ix¥472 L 7 L—A5T7 | 763 764insG p.Ser255fs

C ~

2:25248129:ATG | 3472 L 7L —AY 7 | €752 762delCTG | p.Thr251fs

CGGGGTCAG:A K ACCCCGCA

2:25248130:TG:T | %2472 L 7L —5h37 | c761delC p.Ala254fs
N

2:25248132:C:CG | #4722 L 7L —A5h 7 | ¢.759dupC p.Ala254fs
K

2:25248132:C:CG | 25472 L 7L —AL3 7 | €758 _759dupCC | p.Ala254fs

G ~

2:25248132:CG:C | 42 L 7 L —A5L7 | ¢.759delC p.Ala254fs
k
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2:25248132:CGG | %472 L 7 1L—Ah 7 | €725 759delCCA | p.Ala242fs

GGTCAGTGGG K GCCCTCCTGCTG

CTGCTGCACA TGCAGCAGCCC

GCAGGAGGGC ACTGACCCC

TGG:C

2:25248136:GT:G | %472 L 7 L—AL3 7 | c.755delA p.Asp252fs
k

2:25248138:C:CA | iz472 L 7 L—A53T 7 | c.753dupT p.Asp252fs
N

2:25248139:AG: | #4772 L T L —5Lv7 | €.752delC p.Thr251fs

A K

2:25248140:GT:G | 3% 77 L 7 1L—AT 7 | c751delA p.Thr251fs
K

2:25248141:TG:T | rs749072422 7 L—2AhT 7 | ¢.750delC p. Thr251fs
N

2:25248141:TGG | 3472 L 7L —A53 7 | €738 _750delTGT | p.Val247fs

GCTGCTGCAC K GCAGCAGCCC

A:T

2:25248141:TGG | %472 L 7 L—Ah3 7 | €731 _750delCTC | p.Pro244fs

GCTGCTGCAC K CTGCTGTGCAG

AGCAGGAG:T CAGCCC

2:25248145:CT:C | %477 L 7 L—Ahi 7 | c.746delA p.GIn249fs
N

2:25248146:TG:T | %2472 L 7 L—Ah 7 | ¢.745delC p.GIn249fs
K

2:25248146:TGC | %2472 L 7 L—Ah37 | €730 745delCCT | p.Pro244fs

TGCACAGCAG K CCTGCTGTGCA

GAGG:T GC

2:25248147:G:A | 15759747476 | A b v 7 A& | ¢ 745C>T p.GIn249%
A

2:25248147.:G:T ML T AEUA ¢.745C>A p.GIn249Lys

2:25248149:TGC | %472 L 7 L—A3 7 | €738 742delTGT | p.Val247fs

ACA:T K GC

2:25248149:TGC | #4472 L T L—A 7 | €729 742delCCC | p.Ser243fs

ACAGCAGGAG K TCCTGCTGTGC

GG:T
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2:25248149:TGC | %472 L 7 L— A7 | €726 742delCAG | p.Ser243fs

ACAGCAGGAG K CCCTCCTGCTGT

GGCTG:T GC

2:25248150:G:A | 1772648943 | A kv & | ¢.742C>T p.GIn248*
A v

2:25248150:G:G | i&472 L T L—A3 7 | €740 741dupTG | p.GIn248fs

CA IS

2:25248150:GCA | %472 L 7 1L—Ahy7 | 716 _741delTGG | p.Val239fs

CAGCAGGAGG I AGGAGGCCAGC

GCTGGCCTCCT CCTCCTGCTGTG

CCA:G

2:25248152:A:A | R4 L 7 L—A3 7 | €739 740insC p.Val247fs

G b

2:25248152:AC: | %472 L 7 L—Av 7 | ¢.739delG p.Val247fs

A K

225248154 AA | (8L 7 1L—537 | ¢737dupC p.Val247fs

G K

2:25248154:AG: | %472 L 7 L—Ai7 | 737delC p.Ala246fs

A K

2:25248154:AGC | %472 L 7 L—A23y7 | €731 _737delCTC | p.Pro244fs

AGGAG:A K CTGC

2:25248155:GC: | 472 L 7 L—AhT 7 | ¢.736delG p.Ala246fs

G k

2:25248156:C:CA | %2472 L 7 L—AY 7 | €735 736insTT p.Ala246fs

A 5

2:25248156:CAG | %472 L 7 L—A3 7 | €725 735delCCA | p.Ala242fs

GAGGGCTGG:C K GCCCTCCT

2:25248156:CAG | %2477 L 71—y 7 | 719 _735delAGG | p.Glu240fs

GAGGGCTGGC K AGGCCAGCCCT

CTCCT:C CCT

2:25248157:AG: | 151467732928 | 7 L — L3 7 | ¢.734delC p.Pro245fs

A K

2:25248157:AGG | %472 L 71— 7 | €730 734delCCT | p.Pro244fs

AGG:A K cC

2:25248157:AGG | %2477 L T 1L—AT7 | 719 _734delAGG | p.Glu240fs

AGGGCTGGCC K AGGCCAGCCCT

TCCT:A CcC
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2:25248158:G:G | WA L 7 L —257 | €733 734insT p.Pro245fs

A b

2:25248160:A:A | %472 L 7 L—2A5T7 | ¢.731dupC p.Pro245fs

G k

2:25248160:A:A | %472 L 7 L—25b7 | ¢.728 731dupGCC | p.Ala246fs

GGGC S C

2:25248160:AG: BARAAD 7L —A5hv 7 | ¢.731delC p.Pro244fs

A k

2:25248160:AGG | 3472 L 7 L—2Ab7 | 727 _731delAGC | p.Pro244fs

GCT:A S CcC

2:25248161:G:G | §&¥472 L 7 L— A7 | €702 _730dupGGA | p.Pro244fs

GGCTGGCCTC =~ GTCTCAGAAGG

CTCCACCTTCT TGGAGGAGGCC

GAGACTCC AGCC

2:25248161:GGG | 15767439400 7 L—A57 | €727 _730delAGC | p.Ser243fs

CT:.G ~ C

2:25248162:G:G | x4 L 7 L—257 | ¢.729 730insAGG | p.Pro244fs

AGGCCAGCCC k AGGGCTGGCCT

TCCT

2:25248162:GGC | %472 L 7 L—AhT 7 | ¢.728 729delGC p.Ser243fs

G K

2:25248163:G:G | &4 72 L 7 L—Ah3 7 | €704 _728dupAGT | p.Ser243fs

CTGGCCTCCTC =~ CTCAGAAGGTG

CACCTTCTGAG GAGGAGGCCAG

ACT

2:25248163:GC: 2L T L—5v 7 | ¢.728delG p.Ser243fs

G b

2:25248163:GCT | %472 L T L—AhY 7 | €722 728delAGG | p.Glu241fs

GGCCT:G K CCAG

2:25248163:GCT | %472 L T L—2A57 | 721 _728delGAG | p.Glu241fs

GGCCTC:G S GCCAG

2:25248164:CT:C | #4472 L 7 L—Ih7 | c.727delA p.Ser243fs
=

2:25248165:T:TG | 347 L 7L —25v 7 | ¢.726dupC p.Ser243fs
k

2:25248165:TG:T | %472 L 7L —A5T 7 | ¢.726delC p.Ser243fs
S
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2:25248166:GGC | %472 L 7 L—A57 | 721 _725delGAG | p.Glu241fs

CTC:G K GC

2:25248166:GGC | %472 L 7 L—25v7 | 718 725delGAG | p.Glu240fs

CTCCTC:G N GAGGC

2:25248167:G:G AL 7 L—LAbv7 | 724 725insGCT | p.Ala242fs

AGGAGGCCAG N GGCCTCCT

C

2:25248167:G:G ML 7 L—Ahv7 | 724 725insGCT p.Ala242fs

AGTAGGCCAG N GGCCTACT

C

2:25248167:G:G B AD T L—A57 | 682 724dupGAA | p.Ala242fs

CCTCCTCCACC K GAAAACCAGGG

TTCTGAGACTC GCCCGGGGAQGT

CCCaGaececce CTCAGAAGGTG

TGGTTTTCTTC GAGGAGG

2:25248167:GC: S L T 1L—A5 7 | ¢.724delG p.Ala242fs

G I

2:25248167:GCC: | %472 L 7 L—A5LT 7 | 723 724delGG p.Glu241fs

G I

2:25248167:GCC | %4 7x L 7 L—Ah7 | 718 724delGAG | p.Glu240fs

TCCTC:G N GAGG

2:25248169:C:CA | 3472 L 7L —Ah7 | €722 723insTCCT | p.Glu241fs

GGA =k

2:25248171:C:A FAYAP Ak 7"_/7“ c.721G>T p.Glu241*
A

2:25248171:CCT: | %472 L 7 L—LAL7 | ¢.719 720delAG p.Glu240fs

C I

2:25248174:C:A B A~ 7"_}7“ c.718G>T p.Glu240*
A

2:25248175:CAC | %472 L 7 L—257 | €707 _716delCTC | p.Ser236fs

CTTCTGAG:C K AGAAGGT

2:25248176:A:A | 3472 L 7 L—Ah3 7 | e711_715dupGAA | p.Val239fs

CCTTC N GG

2:25248176:AC: S L T 1L—AT 7 | ¢.715delG p.Val239fs

A I
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2:25248176:ACC | &Z472 L T L—537 | €702 _715delGGA | p.Glu235fs
TTCTGAGACTC k GTCTCAGAAGG
C:A
2:25248178:C:CT | &Z¥47e L 7 L—2Ahv 7 | c.713dupA p.Val239fs
]\
2:25248178:CT:C | iZX4 72 L 7 L—ALv 7 | c.713delA p.Lys238fs
]\
2:25248179:TTC: | #4472 L 7 L—ALv7 | c.711_712delGA p.Lys238fs
T k
2:25248179:TTC | & X472 L 7 L—2ALv 7 | ¢.705_712delGTC | p.Ser236fs
TGAGAC:T S TCAGA
2:25248180:T:A | 2472 L A N | e T12A>T p.Lys238*
A
2:25248180:TC:T | #4472 L ZL—2ALv 7 | c.711delG p.Lys238fs
]\
2:25248183:G:A | %472 L A Nw7 7| cT09C>T p.GIn237*
A
2:25248183:G:G | #&Z47e L 7 L—2A 7 | ¢.708dupT p.GIn237fs
A I
2:25248183:GA: | &4 L 7 L—ALv 7 | c.708delT p-GIn237fs
G h
2:25248183:GAG | #&Z¥472 L T L—U57 | ¢.683 708delAAG | p.Glu228fs
ACTCCCCGGG k AAAACCAGGGG
CCCCTGGTTTT CCCGGGGAGTC
CTT:G T
2:25248186:AC: | #4772 L 7 L—2ALv 7 | c.705delG p.Glu235fs
A ~
2:25248187:C:CT | #4472 L 7 L—Av 7 | ¢.704dupA p.Ser236fs
]\
2:25248187:CT:C | %472 L 7 L—Ahv 7 | ¢.704delA p.Glu235fs
]\
2:25248188:T:-TC | rs1301352218 | 7 L — A7 | ¢.703dupG p.Glu235fs
]\
2:25248188:TC:T | &7 L 7L —AhT 7 | ¢.703delG p.Glu235fs
]\
2:25248189:C:A | &Z472 L A~y 7 7| €703G>T p.Glu235*
A
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2:25248191:C:CT | 3472 L 7 L—A537 | €700 _701insA p.Gly234fs
~

2:25248192:C:CG | %4472 L 7 b—A53T7 | €.699dupC p.Gly234fs
K

2:25248192:C.CG | %472 L 7 L—Ahv 7 | 698 699dupCC | p.Gly234fs

G b

2:25248192:CG:C 7 L—A5L3I 7 | €.699delC p.Glu235fs
K

2:25248195:G:G | &4 L 7 L—AhT7 | c.696dupG p.Pro233fs

C N

2:25248195:G:G | #4472 L 7 L—25v7 | 689 696dupACC | p.Pro233fs

CCCCTGGT I AGGGG

2:25248195:GC: | 15763740173 7 L—Ah 7 | c.696delG p.Glu235fs

G h

2:25248195:GCC: | @472 L 7 L—A 7 | €695 696delGG p.Gly232fs

G ~

2:25248196:C:CG | #4472 L 7 L—ALi 7 | €695 696insC p.Pro233fs
~

2:25248199:CT:C 7 L — AL 7 | c.692delA p.GIn231fs
K

2:25248200:T:TG | %472 L 7 L—AT7 | €.691dupC p.GIn231fs
N

2:25248200:T:TG | #%&7a L T L—Ahv7 | €691 _692insGGG | p.GIn231fs

GTTTTCTTCCC S GGAAGAAAACC

CcC

2:25248200:TG:T | %2472 L 7 L—Ahi7 | c.691delC p.GIn231fs
I\

2:25248201:G:A | %472 L A N7 7| c691C>T p.GIn231*
AV

2:25248202:GT:G | #4772 L 7 L—53 7 | c.689delA p.Asn230fs
K

2:25248203:TTT | @472 L 7 L—25L 7 | c.685 688delGAA | p.Glu229fs

TC:T K A

2:25248206:TC:T | %472 L T L—Ahi 7 | c.685delG p.Glu229fs
k
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2:25248207:C:A | 32472 L A Ny | c.685G>T p.Glu229*
AV
2:25248207:CT:C | iz 72 L 7 L—UAhv 7 | c.684delA p.Glu229fs
I\
2:25248209:TC:T | %472 L TL— LT | c.682delG p.Glu228fs
h
2:25248210:C:A | 34 7r L A~y | c.682G>T p.Glu228*
A
2:25248211:CA:C | &X47r L 7 L —Ah> 7 | ¢.680delT p.Val227fs
I\
2:25248213:C:.CA | iz4 72 L 7 L—Ahv7 | 675 678dupTGC | p.Val227fs
GCA ~ T
2:25248213:CA:C | &ZX47r L 7L —57 | ¢.678delT p.Val2271fs
~
2:25248214:AG: | &ML Z1L—LAL 7 | c.677delC p.Ala226fs
A b
2:25248215:G:G | &Y 7r L 7 L—Ah7 | €.676dupG p.Ala226fs
C ~
2:25248215:GC: | &4 L 7 L—A 7 | ¢.676delG p.Ala226fs
G ~
2:25248216:C:CA | %472 L 7 L —Ah7 | c.675dupT p.Ala226fs
~
2:25248216:CA:C | 3472 L 7 L —Ah> 7 | ¢.675delT p.Asn225fs
~
2:25248217:AT:A | 151306866372 | 7 L— L 7 | c.674delA p.Asn225fs
]\
2:25248219:TC:T | i%%4 72 L 7L —Ah7 | c.672delG p.Met224fs
~
2:25248220:CA:C | 32472 L 7L —A57 | c.671delT p-Met224fs
I\
2:25248221:ATT | iZ24 72 L 7 L—Ah7 | c.667 670delGGA | p.Gly223fs
CC:A ~ A
2:25274943:C:A | i%%4 72 L A Ny 5| e637G>T p.Glu213*
AV
2:25274945:CT:C | %472 L 7 L— A7 | c.634delA p.Arg212fs
~
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2:25274950:C:T | #4472 L ARy 7| c630G>A p. Trp210*
A

2:25274951:C:T | #4472 L ANy 7| c629G>A p. Trp210*
A

2:25274988:T:TG | %472 L 7 L—Ahv7 | €542 591dupGTC | p.Ile198fs

TAGTAGGGGT S AGCGGCCCATG

CCCCCGCCTG CCGAGGCTCAC

GAAGGTGAGC CTTCCAGGCGG

CTCGGCATGG GGGACCCCTAC

GCCGCTGAC TAC

2:25275009:G:A | iz L AR 7| eSTICT p.GIn191*
AV

2:25275010:GAA | 347 L T L—A5L3T 7 | €563 569delTCA | p.Leul88fs

GGTGA:G S CCTT

2:25275021:T:-TC | %472 L 7 1L—Ah37 | 558 559insCTG | p.Argl87fs

CGTCAG N ACGG

2:25275022:C:CG | @472 L 7 L—Ahy7 | €557dupC p.Argl87fs
S

2:25275036:G:A | Ma7e L ARy 7| e544C>T p.GIn182*
1

2:25275050:TC:T | %472 L 7L —Ah 7 | ¢.529delG p.Glul77fs
~

2:25275056:CCC | 3472 L T L—A57 | €516 523delTGG | p.Glyl73fs

AAGCCA:C S CTTGG

2:25275064:A:A | iYL 7 L—A5h7 | .515dupG p.Gly173fs

C h

2:25275069:G:GT | 3%2472 L 7 L—A5h3I7 | 510 S11insA p.Argl71fs
S

2:25275074:CG:C | rs1458590320 | 7 L— A7 | ¢.505delC p.Argl69fs
.

2:25275076:GC: | 5x47e L 7 L—AT 7 | ¢.503delG p.Gly168fs

G N

2:25275498:G:C | X472 L ATTA4 A | c492+2C>G
o —

2:25275512:G:G | #4772 L 7L —A5 7 | c472 479dupATC | p.Metl6lfs

GATTCGAT K GAATC
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2:25275541:T:A AR ARy 7| cA51A>T p.LysI5S1*
A

2:25275545:T:C S L AT TA A | c449-2A>G
T —

2:25282440:C:T ML AT T A A | c448+1G>A
|

2:25282461:CG:C | %472 L 7L —5hv 7 | c427delC p.Argl43fs
K

2:25282462:G:A | 151352259738 | A b | c427C>T p.Argl43*
A

2:25282463:GC: | #Z472 L 7 L—A5Lv 7 | c425delG p.Gly142fs

G R

2:25282486:CA:C | %472 L 7 L —Ahv 7 | c.402delT p.Asnl34fs
K

2:2528248T:AT:A | %472 L 7L —Av 7 | c40ldelA p.Asn134fs
~

2:25282503:G:T | %472 L A kw7 & | c386C>A p.Ser129*
A v

2:25282538:CT:C | %472 L 7 L—5h7 | ¢.350delA p.Glul17fs
K

2:25282544:T:TG | %472 L 7 L —25h 7 | ¢344 345insTCTG | p.Alalléfs

GGGGGCAGAA N CTGGGGCCCCG

GGGCGGGGCC CCCTTCTGCCCC

CCAGCAGA CC

2:25282544.TG:T | #4472 L 7L —Ahy 7 | c344delC p.Prol15fs
=

2:25282548:GCC | %472 L 7 L—Ah 7 | €337 340delGGG | p.Glyl13fs

CC:G k G

2:25282551:C:CA | 3472 L 7 L—257 | ¢.337 338insCCCT | p.Glyl13fs

GAAGGG k TCT

2:25282561:GC: ML 7 L—25LT 7 | ¢.327delG p.GIn110fs

G s

2:25282576:TC:T | 3472 L 7L —Ahv 7 | ¢.312delG p.Ser105fs
k
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2:25282584T:TG | %472 L 7 L—A37 | ¢304 305insC p.Glul02fs
~

2:25282590:TG:T | ;2472 L 7 L—25v7 | ¢.298delC p.GIn100fs
~

2:25282591:G:A | %4 7p L A v | e298C>T p.GIn100*
A4

2:25282597:C:A | 3% 7p L A Rv7 7| e292G>T p.Glu98*
A

2:25282610:CA:C | 3472 L 7L —Ahv 7 | ¢.278delT p.Leu93fs
~

2:25282634:TG:T | #4772 L 7 L—25v 7 | ¢.254delC p.Ser85fs
~

2:25282635:G:C BAY/AP ARy 7| e254C>G p.Ser85*
A

2:25282642:CTG | @472 L 7 L—Ah7 | 230 246delCCA | p.Ser77fs

AGTCCTGGGC ~ TGGCCCAGGAC

CATGG:C TCA

2:25282644:G:C | i%X472 1L A N7 | e245C>G p.Ser82*
A

2:25282649:C:CC | 3472 L 7 L—AhT7 | €239 240insTGG | p.GIn80fs

CATCCA k ATGG

2:25282651:G:A | iz 72 L ANy | e238C>T p.GIn80*
A

2:25282661:TG:T | 472 L 7 L—Ahv 7 | ¢227delC p.Pro76fs
k

2:25282682:AGG | %472 L 7L —AhT 7 | €205 206delCC p.Pro69fs

A ~

2:25282690:T:A | %472 L A N7 7| c.199A>T p.Lys67*
A

2:25300139:C.CG | 15769876640 7 L—A537 | c.176dupC p.Val60fs
K

2:25300231:G:A | 3472 L AR 7| c.85C>T p.GIn29*
A v

2:25313912:C:T | %472 L AT TAA | cT2+1G>A
RF—
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2:25313936:C:.CA | &%/ L 7L —Ah 7 | c48 49insACGCA | p.Alal7fs
GCTCTGCTGCG K GCAGAGCT
T
2:25313941:G:G | 472 L A ~v 7 4| c43_44insGAG p.Serl5delinsTer
CTC P Ala
2:25313949:G:G | %472 L 7 L—23 7 | ¢35 36insTCCTC | p.Serl3fs
CGGAGCGGGA K CCGCTCCG
GGA
2:25313949:G:G | i34 72 L 7 L—A537 | ¢35 36insGCCCG | p.Serl3fs
CGGAGCGGGC K CTCCG
2:25313953:TC:T | rs1213222712 | 7 L — A7 | c.31delG p.Aspl1fs
b
2:25313957:C:.CG | x4 7 L 7L —2A5v7 | ¢.27dupC p.Gly10fs
T*
2:25313957:CG:C | iz 72 L 7 L—Ahv 7 | c27delC p.Aspllfs
]\
2:25313968:GA: | i34 72 L 7 L—Ahv 7 | c.l6delT p.Ser6fs
G ~
2:25313976:G:G | %472 L 7L —2nhv7 | .8 9insTGGAGG | p.Met4fs
CCCTCCA k G
2:25314163:T:A | 472 L AT TAA | e-1T72A>T
TS —
2:25314163.T:G | 2472 L AT TA A | e-17T1-2A>C
TR THE—

gooooaon

uboboouobooboooboooboooboooboooooado
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O00ooaoao

20:32366382:A:G WL AT 4 A T | €.58-2A>G
7 E—

20:32369013:A:G AV AT T4 A7 | ¢.144-2A>G
7S E—

20:32429899:A:G PA=LAAP A5 A4 AT ¢.566-2A>G
I 7 E—

20:32431680:G:A BV AP AT TA A K | c979+1G>A
-ﬁ«\__.

20:32432900:C:T ML A w7 A | c.1000C>T p.GIn334*
Vg

20:32432930:GA:G AR D TL—hLTT7 ¢.1034del A p.Lys345fs
S

20:32432978:G:T WL A Nw7 A | e1078G>T | p.Gly360*
M

20:32432981:C:T PAAP BZQIN y7°_/f4 c.1081C>T p.GIn361*
Ve

20:32432986:G:A WL AT A A K c.1085+1G>
F— A

20:32433283:G:A 2L A S5 A4 AT | ¢.1086-
s SE— 1G>A

20:32433283:G:C 2o L AT T4 A T | c.1086-
5 A 1G>C

20:32433283:G:T 1s777661872 AT T4 A 7 | ¢.1086-1G>T
7 TE—

20:32433297:A°T Sk 2N A | c109A>T | pLys367*
Ve

20:32433310:T:A 2L Iz y7°_/7°/( c.1112T>A p.Leu371*
A

20:32433312:C:T rs199846284 AN FA | el114C>T p.GIn372%*
Ve

20:32433315:C:T rs1427299519 | X kv 7:/7‘/( c.1117C>T p.GIn373*
g

20:32433322:TG:T WAL TJL—ALTT ¢.1127delG p.Gly376fs
3

20:32433327:C:T 151386196069 | 2 kw7 51 | ¢.1129C>T p.GIn377*
o

20:32433330:G:T WL A w7 HA | cl1132G>T | p.Glu378*
prg
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gooogoao
20:32433333:G:GA ML T Lo—da 37 c.1136dupA | p.Ala380fs
I\
20:32433333:G:T ML A w7 A | el135G>T | p.Glu379*
M
20:32433339:G:T YL ANy A | e1141G>T | p.Glu381*
Ve
20:32433344:CAAAAG | %472 L Flr—birZ c.1147 1163 | p.Lys383fs
TGGCTTGTGTGT:C S delAAAAG
TGGCTTGT
GTGT
20:32433345:A:T ML AN A | c1147A>T | p.Lys383*
Ve
20:32433354:TTG:T 1s886043994 TL—AhTT c.1162_1163 | p.Val388fs
I delGT
20:32433355:T:A 15772584710 AN A | c1157T>A | p.Leu386*
Ve
20:32433355: TGTGTG: | %472 L TlL—AhTT c.1158 1162 | p.Leu386fs
T k delGTGTG
20:32433356:G:GT UL TlL—hT c.1159dupT | p.Cys387fs
S
20:32433359:T:A ML A N7 FA | cll61T>A | p.Cys387*
N
20:32433359:T:TGTCC | 23472 L T—AhTT c.1162 1165 | p.Pro389fs
k dupGTCC
20:32433361:T:TC B TL—AhTT c.1166dupC | p.Gly390fs
S
20:32433366:G:T 151190212499 | X ~ v 51 | c.1168G>T | p.Gly390*
g
20:32433369:G:T SR AN A | c117T1G>T | p.Glu3dol*
Ve
20:32433372:TCAGTG | %572 L T L—Ah7 | c1178 1188 | p.Val393fs
CGTATA:T k delTGCGTA
TACAG
20:32433373:C:CA ML TL—AhT7 c.1176dupA | p.Val393fs
S
20:32433373:C:G PV AP A Nw7 FA | c1175C>G | p.Ser392*
Ve
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oooooan
20:32433379:G:GT PAYAAP T V=BT c.1182dupT | p.lle395fs
I\
20:32433380:T:TA PP TJL—ALTT c.1183dupA | p.[1e395fs
S
20:32433381:A:AT PA=LAAP TU—LTT c.1184dupT | p.GIn396fs
K
20:32433384:C:T AL ANy A | e1186C>T p.GIn396%*
o
20:32433396:G:GC A=A TJL—AhT ¢.1200dupC | p.Thr401fs
K
20:32433408:C:CGAG | %472 L TJL—AbLTT c.1212 1218 | p.His407fs
ATGG k dupAGATG
GG
20:32433408:C:T rs373145711 ANy A | c1210C>T p.Argd04*
VY
20:32433415:GGCATT | %% L 71 —Ah37 | ¢1220 1233 | p.His407fs
TTAAGAAAC:G N delATTTTA
AGAAACG
C
20:32433417:.CATTTT | g4472 L T L —AhL 7 |¢.1220 1236 | p.His407fs
AAGAAACGCTCT:C ]\ delATTTTA
AGAAACG
CTCT
20:32433418:A:AT WL TJL—AhTT c.1224dupT | p.Lys409fs
K
20:32433418:ATT:A YL T L —AT7 | c1223 1224 | p.Phed08fs
~ delTT
20:32433422:T:TA e L TL—AhTT c.1226dupA | p.Lys410fs
k
20:32433423:A:T AP AN A | c1225A>T p.Lys409*
N
20:32433425:G:GA WL T —AhLUT ¢.1230dupA | p.Argdll1fs
K
20:32433426:A:T 2yt o L A Rw 7 A |c1228A>T | p.Lysd10*
VY
20:32433430:GCT:G LB L T —AhLTT c.1236 1237 | p.Arg413fs
K delTC
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oo0ooooad

20:32433433:C:.CT PAYAAP TJL—AbTT ¢.1236dupT | p.Argd13fs
I\

20:32433434:TCGGCC | %472 L T L—AY7 | c1237 1244 | p.Argdl3fs

AGA:T S delCGGCCA

GA

20:32433441:G:GA BAAD TL—hT T c.1244dupA | p.Asp415fs
1

20:32433441:GAT:G WL T —ALvT c.1244 1245 | p.Asp415fs
K delAT

20:32433447.C:T rs375215583 AN A | e1249C>T p.Argd17*
Ve

20:32433451:CCA:C ML TL—ALTT c.1254 1255 | p.Arg419fs
~ delCA

20:32433453:A:T 2L AN A | c1255A>T p.Argd19*
VY

20:32433464:G:GA LB L TL—ALTT c.1268dupA | p.Asn423fs
S

20:32433468:CTG:C 1s1269374749 | 7 L —AL 7 c.1272 1273 | p.Tyr425fs
1S delGT

20:32433468:CTGTAC | %% 72 L TJL—AT T c.1271 1278 | p.Leud24fs

AAA:C 18 delTGTACA

AA

20:32433472:AC:A 15755250567 TL—ALTT ¢.1275delC p.Tyrd25fs
k

20:32433473:C:CA rs1187950456, | 7 L — AL 7 c.1281dupA | p.GIn428fs

rs886042532 IS

20:32433473:C:G WL A N7 HFA | c1275C>G | p.Tyrd25*
o

20:32433474:A:T HAVAAD AN A | c1276A>T p.Lys426*
Ve

20:32433477:A:T YA AN A | c1279A>T p.Lys427%*
A

20:32433479:A:AG By L TL—A37 | c1281 1282 | p.Gln428fs
b insG

20:32433480:C:CA PA=LAP TJL—bLT c.1283dupA | p.Glu429fs
N
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oooooao
20:32433480:C:T rs886041975 AR FA | e1282C>T | p.Gln428*
bl
20:32433480:CAG:C ML 8 e N c.1283_1284 | p.GIn428fs
S delAG
20:32433482:GGAGTC | %472 L T—=hLv7T .1287 1366 | p.Glu429fs
AGAACAAGCAGGG N delGTCAGA
GTTGCTAAGGATGC ACAAGCA
AAAATCTGTGGCCT GGGGTTG
CAGATGTTCCCCTCT CTAAGGA
ACAAGGATGGGGAG TGCAAAA
GCTAA:G TCTGTGGC
CTCAGAT
GTTCCCCT
CTACAAG
GATGGGG
AGGCTAA
GA
20:32433483:G:T AP A N7 FA | e1285G>T | p.Glu429*
o
20:32433486:TC:T E L TL—=bLTT .1289delC | p.Ser430fs
I\
20:32433487:C:A BA=LAP A Nw7 A | c1289C>A | p.Serd30*
o~
20:32433487.C.G B A Nw 7 A | €1289C>G | p.Ser430*
~
20:32433489:G:T AL AN A | el1291G>T | p.Glu431*
v
20:32433492:C:T 1s764325672 AN HA | e1294C>T | p.Gln432*
pd
20:32433495:G:GC PP TL—=hLTT ¢.1298dupC | p.Gly434fs
K
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ooooodd
20:32433508:AGGATG | #%%47 L ZL—Ahi7 | ¢.1313 1380 | p.Asp438fs
CAAAATCTGTGGCC N delATGCAA
TCAGATGTTCCCCTC AATCTGTG
TACAAGGATGGGGA GCCTCAG
GGCTAAGACTGACC ATGTTCCC
CAGCAG:A CTCTACAA
GGATGGG
GAGGCTA
AGACTGA
CCCAGCA
GGG
20:32433528:TC:T AR TJL—hLTT ¢.1331delC p.Serd44fs
k
20:32433529:C:A 1s373126831 | 2 kv A4 | c.1331C>A | p.Serdd4*
N
20:32433529:C:G 1s373126831 | Z b/ A A | c.1331C>G | p.Serdd4*
>
20:32433540:C:CATCC | 2%%7¢2 L ZL—AY7 | c.1342 1343 | p.Leud4sfs
TTGTAGAGGGGAAC 3 insATCCTT
A GTAGAGG
GGAACA
20:32433542:C:CCCCA | 3% %472 L TUL—L37 | c1344 1345 | p.Tyrd49fs
TCCTTG k insCCCATC
CTTG
20:32433544:AC:A T —Ahy7 | c1347delC | p.Tyrd49fs
N
20:32433544:ACAAGG | 3%%72 L 71 —Ah7 | c.1348 1361 | p.Lys450fs
ATGGGGAGG:A K delAAGGA
TGGGGAG
GC
20:32433545:C:A AP Z w7 HA | c1347C>A | p.Tyrd49*
>
20:32433545:C:G WL A b w7 HA | c1347C>G | p.Tyrd49*
g
20:32433551:TGG:T WL TL—AY7 | 1356 1357 | p.Glud53fs
~ delGG
20:32433552:G:GTCCC | 3%%7¢ L 7 1L—537 | 1354 1355 | p.Gly452fs
K insTCCC
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20:32433555:G:T WL AN A | cl1357G>T p.Glu453*
VY

20:32433556: AGGCTA | %472 L TJL—ALTT c.1363 1382 | p.Lys455fs

AGACTGACCCAGCA S del AAGACT

G:A GACCCAG

CAGGGCT

20:32433559:C:CT A=Y 7 L—Ah7 | c1362dupT | p.Lys455fs
S

20:32433560:T:TA BAVIAP TJL—AhLT7 c.1364dupA | p.Thr456fs
K

20:32433561:A:T 1s1292471399 | A h v 7 A | c.1363A>T p.Lys455%*
Ve

20:32433566:TG:T 2L TJL—ALTT ¢.1369delG p.Asp4571s
2

20:32433567:GACCC: | #4772 L Tl—AbLTT c.1371 1374 | p.Asp457fs

G k delCCCA

20:32433568:AC:A A=A Tl —AhATT ¢.1373delC p.Pro458fs
S

20:32433568:ACC:A WL Tl —AbLTT ¢.1372 1373 | p.Pro458fs
K delCC

20:32433572:AGCAGG | 32472 L T —AbLTT ¢.1377 1381 | p.Gly460fs

A k delAGGGC

20:32433575:A:AG =LA T—AhTT c.1380dupG | p.Leud6lfs
K

20:32433578:GC:G 2L T —ATT ¢.1381delC p.Leud61fs
S

20:32433579:C:CT ML TJL—AhLTT c.1382dupT | p.Serd62fs
k

20:32433580:TGA:T SR TL—AhTT c.1384 1385 | p.Ser462fs
K delAG

20:32433583:G:GC A=Y S TL—h7 c.1386dupC | p.Ser463fs
S

20:32433584:CAG:C AN AD TJL—ATT c.1387 1388 | p.His465fs
k delAG
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ooooodd
20:32433593:T:TA MWL Z1L—A57 | ¢1395 1396 | p.Leud66fs
N insA
20:32433601:GCACAT | %472 L 7 L—Ah7 | c.1405 1412 | p.Thrd69fs
CCT:G K delACATCC
TC
20:32433606:T:TC BAAD TL—hT T ¢.1410dupC | p.Serd71fs
]\
20:32433613:CAGCAC | 3% %72 L T UL—A537 | c.1418 1431 | p.Alad73fs
CCGACCTGG:C K delCACCCG
ACCTGGA
G
20:32433616:C:CA e L ZL—A537 | c.1419dupA | p.Pro474fs
N
20:32433620:CGACCT: | %472 L TL—AhYT7 | c.1424 1428 | p.Aspd75fs
C K delACCTG
20:32433625:T:TG AP Z1L—Ah7 | c.1429dupG | p.Glud77fs
]\
20:32433627:G:T rs141346625 | Z b w7 A4 | c.1429G>T | p.Glud77*
>
20:32433636:G:T 15545224250 | A kv 7 A A | c.1438G>T | p.Glu480*
2
20:32433639:TTC:T WL T 1L —Ah7 | c.1442 1443 | p.Phed81fs
1S delTC
20:32433643:CAGTTG: | 3%5%72 L TL—AY7 | c.1449 1453 | p.Glu484fs
C T delTGAGT
20:32433646:T:TG e L TL—AT7 | c.1448 1449 | p.Glu48afs
k insG
20:32433648:G:T WL A w7 HA | c1450G>T | p.Glud84*
g
20:32433666:ATCCAG | #3472 L TL—Ahi7 | 1470 1489 | p.GInd91fs
GCTGAGCCAGACAA k delCCAGGC
C:A TGAGCCA
GACAACT
20:32433669:C:T 151335820343 | A kv ZA | c.1471C>T | p.GIn491*
L
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gooogoao

20:32433675:G:T 11434942289 | 2 kw7 H1 | c.1477G>T | p.Glu493*
Ve

20:32433686:C:CT ML TL—hT7 c.1490dupT | p.Leud97fs
S

20:32433688:T:TG L Tl —ALTT7 c.1492dupG | p.Ala498fs
h

20:32433693:C:CG B Flr—birZ ¢.1496dupG | p.Ala500fs
S

20:32433694:G:GT Sy L TlL—LbTT c.1497dupT | p.Ala500fs
K

20:32433696:G:GC PA=R/P 7L —AT7 | ¢.1500dupC | p.Ser501fs
S

20:32433699:T:-TCTGC | §z472 L TL—bLT c.1502_1505 | p.Ser503fs
S dupCTGC

20:32433702:G:GC ML TL—hTT ¢.1505dupC | p.Ser503fs
N

20:32433703:C:.CT WML TL—AL7 ¢.1505 1506 | p.Ser503fs
k insT

20:32433713:C:CA 4L TL—ALT7 c.1516dupA | p.Arg506fs
K

20:32433713:CAG:C rs1377319529 | 7L —ALT 7 c.1517 1518 | p.Arg506fs
K delGA

20:32433714:A:T ML A Nw7 HA | c1516A>T | p.Arg506*
Ve

20:32433732:C:T 1s757832294 ANwT A | c1534C>T | p.GIn512*
D

20:32433734:GGAAAC | 54472 L TL—hLT7 c.1538 1545 | p.Glu513fs

TGT:G k delAAACTG

TG

20:32433735:G:GA ZuRL Pl S0P c.1540dupA | p.Thr514fs
S

20:32433735:G:T 1s763708711 A Nw T HA | c1537G>T | p.Glu513*
Ve

20:32433739:CTG:C rs886041485;r | 7 L — L7 c.1544 1545 | p.Val515fs

s777537805 ~ delTG
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20:32433746:T:-TCAGG | &% 72 L TJL—AbTT ¢.1550 1556 | p.Lys520fs
AAC N dupAGGAA
CC
20:32433747.C:T 18755464186 AN A | c.1549C>T p.GIn517*
Ve
20:32433750:G:T AP AN A | c1552G>T p.Glu518*
V4
20:32433762:C:T 1s772017757 ANw 7 A | c1564C>T p.GIn522*
o
20:32433764:G:GA BA=AP TJL—hLT7 c.1568dupA | p.Arg524fs
I
20:32433765:A:T A AP AN HA | c1567TA>T p.Lys523%*
Ve
20:32433765:AAG:A LWL TJL—AhTT c.1570 1571 | p.Arg524fs
K delAG
20:32433770:G:GA 2L TL—ATT c.1575dupA | p.Ser526fs
S
20:32433774.T:TC 2L TJL—hLTT c.1578dupC | p.Phe527fs
S
20:32433780:G:T 1s746873290 ANwT A | c1582G>T p.Glu528*
o
20:32433783:C:T 1s770914619 A NwT HA | c1585C>T p.GIn529*
o
20:32433786:G:GC PAAP TJL—AhLTT ¢.1589dupC | p.Ala531fs
S
20:32433786:G:GCGG | %% 72 L TL—ALTT ¢.1590 1602 | p.Phe535fs
CCTCTGCATC ~ dupGGCCT
CTGCATCC
20:32433786:G:GCGG | rs1439862866 | 7 L — LA 7 ¢.1591 1609 | p.Glu537fs
CCTCTGCATCCTTTC IS dupGCCTC
C TGCATCCT
TTCCCG
20:32433787:C:CGGCC | %472 L TL—ALTT c.1591 1597 | p.Ala533fs
TCT 1S dupGCCTC
TG

10

20

30

40

50



goooooao

(267)

JP 2024-533459 A 2024.9.12

20:32433789:G:GCCTC | #%47 L TL—Ahi7 | ¢.1592 1598 | p.Ser534fs
TGC N dupCCTCT
GC
20:32433790:C:CCTCT | @7 L T 1L—Av7 | c.1605 1606 | p.Pro536fs
GCATCCTTTTCTTTT K insTCTTTT
CTCTGCAT
CCTTIT
20:32433791:CTCTGC | 3%%72 L T1L—Ah7 | c.159 1606 |p.Ala533fs
ATCCTT:C K delTGCATC
CTTTC
20:32433792:TCTGCA | 3%%472 L T —Ah7 | c1596 1621 | p.Ser534fs
TCCTTTCCCGAAAA k delTGCATC
GAAGCCC:T CTTTCCCG
AAAAGAA
GCccc
20:32433793:C:CT 2L TV —IT T c.1596dupT | p.Ala533fs
k
20:32433794: TGC:T 2L T —AhTT c.1597 1598 | p.Ala533fs
k delGC
20:32433800:C:CT ZER L 7L —AhI7 | c.1605dupT | p.Pro536fs
k
20:32433800:CTT:C ML 7 L—A7 | c.1604 1605 | p.Phe535fs
k delTT
20:32433803:T:-TCCCG | %%472 L TL—AhY7 | c1610 1622 | p.Leu542fs
AAAAGAAGC R dupAAAAG
AAGCCCC
G
20:32433805:C:CCGA | %472 L 7L —Ah7 | c.1610 1634 | p.GlnS46fs
AAAGAAGCCCCGGC K dupAAAAG
TTGAAGAT AAGCCCC
GGCTTGA
AGATCG
20:32433806:C:CGAA | #%&72 L TL—AY7 | c1609 1615 | p.Lys539fs
AAGA k dupGAAAA
GA
20:32433806:CGAAAA | 3%%7 L Z1L—Ah7 | cl1612 1616 | p.Lys538fs
:C k delAAGAA
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20:32433807:G:T rs369425922 AN A | c.1609G>T p.Glu537*
VY
20:32433809:A:AAAG | %472 L TL—AbL7 c.1612 1621 | p.Arg541fs
AAGCCCC S dupAAGAA
GCCCC
20:32433811:A:AGAA | 3z 72 L TJL—bTT c.1614 1617 | p.Pro540fs
G k dupGAAG
20:32433812:G:GA WL T —ALvT c.1616dupA | p.Pro540fs
K
20:32433812:G:GAAG | %472 L TJL—bLTT c.1615 1621 | p.Arg541fs
CCCC 8 dupAAGCC
CC
20:32433812:GAA:G rs1388881234 | 7 L — AT 7 c.1615 1616 | p.Lys539fs
S delAA
20:32433813:A:T AP AN FA | c1615A>T p.Lys539%*
Ve
20:32433815:G:GC TL—ALTT c.1621dupC | p.Arg541fs
k
20:32433815:GCC:G SV TJL—AbTT c.1620 1621 | p.Arg541fs
K delCC
20:32433816:C:CCCCG | 32472 L TL—bLTT c.1619 1622 | p.Leu542fs
S dupCCCG
20:32433816:CCCCGG: | &Y% L TJL—ALTT c.1620 1624 | p.Arg541fs
C K delCCGGC
20:32433818:CCG:C 2L TL—AhLTT c.1621 1622 | p.Arg541fs
k delCG
20:32433818:CCGGCT | &Y L TJL—bLTT c.1621 1628 | p.Leu542fs
TGA:C K delCGGCTT
GA
20:32433819:C:CGGCT | %472 L TJL—LbLTT c.1622 1628 | p.Asp544fs
TGA K dupGGCTT
GA
20:32433819:C:CGGCT | #4772 L TL—AT c.1622 1631 | p.Asp544fs
TGAAGA ~ dupGGCTT
GAAGA
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20:32433823: T-TTGAA | %47 L T —Ahi7 | c.1627 1639 | p.Ser547fs
GATCGTCAG S dupGAAGA
TCGTCAGT
20:32433824:T:TGAAG | 15780939938 T L—25h7 | c.1628 1634 | p.Gln546fs
ATC K dupAAGAT
CG
20:32433825:G:T A=A AN A | cl1627G>T p.Glu543*
Vg
20:32433826:AAGATC | %472 L ZL—Ah 7 | c.1631 1638 | p.Asp544fs
GTC:A k delATCGTC
AG
20:32433827:A:AGAT | i%3472 L TJL—AhLT c.1631 1634 | p.Gln546fs
C 8 dupATCG
20:32433829:A:AT A=A 7 r— S Z c.1632dupT | p.Arg545fs
S
20:32433829:ATCGTC | #4472 L T L—AhT7 | c.1633 1643 | p.Arg545fs
AGTCCT:A S delCGTCAG
TCCTT
20:32433830:T:TG AL T1L—AhL7 | c1632 1633 | p.Arg545fs
K insG
20:32433830:TCGTCA: | %3472 L TL—Ah7 | 1633 1637 | p.Arg545fs
T K delCGTCA
20:32433831:C:CT AP T L—nh7 | c.1633 1634 | p.Arg545fs
k insT
20:32433832:G:GT PA=R/P 7L —AY7 | c1635dupT | p.GIn546fs
S
20:32433834:C:T 151264792645 | A b w7 A | ¢.1636C>T | p.Gln546*
s
20:32433837:T:TC A=Y A® 7 L—25h7 | c.1641dupC | p.Phe548fs
13
20:32433839:C:CT 15745845768 Tl—hLT c.1644dupT | p.Arg549fs
K
20:32433841:T:-TA rs1211392515 | 7L — A7 c.1643 1644 | p.Phe548fs
k insA
20:32433844:G:GT WL TJL—ALTT c.1647dupT | p.Asn550fs
~

10

20

30

40

50



goooooao

(270)

JP 2024-533459 A 2024.9.12

20:32433846:A:AACA WL A 2l VA c.1649 1670 | p.Glu558fs
CAATTGAAAGTGTT N dupACACA
CACAC ATTGAAA
GTGTTCAC
AC
20:32433846:AAC:A ALV T —ATT7 c.1652 1653 | p.Thr551fs
N delCA
20:32433855:G:T WL AN A | c1657G>T p.Glu553*
N
20:32433879:C:T 2L A N7 A | c1681C>T p.GIn561%*
b
20:32433881:G:GC AR 7V — b7 ¢.1686dupC | p.Thr563fs
~
20:32433887:TAA:T AL T —ATT c.1691 1692 | p.Lys564fs
k delAA
20:32433900:A:T S pad B A N7 A | c1702A>T p.Lys568%*
3
20:32433913:TCCGGG | #ZY4¥72 L TJL—hLTT c.1716 1719 | p.Arg573fs
TA:T K +3delCCGG
GTA
20:32433918:G:A AP AT T4 A K | cl1719+1G>
T A
20:32433918:G:C WAL AT T4 A K | cl1719+1G>
e C
20:32433919:T:A YL AT TAA K | el1719+2T>
F— A
20:32433919:T:C VAP AT T4 A K | c1719+2T>
F— C
20:32434429:CAGATT | %472 L AT T4 A T | c1720- p.Ile574 Leu576d
CA:C 2R — 1 1725delG | el
ATTCAA
20:32434430:A:G 1s376029425 AT TA A T |cl1720-
e S L — 2A>G
20:32434430:A:T AP AT Z7A4 A T | c1720-2A>T
VA
20:32434431:G:A WL ATT7A4 A T |c.1720-
7S — 1G>A
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20:32434431:G:C AL 2F 54 A T | c.1720-
v TH— 1G>C
20:32434431:G:T 1s1254271466 | 2754 A 7 | ¢.1720-1G>T
IS E—
20:32434435:C:T 1s747847938 | 2 v A | ¢.1723C>T | p.GIn575%
o
20:32434442:C:A A A v HA | e1730C>A | p.Ser577*
v
20:32434442:C:G e L 2 ~wv 7 HA | c1730C>G | p.Ser577*
N
20:32434448: TCAAAC | %872 L T L—A37 | 1737 1750 | p.Lys580fs
CACCCTGGG:T k delCAAACC
ACCCTGG
G
20:32434449:CAAACC | %472 L ZL—A5v7 | 1738 1751 | p.Lys580fs
ACCCTGGGT:C K delAAACC
ACCCTGG
GT
20:32434450:AAACCA | 3%%7 L Z1L—AhY7 | c.1741 1757 | p.Pro581fs
CCCTGGGTGGTT:A K delCCACCC
TGGGTGG
TTAA
20:32434454:CACCCT: | 3%%72 L T L —Ah 7 | 1743 1747 | p.Pro582fs
C K delACCCT
20:32434454:CACCCT | #%¥%7 L TL—AhL 7 | 1743 1753 | p.Pro582fs
GGGTGG:C K delACCCTG
GGTGG
20:32434455:ACCCTG | 3%¥%7 L T1—Ah7 | c.l1744 1751 | p.Pro582fs
GGT:A s delCCCTGG
GT
20:32434456:CCCTGG | 3%%472 L Tl —AT7 | 1745 1752 | p.Pro582fs
GTG:C k delCCTGGG
TG
20:32434457:C:CCTGG | %% 7 L Tl —AhL7 | 1747 1762 | p.GIn588fs
GTGGTTAAAGGT K dupTGGGT
GGTTAAA
GGTC
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20:32434459:TGGGTG | %472 L TL—Ahy7 | c1750 1760 | p.Val584fs
GTTAAA:T k delGTGGTT
AAAGG
20:32434460:G:A 1s763361634 | 2 N w7 44 |c.1748G>A | p.Trp583*
3
20:32434461:G:A 151174760074 | 2 kv A | c.1749G>A | p.Trp583*
N
20:32434463:T:-TAACC | 15768359987 | 7L —A 7 | c.1751 1752 | p.Val585fs
k insAACC
20:32434465:G:GTTAA | %472 L ZUL—57 | 1757 1772 | p.Tyr591fs
AGGTCAGCCCAC K dupAAGGT
CAGCCCA
CTTA
20:32434466: T-TTAAA | 35472 L TL—AhT7 | c.1755 1758 | p.Gly587fs
k dupTAAA
20:32434467:T:TA WL T —Ah7 | c.1758dupA | p.Gly587fs
]\
20:32434468:A:T e L Z w7 HA | c1756A>T | p.Lys586*
v
20:32434472:G:GT AP Z1L—Ahy7 | cl1761dupT | p.GInS88fs
K
20:32434473:T:TC FA=L/AP Z1L—Ah7 | c1762dupC | p.GIn588fs
k
20:32434474:C:CA Wil TL—ALTT ¢.1763dupA | p.Pro589fs
N
20:32434474:C:T rs1486082302 | & kw7 A | ¢.1762C>T | p.GIn588*
NZ
20:32434478:CCA:C W 71 —Ah¥7 | c.1768 1769 | p.Thr590fs
k delAC
20:32434481:C:CT Z1L—Ahy7 | cl1771dupT | p.Tyr591fs
}\
20:32434481:CTT:C 1s774161869 | 7 L—Aa 7 | ¢.1770_1771 | p.Tyr591fs
k delTT
20:32434483:T:TA rs1491418513, | 7 L—2A43 7 | ¢.1772dupA | p.Tyr591fs
15762036456 k
20:32434483: T:TAA e L ZL—AhY7 | 1772 1773 | p.Tyr591fs
ks InsAA
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20:32434483:T:-TAG ML T r—ITr 7 c.1772_1773 | p.Tyr591fs
k insGA
20:32434483:TAC:T YL T L—AY7 | e1772 1773 | p.Tyr591fs
S delAC
20:32434483: TACC:T UL A Nw 7 A | e1773_1775 | p.Tyr591_GIn592
N delCCA delinsTer
20:32434483: TACCAG: | %472 L T r—hT c.1773_1777 | p.GIn592fs
T k delCCAGA
20:32434483: TACCAG | %472 L TL—AhLTT c.1772_1785 | p.Tyr591fs
ATATGCCCC:T K delACCAG
ATATGCCC
C
20:32434484:ACCAGA | %472 L TL—AhTT c.1773_1780 | p.Tyr591fs
TAT:A k delCCAGAT
AT
20:32434485:C:A 1s371369583 AN A | e1T3C>A | p.Tyr591*
Ve
20:32434485:C:G 1s371369583 AR A | el773C>G | p.Tyr591*
VY
20:32434486:C:T 1s951716574 AN A | c1774C>T p-GIn592*
VY
20:32434488:GA:G PP TL—AhTT c.1777delA | p.1le593fs
k
20:32434488:GAT:G YL TL—ALTT c.1779 1780 | p.1le593fs
N delAT
20:32434490:T:TA 151314081658 | 7 L — AT 7 ¢.1779dupA | p.Cys594fs
S
20:32434493:G:GC e L TL—AhTT c.1786dupC | p.Arg596fs
b
20:32434494:C:A 1s755974145 A NwT FA | cl1782C>A | p.Cys594*
VY
20:32434503:C:CATCC | %472 L TL—AhTT ¢.1793 1805 | p.Glu602fs
CCACCACGG S dupTCCCC
ACCACGG
A
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20:32434505:T-TCCCC | #47a L ZL—Ahi7 | ¢.1796 1800 | p.Thr601fs
A N dupCCACC
20:32434509:C:CA BA=LSAP TL—ALTT c.1798dupA | p.Thr600fs
S
20:32434514:C:.CGGC | #4772 L TL—ALT7 c.1804 1805 | p.Glu602fs
A k insCAGG
20:32434516:G:T 1s907795578 A ~w 7 A | c1804G>T | p.Glu602*
Ve
20:32434520:C:CCAAC | #4472 L T —ALTT c.1809 1810 | p.Ser604fs
CCCGGCAGGAGGA K insAACCCC
GGCAGGA
GGAC
20:32434524:C:CG ML 7= his7 c.1812 1813 | p.Cys605fs
K insG
20:32434530:G:GCAG | %472 L TV —AhTT c.1818 1819 | p.Gly607fs
GAGGACTCCGT k insCAGGA
GGACTCC
GT
20:32434543:G:GC 4L TL—AhTT c.1833dupC | p.Arg612fs
~
20:32434543:GCC:G TL—AhTT c.1832 1833 | p.Ala611fs
N delCC
20:32434549:A:AC ML TL—AhLT c.1840dupC | p.Leu614fs
k
20:32434550:CCCTCG | 2% 72 L TL—hLT c.1841 1857 | p.Leu614fs
CAGACATTAAAG:C K delTCGCAG
ACATTAA
AGCC
20:32434553: TCG:T BA=L AP TL—hLT c.1843 1844 | p.Ala615fs
K delGC
20:32434558:GAC:G ZYuL T e ITr T c.1848 1849 | p.lle617fs
IS delCA
20:32434560:C:CT 1s767955952 TL—AhTT c.1848 1849 | p.lle617fs
K insT
20:32434560:C:CTA 3= TJL—ALTT c.1848 1849 | p.lle617fs
k insTA
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20:32434560:C:CTAAT | %3470 L T —AhT7 | c.1848 1849 | p.lle617fs
k insTAAT
20:32434560:CAT:C TL—AhT7 | c.1849 1850 | p.lle617fs
k delAT
20:32434561:A:AT ML 71 —A5y7 | c1851dupT | p.Lys618fs
K
20:32434562:T:TA rs773562079 | 7 L—Ax3 7 | ¢.1850 1851 | p.Lys618fs
K insA
20:32434563:T:-TA Sy L TlL—LbTT c.1854dupA | p.Ala619fs
K
20:32434563: TAA:T BA=TAND T L—AL 7 | c.1853 1854 | p.Lys618fs
k delAA
20:32434567:G:GC ML Z1L—Ah7 | c.1858dupC | p.Arg620fs
k
20:32434567:GCC:G e L Z1L—Ah7 | c.1857 1858 | p.Arg620fs
R delCC
20:32434567:GCCCGT | 2%%7: L Z1L—Ah7 | c.1857 1891 | p.Arg620fs
GCTCTGCAGGTCCG K delCCGTGC
AGGGGCGAGAGGTC TCTGCAG
AC:G GTCCGAG
GGGCGAG
AGGTCAC
C
20:32434571:GTGCTC: | 52472 L TL—AhTT c.1863 1867 | p.Leu622fs
G K delTCTGC
20:32434574:CTCTGC | 3%5%72 L 71 —Ah7 | c.1865 1872 | p.Leu622fs
AGG:C f delTGCAGG
TC
20:32434579:C:CA AP Tl —LAT7 | c.1868dupA | p.Val624fs
T.\
20:32434579:C:CAGGT | 34472 L Tl —AhL7 | c1871 1877 | p.Ala627fs
CCG K dupTCCGA
GG
20:32434579:C:T rs111316898 | 2 kw7 #1 |c.1867C>T | p.GIn623*
Vg
20:32434580:AGGTCC: | 3572 L T L—AT7 | ¢.1870 1874 | p.Val624fs
A K delGTCCG
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20:32434582:G:GT = Tl P TL—ALTT c.1871dupT | p.Arg625fs
I\
20:32434583:T:-TA BA=LSAP TL—ALTT c.1871 1872 | p.Arg625fs
k insA
20:32434587:A:AG = AN P Tl—hLTT c.1879dupG | p.Ala627fs
18
20:32434592:C:CGAG | &Y% L TL—LTT c.1882 1885 | p.Gly629fs
A N dupAGAG
20:32434592:CGA:C ML TL—AbLT c.1884 1885 | p.Gly629fs
K delAG
20:32434596:AGGTCA | 3% %72 L ZL—AY7 | c.1887 1909 | p.Glu635fs
CCACTGCCATAGAG k delTCACCA
AGGC:A CTGCCATA
GAGAGGC
GG
20:32434599:TCACCA | 15766433101 TL—ALTT c.1900 1922 | p.Glu635fs
CTGCCATAGAGAGG K delAGAGA
CGGC:T GGCGGCC
ACCACTG
CCAT
20:32434608:C:A 1s1356224550 | A kw7 A | c.1896C>A | p.Cys632*
Ve
20:32434610:A:AT BA=LYAP Tl —bLTT c.1899dupT | p.Arg634fs
N
20:32434611:T:-TA BA=LA 7L —5h7 | c.1900dupA | p.Arg634fs
K
20:32434611:TAG:T rs753983192 Tl—ALTT c.1904 1905 | p.Glu635fs
K delAG
20:32434612:A:T =YD A Nw 7 A | c.1900A>T | p.Arg634*
Ve
20:32434612: AGAGAG | 15755053984 TL—AhLTT c.1902 1924 | p.Glu635fs
GCGGCCACCACTGC IS delAGAGG
CATC:A CGGCCAC
CACTGCC
ATCG
20:32434615:G:T =LA A N7 A | ¢1903G>T | p.Glu635*
e
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20:32434621:G:GC PATAND 7L —Ahi7 | c1911dupC | p.Thr638fs
b
20:32434622:CCA:C WL Tl —A537 | ¢1912 1913 | p.Thr638fs
S delAC
20:32434623:CACCAC | %272 L ZJ1L—Ahv7 | c1912 1928 | p.Thr638fs
TGCCATCGGAGG:C 8 delACCACT
GCCATCG
GAGG
20:32434624:ACCACT | #4572 L T —A5¥7 | ¢1913 1932 | p.Thr638fs
GCCATCGGAGGGGG K delCCACTG
G:A CCATCGG
AGGGGGG
20:32434624:ACCACT | 242472 L T —A57 | ¢1913 1935 | p.Thr638fs
GCCATCGGAGGGGG R delCCACTG
GGGT:A CCATCGG
AGGGGGG
GGT
20:32434626:C:CACTA | %4472 L T L —AhT7 | c.1917 1918 | p.Ala640fs
k insAACT
20:32434626:CA:C L Z1L—Av7 | c1915delA | p.Thr639fs
K
20:32434626:CACTGC | 342470 L T1L—AY7 | c1915 1928 | p.Thr639fs
CATCGGAGG:C R delACTGCC
ATCGGAG
G
20:32434626:CACTGC | #%%72 L 7L —Ah37 | ¢1915 1931 | p.Thr639fs
CATCGGAGGGGG:C K delACTGCC
ATCGGAG
GGGG
20:32434627:ACTGCC | 2%Y%7 L TL—A537 | ¢1916 1929 | p.Thr639fs
ATCGGAGGG:A K delCTGCCA
TCGGAGG
G
20:32434627:ACTGCC | %472 L T —A57 | ¢1916 1935 | p.Thr639fs
ATCGGAGGGGGGGG K delCTGCCA
T:A TCGGAGG
GGGGGGT
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20:32434628:CTGCCA: | &% ¥47e L T L—ALv7 | c.1918 1922 | p.Ala640fs
C ~ delGCCAT
20:32434628:CTGCCA | %472 L ZlL—ALv7 | €1917_1927 | p.Ala640fs
TCGGAG:C k delTGCCAT
CGGAG
20:32434628:CTGCCA | %472 L ZL—L7 | ¢1917_1930 | p.Ala640fs
TCGGAGGGG:C ~ delTGCCAT
CGGAGGG
G
20:32434629:TGCCAT | 1s1262176022 | 7 L— AL 7 | ¢.1919_1929 | p.Ala640fs
CGGAGG:T K delCCATCG
GAGGG
20:32434629:TGCCAT | #%¥47 L ZL—AL7 | c.1918 1937 | p.Ala640fs
CGGAGGGGGGGGTG K delGCCATC
G:T GGAGGGG
GGGGTGG
20:32434632:CAT:C BN T L—Ahv7 | e1921_1922 | p.lle641fs
S delAT
20:32434632:CATCGG | %472 L TlL—Av7 | c1921_1928 | p.lle641fs
AGG:C K delATCGGA
GG
20:32434635:CGGAG: | %72 L T L—Ahv7 | ¢.1926 1929 | p.Gly644fs
C k delAGGG
20:32434635:CGGAGG | %472 L T L—5h7 | €.1926 1930 | p.Gly644fs
C K delAGGGG
20:32434636:G:T 1s892732207 | A by A | ¢1924G>T | p.Gly642*
i
20:32434637:G:GA 18752984377 | 7 L—Ah 7 | ¢.1926dupA | p.Gly643fs
k
20:32434637:G:GT AP T L—ALv7 | ¢.1925 1926 | p.Gly643fs
k insT
20:32434638:A:AG 131085307856, | 7 L — A7 | ¢.1934dupG | p.Gly646fs
13756958159 k
20:32434638:A:AGAG | %472 L Tl—Ahv7 | €1927_1928 | p.Gly643fs
G k insAGGG
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20:32434638:AGGGGG | %47 L TV —AhT7 | ¢.1930 1934 | p.Gly644fs
A S delGGGGG
20:32434639:G:GA YL TL—AhT7 | 1927 1928 | p.Gly643fs
k insA
20:32434639:G:GC ALY T L—2Ahv7 | €1927 1928 | p.Gly643fs
K insC
20:32434639:GGGGGG | ¥ L TV —AhT7 | 1930 1937 | p.Gly644fs
GGT:G ~ delGGGGG
TGG
20:32434646:G:GT YL 7 L—L7 | c.1935dupT | p.Gly646fs
8
20:32434647:-TGGCCC | #%¥47a L T L—Ahv7 | ¢.1940_1962 | p.Pro647fs
GGGTGGAGGTGGCG k delCGGGTG
GCGG:T GAGGTGG
CGGCGGG
GCC
20:32434649:G:GC ALY 7 L—Ahv7 | ¢1940dupC | p.Gly649fs
S
20:32434649:GCC:G AL Tl —AhT7 | 1939 1940 | p.Pro647fs
K delCC
20:32434649:GCCCGG | %72 L TV —AhT7 | 1940 1965 | p.Pro647fs
GTGGAGGTGGCGGC K delCGGGTG
GGGGCCA:G GAGGTGG
CGGCGGG
GCCACC
20:32434652:CGG:C PP TVL—AhT7 | 1942 1943 | p.Gly648fs
k delGG
20:32434652:CGGGTG | Y47z L TL—AhT7 | 1942 1946 | p.Gly648fs
© K delGGTGG
20:32434655:G:GT A=A T L—AhT7 | c1944dupT | p.Gly649fs
~
20:32434657:G:T 3 pA AR FA | c1945G>T | p.Gly649*
Ve
20:32434657:GGA:G BA=L® T —ALT7 | c.1947_1948 | p.Gly650fs
K delAG
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20:32434662:T:TG AT AP T —Ahy7 | c1952dupG | p.Gly652fs
I\
20:32434662: TGGCGG | §%%72 L T L—AY7 | ¢.1953 1972 | p.Gly652fs
CGGGGCCACCGATG k delCGGCG
AT GGGCCAC
CGATGAG
G
20:32434668:CGGGGC | %3472 L TL—AT7 | c.1960 1973 | p.Ala654fs
CACCGATGA:C K delGCCACC
GATGAGG
G
20:32434670:G:GT WL T —Ah7 | c.1958 1959 | p.Ala654fs
K insT
20:32434672:GCCACC | 3%%72 L TL—AhT7 | c.1961 1968 |p.Ala654fs
GAT:G K delCCACCG
AT
20:32434675:A:AC UL TVU—AhLT ¢.1965dupC | p.Asp656fs
1S
20:32434676:CCGATG: | % %72 L T —AhT7 | c.1965 1969 | p.Asp656fs
C T delCGATG
20:32434680:T:TG HwL TL—AhT7 | c.1969dupG | p.Glu657fs
k
20:32434680: T:-TGAGG | %72 L T1L—Ah7 | 1973 1976 | p.Gly660fs
R dupGAGG
20:32434681:G:T AP A2 R~ 7 HA | e1969G>T | p.Glu657*
L
20:32434684:G:T WL A2y HA | c1972G>T | p.Gly658*
Vg
20:32434692:C:CA AP Z1L—Ah7 | c.1981dupA | p.Arg661fs
K
20:32434693:A:T iz L A Rw7 HFA | c1981A>T | p.Argb6l*
v
20:32434702:AGC:A AP T —AhT7 | c.1991 1992 | p.Ser664fs
S delGC
20:32434702:AGCAGT | 32472 L TL—AT7 | c.1992 2002 | p.Ser664fs
GGTGAT:A K delCAGTGG
TGATG
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20:32434712:A:ATGGT | i34 72 L T Lo—da 37 ¢.2003 2015 | p.Cys672fs
GGTGAGGCC N dupGTGGT
GAGGCCT
G
20:32434718:G:GTGA | i%472 L TL—ALT7 ¢.2009 2015 | p.Cys672fs
GGCC S dupAGGCC
TG
20:32434721:AGG:A 4L TL—AhT ¢.2010 2011 | p.Glu670fs
K delGG
20:32434723:G:GC S A B 7 Lr—hisT ¢.2013dupC | p.Cys672fs
K
20:32434728:T:A ML AN A | c2016T>A | p.Cys672*
Ve
20:32434728:T:-TGGCC | %472 L TL—ALTT c.2020 2021 | p.His674fs
TCCCCTGGGCTCAG K insTCCCCT
GGTGGCCACA GGGCTCA
GGGTGGC
CACAGGC
C
20:32434731:CCACCC | %472 L Tl —ALTT €.2020 2027 | p.His674fs
TGA:C N delCACCCT
GA
20:32434732:C:CT B AP TL—hL7 ¢.2020 2021 | p.His674fs
N insT
20:32434734:CCCTGA | %472 L TL—ALT7 c.2025 2041 | p.Pro677fs
GCCCAGGGGAGG:C K delTGAGCC
CAGGGGA
GGCC
20:32434737:-TGAGCC | %3472 L TL—ALTT c.2027 2034 | p.Glu676fs
CAG:T S delAGCCCA
GG
20:32434738:G:T e L AN A | e2026G>T | p.Glu676*
v
20:32434744:A:AG BA=LAA® TL—ALTT7 ¢.2036dupG | p.Gly680fs
T
20:32434744:AG:A LML i P S c.2036delG | p.Gly679fs
~
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20:32434747:G:T SR A~ A | c2035G>T | p.Gly679*
Ve

20:32434757:G:GT ML TL—ALTT c.2045 2046 | p.Thr683fs
k insT

20:32434759:A:AT L Tl —ALTT €.2047 2048 | p.Thr683fs
k insT

20:32434763:C:CT B Flr—birZ c.2052dupT | p.Gly685fs
S

20:32434765:G:T YA AN A | c2053G>T | p.Gly685*
o

20:32434768:A:T WL A N7 A | c2056A>T p.Lys686*
Ve

20:32434769:AGT:A rs780146542 TL—AbLTT €.2060 2061 | p.Cys687fs
N delGT

20:32434772:GTACGT | #%%7s L TL—hTT c.2064 2074 | p.Ser689fs

CAGATC:G N delGTCAGA

TCTAC

20:32434773:T:A 151160049111 | A kw7 &1 | c.2061T>A | p.Cys687*
Vg

20:32434778:C:CA BuUiL 7 L—2nh7 | c2067dupA | p.Asp690fs
S

20:32434778:C:G 131387681483 | A kw7 &4 | c.2066C>G | p.Ser689*
o

20:32434786:C:T 151478929932 | X kw7 S A | ¢.2074C>T | p.Gln692*
Ve

20:32434789:C:T rs373221034 AN A | c2077C>T | p.Arg693*
A

20:32434789:CG:C =YD TL—hLT7 c.2078delG | p.Arg693fs
S

20:32434790:GAACAC | %472 L Pl S0P c.2082 2086 | p.GIn695fs

G K delACAAC

20:32434792:AC:A L TL—hLT7 c.2081delC | p.Thr694fs
K

20:32434795:C:CA 2t L JU—LhLTT ¢.2085dupA | p.Leu696fs
s
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20:32434795:C:CAACT | %472 L T Lo—da 37 ¢.2085 2088 | p.Leu697fs
k dupACTA
20:32434795:C:CT ML TL—hT7 c.2083 2084 | p.GIn695fs
k insT
20:32434795:.C:T YL A Nw 7 FA | €2083C>T | p.Gln695*
Ve
20:32434795:CA:C B Flr—birZ c.2085delA | p.GIn695fs
S
20:32434797:A:AG Sy L T —ALTT c.2085 2086 | p.Leu696fs
K insG
20:32434797:AC:A YL T L —AhL7 | c2086delC | p.Leu696fs
1S
20:32434798:C:CA PP TLU—AhTT c.2086 2087 | p.Leu696fs
N insA
20:32434799:T:TA 1s1284591534 | 7 L — AL 7 c.2088dupA | p.Leu697fs
N
20:32434800:ACTGCC | %472 L TL—AhT ¢.2091 2097 | p.Pro698fs
GC:A k delGCCGCC
T
20:32434804:CCGCCT | iz¥472 L TL—AhTT c.2094 2104 | p.Pro699fs
TATCCT:C K delGCCTTA
TCCTC
20:32434809:TTATCC | i%%472 L TL—ALT7 ¢.2100 2106 | p.Tyr700fs
TC:T K delTCCTCT
A
20:32434810:T:TA =LA TL—LALTT ¢.2099dupA | p.Tyr700fs
k
20:32434810:T:-TATCC | iz¥472 L TL—AhTT c.2099 2127 | p.Gly710fs
TCTAAATGGGGAGC =~ dupATCCT
ATACCCAGGCC CTAAATG
GGGAGCA
TACCCAG
GCC
20:32434813:C:CCT ML TL—ALTT c.2104 2105 | p.Asn703fs
N dupCT
20:32434821:T:TG BALAP Tl —ALTT ¢.2113dupG | p.Glu705fs
K
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20:32434821:TG:T rs778670589 T r—ITr 7 c.2113delG | p.Glu705fs
I\
20:32434825:G:T ML A~ oA | e2113G>T | p.Glu705*
g
20:32434825:GA:G YL TL—AbL7 c.2114delA | p.Glu705fs
h
20:32434827:GCATA: | %472 L T r—hT ¢.2117 2120 | p.His706fs
G S delATAC
20:32434830:T:-TA Sy L TlL—LbTT c.2119dupA | p.Thr707fs
S
20:32434831:AC:A YL Tl —AhT7  |c2122delC | p.GIn708fs
S
20:32434831:ACC:A A=A TL—LTT c.2121 2122 | p.GIn708fs
S delCC
20:32434832:CCCAGG | #%%7e L ZL—AT7 | c2124 2137 | p.GIn708fs
CCGGAACTG:C N delGGCCG
GAACTGC
CA
20:32434834:C:T 1s755789372 ANy A | c2122C>T p.GIn708*
Ve
20:32434839:CG:C rs772303842 7 r—Iir 7 ¢.2129delG | p.Gly710fs
S
20:32434840:G:T BA=AP AN A | c2128G>T | p.Gly710*
Vg
20:32434840:GGAACT | 32472 L TL—AhTT ¢.2130 2139 | p.Thr711fs
GCCAT:G K delAACTGC
CATG
20:32434841:GA:G PP TL—hL7 c.2131delA p.Thr711fs
k
20:32434842:AAC:A YL 7L —Ahi7 | ¢2131 2132 | p.Thr711fs
S delAC
20:32434843:AC:A BA=AP TL—AhTT c.2132delC | p.Thr711fs
K
20:32434843:ACTGCC | #2472 L F AT c.2132 2139 | p.Thr711fs
ATG:A S delCTGCCA
TG
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20:32434845:TG:T PAYAAP TJL—AbTT ¢.2134delG p.Ala712fs
I\

20:32434845:-TGCCAT | %472 L TL—AbTT c.2135 2144 | p.Ala712fs

GTCCA:T K delCCATGT

CCAG

20:32434846:GC:G BAAD TL—hT T c.2136delC p-Met713fs
1

20:32434847:CCA:C WL T —ALvT c.2136 2137 | p.Met713fs
N delCA

20:32434851:G:GTC BA=AP TL—AbLTT c.2140 2141 | p.Arg715fs
k dupTC

20:32434852:TC:T ML TL—ALTT ¢.2142delC p.Arg715fs
N

20:32434852: TCCA:T 2L A N7 A | c2141_2143 | p.Ser714_Arg715
NS delCCA delinsTer

20:32434856:GA:G ML TL—ALTT c.2145delA | p.Ala716fs
S

20:32434857:AG:A PP TL—bLvT c.2146delG | p.Ala716fs
S

20:32434858:GC:G BPA=LAP TJL—ATT c.2147delC p.Ala716fs
S

20:32434859:CT:C Zu L TJL—AhTT c.2148delT p.Arg717fs
S

20:32434860:T:-TAG PAAP Tl —bhT7 c.2149 2150 | p.Arg718fs
k dupAG

20:32434862:GGA:G A=A TJL—AhLTT c.2156 2157 | p.Glu719fs
~ delAG

20:32434862:GGAGA: | %47 L TV—hT c.2154 2157 | p.Glu719fs

G 1S delAGAG

20:32434863:GA:G WL TJL—hLTT c.2152delA p.Arg718fs
S

20:32434864:A:T A=A AN A | c2152A>T p.Arg718*
k1S

20:32434864:AG:A 2t L JU—LhLTT c.2153delG | p.Arg718fs
s
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20:32434867.G:T WL AR A | c2155G>T p.Glu719*
VY

20:32434867:GA:G AV TJL—ALTT c.2156delA p.Glu719fs
S

20:32434868:A:AG PA=LAAP TJL—hLT c.2158dupG | p.Asp720fs
h

20:32434868:AG:A AL TL—LT7 ¢.2158delG p.Asp720fs
S

20:32434874:TG:T A=A TL—AbLT c.2163delG | p.Pro722fs
K

20:32434875:GC:G YL Tl —Ah7 | c2165delC | p.Pro722fs
S

20:32434877:CT:C 572D TJU—LTT c.2167delT p.Ser723fs
3

20:32434878: T-TTCTC | #4&7e L Z1L—Ah7 | c2170 2171 | p.Leu724fs

AGAGAAGGCAGGTC N insAGAGA

C AGGCAGG

TCCTCTC

20:32434878:T:-TTTCT | %472 L TJL—ALT c.2167 2168 | p.Ser723fs

CAGAGAAGGCAGGT 1S insTCTCAG

CC AGAAGGC

AGGTCCT

20:32434885:A:T 1s757533853 ANy A | c21T3A>T p.Arg725*
Vg

20:32434886:GA:G ML TV—Ir T c.2177delA | p.Lys726fs
h

20:32434888:A:T 151415948169 | 2 kw7 A | c.2176A>T | p.Lys726*
Mg

20:32434889:AG:A 2L TJL—ATT ¢.2179delG p.Glu727fs
K

20:32434891:G:T 151264581343 | A kv ZA | ¢2179G>T | p.Glu727*
Vg

20:32434891:GA:G WL TU—LTT c.2180delA | p.Glu727fs
k
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20:32434894.G:T WL AR A | c2182G>T p.Glu728*
VY
20:32434894:GA:G AV TJL—ALTT ¢.2185delA p-Ser7291s
~
20:32434898:GC:G PA=LAAP TU—LTT ¢.2187delC p.Cys730fs
~
20:32434901:GCCTAC | iz%472 L TL—AhTT c.2191 2197 | p.Leu731fs
TA:G k delCTACTA
C
20:32434902:C:A 151297030768 | 2 kw7 A | c.2190C>A p.Cys730*
Ve
20:32434903:C:CTA L L TL—AhTT €.2192 2193 | p.Leu732fs
k dupTA
20:32434904: TACTAC | 5472 1L TL—ALT c.2195 2219 | p.Leu732fs
AGAGGGCTACAGTT K delTACAGA
GGACTC:T GGGCTAC
AGTTGGA
CTCAC
20:32434906:C:CTA BAYAP TL—AhTT ¢.2195 2196 | p.GIn733fs
~ dupTA
20:32434908:AC:A rs777135381 TJL—AbLTT ¢.2197delC p.GIn733fs
S
20:32434909:C:T rs387907078 A N7 A | e2197C>T p.GIn733*
Vg
20:32434912:A:AGG A= AP TL—AhTT7 €.2202 2203 | p.Ala735fs
~ dupGG
20:32434912:AG:A 1s1476818548 | 7 L — L7 €.2203delG | p.Ala735fs
k
20:32434920:AG:A A=A T —AbLT7 €.2209delG | p.Val737fs
K
20:32434923:TG:T A=A TL—AhTT c.2213delG | p.Gly738fs
S
20:32434924:G:T 1s1165142818 | 2 ~ w7 A | ¢2212G>T | p.Gly738*
g
20:32434925:GACTC:G | 35472 L TL—AhTT €.2216 2219 | p.Leu739fs
k. delTCAC
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20:32434927:CT:C SR TJlL—AhLTT c.2216delT p.Leu739fs
I\

20:32434928:T:TCA ML TlL—LTT €.2219 2220 | p.Asp741fs
S dupCA

20:32434934:A:ATG YL TL—AbL7 €.2223 2224 | p.Gly742fs
N dupTG

20:32434938:GC:G A=A TU—AbTT ¢.2227delC p.Leu743fs
S

20:32434940:TA:T A=A TL—AhT €.2229delA | p.Gly744fs
K

20:32434941:A:AG YL TL—Ay7 | ¢2231dupG | p.Asp745fs
1S

20:32434943:GA:G AL T —AhLTT c.2232delA | p.Asp745fs
S

20:32434946:AT:A BPA=YP TL—ALL7 | ¢2235delT | p.Asp745fs
N

20:32434948:GC:G Z4 L TL—bLTT ¢.2238delC p.Ser747fs
S

20:32434951:TC:T BA=LAAP AN ¢.2242delC p.GIn748fs
S

20:32434954.C:T 151202551247 | A w7 A | ¢.2242C>T p.GIn748*
Ve

20:32434954:CA:C BA= AP TL—AbLT7 c.2244delA | p.GIn748fs
k

20:32434957:CT:C B AP TJL—hTT c.2246delT p.Leu749fs
8

20:32434958:TC:T 151481246277 | 7 L — AL 7 ¢.2250delC p.Val751fs
S

20:32434962:C:CA ZE L Tl —AhLT €.2250 2251 | p.Val751fs
k insA

20:32434963:GT:G WAL TJL—hLTT ¢.2253delT p.Ala752fs
S

20:32434963:GTTGCT | 32472 L T —AbLTT €.2253 2262 | p.Ala752fs

CCCAC:G S delTGCTCC

CACT
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20:32434965:T:TA AT AP Tl —AY7 | c2253 2254 | p.Ala752fs
k insA
20:32434965:T:TG 151214641052 | 7 L—A 7 | ¢.2254dupG | p.Ala752fs
k
20:32434965:TG:T ML TJL—Av7 | c2254delG | p.Ala752fs
K
20:32434968:TC:T AL TL—LT7 ¢.2259delC p.Thr7541s
k
20:32434968: TCCCAC | 3%%472 L TL—AT7 | e2259 2278 | p.Thr754fs
TGGGGACCAGCCAT k delCACTGG
G:T GGACCAG
CCATGCC
20:32434970:C:CCCAG | #4570 L T —Ah7 | 2259 2260 | p.Thr754fs
TGGGAG K insCAGTGG
GAGC
20:32434970:CCACTG: | %47 L TL—AYT7 | 2259 2263 | p.Thr754fs
C k delCACTG
20:32434970:CCACTG | @&/ L T —AhTT7 | 2259 2274 | p.Thr754fs
GGGACCAGCCA:C K delCACTGG
GGACCAG
CCA
20:32434971:C:CCAGT | #%¥%7 L TL—AY 7 | e2259 2260 | p.Thr754fs
GGGAGCA K insCAGTGG
GAGCA
20:32434971:CA:C =YD 7L —A57 | €2260delA | p.Thr754fs
k
20:32434972:AC:A FA=LAP T L —AL7 | c2261delC | p.Thr754fs
}\
20:32434973:CT:C FA=L/P T —Ahv7 | c2262delT | p.Asp756fs
IS
20:32434974: TG:T L TL—hLT ¢.2266delG p.Asp756fs
K
20:32434979:AC:A rs1449831583 | 7 L—2 327 | ¢2269delC | p.GIn757fs
K
20:32434981:C:T rs779078826 | A kw7 A | c2269C>T | p.Gln757*
v
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20:32434985:CA:C PAYAAP T V=BT ¢.2274delA p.Cys7591s
I\

20:32434986:A-AT T L —Ah 7 | c2275dupT | p.Cys759fs
~

20:32434986:A:ATG PA=LAAP TU—LTT €.2275 2276 | p.GIn760fs
N dupTG

20:32434988:GCCAGG | iz%472 L T Lr—IT ¢.2278 2290 | p.GIn760fs

CCTTGCCC:G k delCAGGCC

TTGCCCC

20:32434989:C:A BA=AP AN A | c2277C>A p.Cys759*
Ve

20:32434990:C:T 151167715259 | A b w7/ HA | ¢.2278C>T p.GIn760*
Vg

20:32434990:CA:C BA=YAA TL— AT c.2279delA | p.GIn760fs
]\

20:32434993:GC:G UL Z o —IT7 ¢.2283delC p.Leu762fs
~

20:32434995:.C.CT ML TL—ALTT €.2285dupT | p.Leu762fs
k

20:32434997:T:A 27 L X7 A | c2285T>A | p.Leu762*
Ve

20:32434998:GC:G WL Tl —ATT ¢.2290delC p.Leu764fs
~

20:32434998:GCC:G UL TJL—ALTT €.2289 2290 | p.Leu764fs
K delCC

20:32435003:T:TA ML TL—ALT €.2292dupA | p.Leu765fs
~

20:32435004:AC:A A=A TJL—ALTT ¢.2293delC p.-Leu765fs
2

20:32435004:ACTGTC | 35472 L TJL—ALTT ¢.2294 2301 | p.Leu765fs

CTC:A S delTGTCCT

CC
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20:32435004:ACTGTC | i2¥%72 L Tl —AhTT €.2296 2317 | p.Ser766fs
CTCCCAAACCTCAG N delTCCTCC
TAG:A CAAACCT
CAGTAGC
TG
20:32435005:C:CT BALVIAD TJL—AhTT ¢.2294dupT | p.Ser766fs
K
20:32435005:CT:C A T L—A7 | ¢2294delT | p.Leu765fs
K
20:32435008:TC:T rs1315414366 | 7L — A7 €.2298delC p.Ser7671fs
K
20:32435011:TC:T ML TL—AhLT c.2302delC | p.GIn768fs
~
20:32435014:C:T 15770762273 ANwT FA | c2302C>T | p.Gln768*
o
20:32435014:CA:C ML TL—AhTT c.2305delA | p.Thr769fs
K
20:32435021:C:G ML AN FA | e2309C>G | p.Ser770*
o
20:32435023:GT:G UL TL—ALTT c.2312delT | p.Val771fs
K
20:32435025:A:AGCT | %472 L 7L —AhI7 | 2316 2344 | p.His782fs
GAGAGATTAGTGGA ~ dupTGAGA
GCAGCCTCAGTT GATTAGT
GGAGCAG
CCTCAGTT
GC
20:32435028: TGA:T Tl TL—AhTT7 €.2321 2322 | p.Arg774fs
K delGA
20:32435029:G:GA AP Tl —AhTT c.2318dupA | p.Arg774fs
~
20:32435029:G:T 1s759218892 ANw7 A | c2317G>T | p.Glu773*
Ve
20:32435032:A:T PP AN FA | c2320A>T | p.Arg774*
Ve
20:32435034:AT:A 1s765327792 TJU—AhLTT €.2324delT p.Leu775fs
~
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20:32435036:T:A rs752263134 A NwT FA | c2324T>A | p.Leu775*
Ve

20:32435036:T:G 1s752263134 A RNw T A | c2324T>G | p.Leu775*
o

20:32435041:G:T UL ANy FA | e2329G>T | p.Glu777*
VY

20:32435044:C:T A=A A Nw 7 A | e2332C>T | p.GIn778*
M

20:32435050:C:T 1s751021760 AN A | c2338C>T | p.GIn780%*
o

20:32435054:T:TG et L TlL—LbLTT ¢.2343dupG | p.His782fs
S

20:32435065:GT:G BTN TL—AhT7 | c2355delT | p.Arg786fs
3

20:32435066:T:-TTA ZH L Tl —AhT7 | 2355 2356 | p.Arg786fs
N dupTA

20:32435074:G:GA F=AAD TL—AL7 ¢.2364dupA | p.Cys789fs
S

20:32435074:G:T 151402270258 | 2 kv ZA | ¢2362G>T | p.Glu788*
VY

20:32435074:GA:G BAVIAD TJL—hLT ¢.2364delA p.Glu788fs
S

20:32435075:A:AT PA=L/AP TL—AhTT €.2363 2364 | p.Glu788fs
K insT

20:32435076:ATG:A ML Tl —AhTT €.2367 2368 | p.Cys789fs
K delTG

20:32435078:G:GT L TL—hLT7 ¢.2367dupT | p.Glu790fs
}\

20:32435078:GT:G AL TJL—hLIT ¢.2367delT p.Cys789fs
N

20:32435079:T:A WAL AN A | c2367T>A p.Cys789*
VY

20:32435080:G:T WL AN A | e2368G>T | p.Glu790*
M

20:32435081:AG:A B AP T —LT7 €.2370delG | p.Glu790fs
T
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20:32435089:AC:A PAYAAP TJlL—AhLTT ¢.2379delC p.Thr794fs
I\

20:32435093:CT:C PP TlL—LTT ¢.2383delT p.Ser7951s
S

20:32435095:T:TA PA=LAAP TJL—ATT €.2383 2384 | p.Ser795fs
k insA

20:32435095:TC:T rs752828734 TU—AbTT ¢.2385delC p.Trp796fs
S

20:32435097:CT:C Sy L TlL—LbTT c.2386delT p.Trp796fs
K

20:32435099:G:A 1s770674396 AN A | e2387G>A | p.Trp796*
o

20:32435100:G:A BA=YAD AN FA | c2388G>A | p.Trp796*
g

20:32435100:GGA:G ;L T —AhLTT ¢.2389 2390 | p.Glu797fs
K delGA

20:32435101:G:T Sl L AN A | e2380G>T | p.Glu797*
Vg

20:32435104:AG:A BAYAD TL—hLT7 ¢.2393delG p.Ser798fs
S

20:32435106:T:-TGATG | %%72 L T L—AT 7 | 2406 2407 | p.GIn803fs

ATGAGGAGG K insGGATGA

TGAGGAG

20:32435108:AT:A UL TJL—hTT ¢.2397delT p-Asp799fs
S

20:32435109:TG:T ML TL—AbLTT ¢.2398delG p.Asp800fs
k

20:32435113:G:T A=Y AP A N7 A | c2401G>T | p.Glu801*
o

20:32435113:GA:G PP TJ—AhTT c.2402delA | p.Glu801fs
S

20:32435116:G:T A=A AN FA | c2404G>T | p.Glu802*
Vg

20:32435118:G:GCC B TJU—LhLvT €.2407 2408 | p.GIn803fs
~ insCC
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20:32435118:GC:G SR TlL—AbLTT ¢.2407delC p.GIn803fs
I\

20:32435119:C:T 1s775071544 A N7 A | c.2407C>T p.GIn803*
o

20:32435121:AG:A L Tl —ALTT7 c.2411delG | p.Gly804fs
18

20:32435124:A:AC B T lr—bT ¢.2415dupC | p.Thr806fs
S

20:32435131:GT:G TL—LTT c.2421delT p-Pro808fs
K

20:32435133:T:TC YL T L —AhL7 | c2423dupC | p.Ala809fs
1S

20:32435133:TC:T rs763280972 TL—AbLTT c.2423delC | p.Pro808fs
S

20:32435133:TCC:T Tl L TL—AhTT c.2422 2423 | p.Pro808fs
N delCC

20:32435133:TCCTGC: | 472 L TJlL—AhTT €.2422 2426 | p.Pro808fs

T S delCCTGC

20:32435140:GA:G 2L TL—hLT7 ¢.2429del A p.Asp810fs
S

20:32435141:ACAATG | %472 L T L—AT7 | ¢.2431 2437 | p.Asn811fs

GT:A K delAATGGT

C

20:32435142:CAA:C ML T —AhTT c.2431 2432 | p.Asn811fs
k delAA

20:32435145:T:TG A=A TL—ALTT ¢.2435dupG | p.Pro813fs
k

20:32435148:TC:T =YD TlL—AhTT €.2439delC | p.Ile814fs
1S

20:32435154:TC:T ZuRL TU—AhTT c.2444delC | p.Pro815fs
S

20:32435156:CG:C L TL—AbTT c.2445delG | p.Ser816fs
1S

20:32435159:CTCTA:C | %472 L JU—LhLTT c.2448 2451 | p.Leu817fs
}\ delTCTA
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20:32435159:CTCTAG: | i%¥%7s L Tl —AhTT c.2449 2453 | p.Leu817fs

C N delCTAGT

20:32435161:C:CT YL 7 L—AY7 | c2450dupT | p.Val818fs
S

20:32435161:CT:C L Tl —ALTT7 €.2450delT | p.Leu817fs
18

20:32435164:GT:G AL TL—LT7 ¢.2453delT p.Val818fs
S

20:32435165:TG:T Sy L TL—AhLTT c.2456delG | p.Gly819fs
~

20:32435170:G:GA YL T L—AL7 | c2459dupA | p.Asp820fs
1S

20:32435171:AT:A =LA TJ—AbLTT ¢.2460del T p.Asp820fs
S

20:32435174:A:AT ZH L T —Ah7 | c2463dupT | p.Thr822fs
N

20:32435174:ATACAT | #2472 L TL—AhT c.2463 2484 | p.Thr822fs

TAGAGAAAGGAACT k delTACATT

GGC:A AGAGAAA

GGAACTG
GC

20:32435175:T:TA rs1221361018 | 7 L —ALT 7 c.2464dupA | p.Thr822fs
S

20:32435176:A:AC AP T —ALTT ¢.2465dupC | p.Leu823fs
k

20:32435178:AT:A 1s767215739 TlL—AbTT c.2468delT p-Leu823fs
k

20:32435179:T:-TA L TL—ALT7 c.2467 2468 | p.Leu823fs
N insA

20:32435180:T:A = P A N7 A | c.2468T>A | p.Leu823*
N

20:32435180:T:G e L AN HA | c2468T>G | p.Leu823*
o

20:32435180:T:TA A=A TL—AhTT ¢.2469dupA | p.Glu824fs
1S
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20:32435184:GA:G SR Tl —AhTT c.2475delA | p.Gly826fs
I\

20:32435187:A:AG ML TL—AhTT ¢.2477dupG | p.Thr8271fs
S

20:32435187:AG:A 151064796100 | 7 L — AT 7 c.2477delG | p.Gly826fs
18

20:32435188:G:T rs774018728 A Nw 7 A | e2476G>T | p.Gly826*
M

20:32435189:G:GAAC | %472 L TL—AhLTT c.2478 2481 | p.Gly828fs

T K dupAACT

20:32435192:CT:C YL T L —AhL7 | c2481delT | p.Gly828fs
1S

20:32435193.T:TG FPA=LP 71 —AhY7 | c2483dupG | p.GIn829fs
S

20:32435197:C:T 151013267324 | A h v 74 | c.2485C>T | p.GIn829*
VY

20:32435205:TGACA:T | #4702 L TL—AhT €.2495 2498 | p.Asp832fs
k delACAG

20:32435208:CAGTCA | %472 L TL—ATT €.2498 2523 | p.Ser833fs

TCCCACTATGAAGG K delGTCATC

ATCCTGT:C CCACTATG

AAGGATC
CTGTA

20:32435210:GT:G AP T —ALTT ¢.2499delT p.His834fs
k

20:32435212:C:CTG FA—LAP TL—AhTT €.2500 2501 | p.His834fs
S insTG

20:32435219:CT:C ML TJl—AbLTT ¢.2508delT p-Met8371s
S

20:32435221:AT:A 2L Tl —AbLT ¢.2510delT p-Met837fs
K

20:32435222:TG:T BA=VAP 7 =AY c.2511delG | p.Met837fs
k

20:32435225:AG:A 7L TJV—LbLvT c.2515delG | p.Asp839fs
1S
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20:32435233:GTA:G ML T Lo—da 37 €.2522 2523 | p.Val841fs
K delTA

20:32435234:TA:T 1s773442382 TL—ALTT c.2525delA | p.Asn842fs
S

20:32435238:TG:T L Tl —ALTT7 €.2527delG | p.Val843fs
18

20:32435238:TGTGAC | %472 L Flr—birZ €.2527 2534 | p.Val843fs

CCC:T S delGTGACC

CC

20:32435242:A:AC 15750170870 TL—ALTT €.2535dupC | p.Ser846fs
8

20:32435242:AC:A B T le—=bis7 €.2535delC | p.Ser846fs
=

20:32435248:AGTTCC | i&%%472 L TL—ALTT7 €.2537 2555 | p.Ser846fs

ACACCTGAATCCTC: K delGTTCCA

A CACCTGA

ATCCTC

20:32435251:TC:T FA=LAAP Z71L—AhT7 | c2541delC | p.Thr848fs
1S

20:32435252:CCA:C BA=LAP TL—ALTT c.2544 2545 | p.Pro849fs
K delAC

20:32435256:AC:A ML AN €.2546delC | p.Pro849fs
1S

20:32435260:G:T rs914002110 AN A | c2548G>T | p.Glu850*
Ve

20:32435263:TC:T ZWe L Tl —ATT ¢.2553delC p.Ser852fs
1S

20:32435265:C:CT e L TL—AhTT c.2554dupT | p.Ser852fs
b

20:32435267:C:G UL A NwT FA | c2555C>G | p.Ser852*
Vg
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20:32435268:A:ACCG | i34 72 L T —AhTT €.2559 2617 | p.Pro873fs
ACTGATTGCCTGCA k dupGACTG
GAACAGAGCATTTG ATTGCCTG
ATGACGAATTAGGG CAGAACA
CTTGGTGGCTCATG GAGCATTT
GATGACG
AATTAGG
GCTTGGTG
GCTCATGC
C
20:32435270:C:.CTG LML TlL—AbTT €.2558 2559 | p.Thr854fs
k insTG
20:32435273:CTGAT:C | 1s755989932 TL—AhLTT c.2564 2567 | p.Asp855fs
3 delATTG
20:32435274.T:TG FA=LAAP TJL—ALT ¢.2563dupG | p.Asp855fs
K
20:32435274: T:-TGATT | %472 L T —AhLTT €.2565 2575 | p.Asn859fs
GCCTGCA k dupTTGCCT
GCAGA
20:32435275:GATTGC | %472 L TL—AhTT €.2565 2578 | p.Asp855fs
CTGCAGAAC:G k delTTGCCT
GCAGAAC
A
20:32435277:-TTGCC:T | 347 L TV —AbLTT €.2569 2572 | p.Leu857fs
k delCTGC
20:32435283:GCAGAA | #4472 L T—AbTT €.2576 2580 | p.Asn859fs
:G N delACAGA
20:32435284:C:T B AL A | e2572C>T p.GIn858*
VY
20:32435286:GA:G YL T L —AhL7 | c2576delA | p.Asn859fs
N
20:32435288:AC:A BA=LAP TL—hT c.2577delC | p.Asn859fs
N
20:32435289:CA:C =LA TU—AhTT c.2578delA | p.Arg860fs
k
20:32435289:CAG:C rs1384553029 | 7 L —AL 7 c.2580 2581 | p.Arg860fs
S delAG
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20:32435290:A:T WL A NwT FA | c257T8A>T | p.Arg860*
Ve
20:32435292:AG:A ML TL—hT7 c.2581delG | p.Ala861fs
S
20:32435293:GC:G L Tl —ALTT7 c.2582delC | p.Ala861fs
h
20:32435294:C:CA B Flr—birZ c.2583dupA | p.Phe862fs
S
20:32435299:GA:G Sy L TL—AhLTT c.2588delA | p.Asp863fs
S
20:32435299:GATGAC | %%/ L T L—AL7 | 2588 2595 | p.Asp863fs
GAA:G k delATGACG
AA
20:32435305:G:T rs147895689 AN A | e2593G>T | p.Glu865*
VY
20:32435309:T:G AP AN FA | c2597T>G | p.Leu866*
VY
20:32435310:AG:A 5= TL—ALTT7 c.2601delG | p.Gly869fs
S
20:32435316:TG:T e L. TL—AhTT €.2606delG | p.Gly869fs
S
20:32435320:G:GGCTC | %472 L TL—hT €.2610 2655 | p.Lys886fs
ATGCCCTCCTATGA S dupCTCAT
GGGAAAGTGATACT GCCCTCCT
AGACAAGAAAACTT ATGAGGG
AAAGTGA
TACTAGA
CAAGAAA
ACTTG
20:32435322:C:CCA B TL—ALT7 €.2610 2611 | p.Ser871fs
K insCA
20:32435324:CA:C rs780091312 TJL—AhTT c.2613delA | p.Cys872fs
k
20:32435327:G:GC WL Tl —ATT ¢.2618dupC | p.Pro874fs
S
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20:32435328:C:A SR A Rv7 A | c2616C>A | p.Cys872*
o~

20:32435328:CCCTCC | %472 L TL—AhTT €.2617 2626 | p.Pro873fs

TATGA:C K delCCTCCT

ATGA

20:32435338:AG:A BAAD TL—hT T €.2629delG p-Glu877fs
1

20:32435341:G:GA WL T —ALvT ¢.2632dupA | p.Ser878fs
K

20:32435341:GA:G BA=AP 7 V=7 c.2632delA | p.Ser878fs
b

20:32435344:AGT:A ML TL—ALTT €.2634 2635 | p.Ser878fs
N delTG

20:32435349:T:TA BA=L AP TL—h7 c.2638dupA | p.Thr880fs
]\

20:32435350:AC:A BA=YAP TL—ALTT €.2639delC | p.Thr880fs
S

20:32435356:C:T 1s770209084 A~ A | c2644C>T | p.GIn882*
VY

20:32435363:AC:A B AN €.2652delC | p.Leu885fs
S

20:32435366:T:A Sl L AN HFA | c2654T>A | p.Leu885*
o

20:32435368:A:T PAAP A ~w7 A | c2656A>T | p.Lys886*
VY

20:32435374:A:T ML AN A | ¢2662A>T | p.Lys888*
o

20:32435375:A:AG ML TL—AhTT €.2665dupG | p.Ala889fs
S

20:32435380:C:CT rs1432318140 | 7 L — A7 €.2669dupT | p.Val891fs
S

20:32435385:TTC:T PA=L AP TL—AhTT €.2675 2676 | p.Ser892fs
k delCT

20:32435387:C:CT 2t L JU—LhLTT c.2676dupT | p.Asn893fs
s
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20:32435390:AC:A WL A 2l VA ¢.2679delC p.Asn893fs
I\

20:32435393:GT:G 1s778535367 JL—AbLTT ¢.2683delT p.Ser895fs
S

20:32435395: T:-TCTTT | s%%472 L TJL—hLT c.2685 2689 | p.His897fs

G h dupTTTGC

20:32435395:TC:T AL TL—LT7 ¢.2684delC p.Ser895fs
S

20:32435396:C:CT Sy L TlL—LbTT c.2687dupT | p.Leu896fs
K

20:32435405:G:A WL AN FA | c2693G>A | p.Trp898*
Vg

20:32435406:G:A 1s760592730 AN FA | c2694G>A | p.Trp898*
M

20:32435407:A:ATACC | %472 L T —AbLTT €.2696 2700 | p.11le901fs

C N dupTACCC

20:32435407:AT:A WL TJL—AbLTT ¢.2696delT p.11e8991s
S

20:32435408:T:TA 2L TL—AbLT7 ¢.2697dupA | p.Pro900fs
K

20:32435409:A:AC BAVIAD TJL—hLT ¢.2700dupC | p.1le901fs
S

20:32435409:AC:A P AY JL—5bLTT ¢.2700delC p.1le901fs
13

20:32435414:TC:T B AP TJL—hTT ¢.2705delC p.Pro902fs
k

20:32435418:A:ATCAT | %472 L T —AbLTT c.2708 2709 | p.Asn904fs
k insATTC

20:32435419:TCGAAT | 32472 L TJL—AbT7T c.2708 2714 | p.Ser903fs

GA:T N delCGAATG

A

20:32435421:GA:G 2L TJL—hLTT c.2711delA p-Asn904fs
K

20:32435428:GA:G A AP TJL—ALTT c.2717delA | p.Glu906fs
s
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20:32435436:G:GA ML Tl —AhTT ¢.2727dupA | p.GIn910fs
I\

20:32435436:GAA:G ML TL—AhTT €.2726 2727 | p.Lys909fs
k delAA

20:32435440:C:T UL A Nw 7 A | €2728C>T | p.GIn910*
VY

20:32435452:G:T A=A AN A | e2740G>T | p.Glu914*
M

20:32435458:A:AT Sy L TlL—LbTT c.2746 2747 | p.Arg916fs
K insT

20:32435460:AG:A YL TL—AhT7 | c2749delG | p.Glu917fs
S

20:32435462:A:AAC PP TLU—AhTT c.2754 2755 | p.11e919fs
N dupCA

20:32435462:AAC:A ZH L TL—AhTT7 | 2754 2755 | p.1le919fs
K delCA

20:32435464:CACAT:C | #3472 L TL—AL7 €.2755 2758 | p.1le919fs
S delATAC

20:32435468:T:-TA rs771822198 TL—ALT7 ¢.2757dupA | p.Pro920fs
K

20:32435474:.C:CT BAVIAD TL—AhTT ¢.2763dupT | p.Val922fs
S

20:32435478: TGAGCC: | #4472 L TL—bT7 c.2767 2771 | p.Glu923fs

T K delGAGCC

20:32435481:G:GC PP TlL—AhT7 ¢.2773dupC | p.GIn925fs
k

20:32435481:GC:G L TL—AhTT ¢.2773delC | p.GIn925fs
}\

20:32435483:C:CCCAG | i34 72 L TL—AhTT ¢.2772 2775 | p.Val926fs
K dupCCAG

20:32435485:C:T rs387907077 AN A | c2773C>T p.GIn925*
VY

20:32435487:GGTTGG | §%%472 L TL—AhTT c.2777 2789 | p.Val926fs

AGAGGAGT:G S delTTGGAG

AGGAGTG
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20:32435490:TG:T ML T r—ITr 7 c.2780delG | p.Gly927fs
I\
20:32435493:A:AG ML TL—AhTT ¢.2782dupG | p.Glu928fs
S
20:32435494:G:T YL AN A | e2782G>T | p.Glu928*
Ve
20:32435499:GTGGGA | %472 L TL—LTT c.2790 2815 | p.Trp930fs
GAAAGCTGCTCCCA k delGGAGA
CCCCTCC:G AAGCTGC
TCCCACCC
CTCCTG
20:32435501:G:A ML AT FA | c2789G>A | p.Trp930*
Ve
20:32435503:G:T PA=LAAP ANvT FA | c2791G>T | p.Glu931*
v
20:32435505:GA:G ML T—AbTT c.2796delA | p.Ala933fs
K
20:32435505:GAAAGC | #%¥47s L TL—AhLT €.2794 2803 | p.Lys932fs
TGCTC:G k delAAAGCT
GCTC
20:32435510:C:CT AP TJL—hLTT ¢.2799dupT | p.Ala934fs
S
20:32435514:T:TCCCA | #%&7 L T L—AL7 | 2806 2810 | p.Ala939fs
C K dupACCCC
20:32435518:A:AAG YL T —AL7 c.2806 2807 | p.Thr936fs
K insAG
20:32435521:C:.CT ML TlL—LTT c.2809 2810 | p.Pro937fs
k insT
20:32435521:CCTCCT | &% L ZL—AY7 | c2810 2817 | p.Pro937fs
GCA:C k delCTCCTG
CA
20:32435522:C:CT PA=LAAP TL—AhTT ¢.2811dupT | p.Pro938fs
N
20:32435523:TC:T AP TJL—ALTT c.2813delC p-Pro938fs
K
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20:32435525:CTGCA:C | i34 72 L Tl —AhTT c.2815 2818 | p.Ala939fs
N delGCAT

20:32435528:CA:C ML TL—AhTT c.2817delA | p.Leu940fs
S

20:32435529:AT:A L Tl —ALTT c.2819delT | p.Leu940fs
h

20:32435529:ATT:A B T r—hT c.2818 2819 | p.Leu940fs
k delTT

20:32435540:AT:A A=A TlL—ALT7 ¢.2831delT p.Leu944fs
K

20:32435545:ACAGCT | %72 L T L —Ah7 | 2834 2841 | p.Thr945fs

GAG:A 1S delCAGCTG

AG

20:32435551:G:GAGG | 5472 L TL—AhTT c.2840 2843 | p.Leu950fs

A K dupAGGA

20:32435551:G:T AP AN FA | e2839G>T | p.Glu947*
VY

20:32435558:G:GTCTA | #%%7e L 7L —Ah7 | c.2847 2850 | p.Asp951fs
1S dupTCTA

20:32435561:T:TA B TL—AhTT ¢.2850dupA | p.Asp951fs
S

20:32435569:C:CT Zu L TL—AbLTT c.2859dupT | p.Asp954fs
S

20:32435577:CCTTA:C | 1s747315609 TL—hLT7 €.2869 2872 | p.Thr957fs
~ delACTT

20:32435580:T:TA FALAAP Tl —Ahy7 | c2869dupA | p.Thr957fs
S

20:32435581:AC:A =YD TL—hLT7 ¢.2870delC | p.Thr957fs
S

20:32435582:C:CT WL TJL—hLTT ¢.2872dupT | p.Ser958fs
S

20:32435585:C:A A=A A Nw 7 FA | c2873C>A | p.Ser958*
g

20:32435585:C:G 2t L A Nw7 A | e2873C>G | p.Ser958*
VY
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20:32435587:.CT:C PAYAAP TJL—AbTT ¢.2876delT p.Leu959fs
I\

20:32435591:G:A 11438791925 | A kw7 4~ 1 | ¢.2879G>A | p.Trp960*
A

20:32435592:G:A 1s756688220 AN A | ¢2880G>A | p.Trp960*
ha

20:32435595: TGTGCC | %472 L TZL—ALTT ¢.2885 2897 | p.Val962fs

ATCTCGAG:T S delTGCCAT

CTCGAGG

20:32435596:GT:G BA=AP TL—AbLTT ¢.2885delT p.Val962fs
b

20:32435605:C:T rs397515401 AN HA | e2893C>T p.Arg965*
o

20:32435608:G:T A=A AN A | c.2806G>T p.Gly966*
VY

20:32435615:GT:G LB L TL—ALTT ¢.2904delT p.Ser968fs
S

20:32435617:GA:G 2L TJL—hLTT ¢.2906delA p.Asp9691fs
S

20:32435630:G:GT AV TJL—ATT ¢.2920dupT | p.Tyr974fs
S

20:32435630:G:GTT oL TL—AhI7 | ¢2919 2920 | p.Tyr974fs
k dupTT

20:32435632:T:TA UL TL—hLTT ¢.2921dupA | p.Tyr974fs
S

20:32435633:AC:A A=A TL—AbLTT ¢.2922delC p.Cys975fs
S

20:32435634:C:A rs886039722 AR A | e2922C>A | p.Tyr974*
o

20:32435634:CT:C PP TJL—AhLTT ¢.2923delT p.Cys975fs
S

20:32435638:C:T rs776868653 AN A | e2926C>T p.GIn976*
k1S

20:32435641:C:T 151366953593 | X kw7 FA | ¢.2929C>T p.GIn977*
Ve
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20:32435649:C:CA ML T r—ITr 7 ¢.2938dupA | p.11e980fs
I\
20:32435653:GA:G ML TL—AhTT c.2945delA | p.Lys982fs
S
20:32435658:GCTGAA | 54472 L Tl —ALTT7 €.2949 2982 | p.Lys984fs
AATCAACGGAGACT K delGAAAA
CTGAAGCACTGAGT TCAACGG
C:G AGACTCT
GAAGCAC
TGAGTCCT
20:32435666:TC:T Sy L TL—AhTT €.2955delC | p.Asn986fs
k
20:32435667:CA:C ML T r—hI 7 ¢.2957delA | p.Asn986fs
~
20:32435669:AC:A A=A TL—LALTT €.2958delC | p.Asn986fs
K
20:32435670:C:CG e L TL—AhTT €.2960dupG | p.Asp988fs
S
20:32435670:CG:C ML TL—AhT €.2960delG | p.Gly987fs
k
20:32435673:AGACTC | #4472 L TL—AhTT €.2963 2987 | p.Asp988fs
TGAAGCACTGAGTC K delACTCTG
CTCACG:A AAGCACT
GAGTCCTC
ACGG
20:32435675:ACT:A 151064796772 | 7 L — L7 €.2966 2967 | p.Ser989fs
N delCT
20:32435680:G:T ML AR A | ¢2968G>T | p.Glu990*
VY
20:32435682:AGCACT: | i%2%472 L TL—LTT €.2972 2976 | p.Ala991fs
A K delCACTG
20:32435683:GC:G AL ZL—AY7 | ¢2972delC | p.Ala991fs
N
20:32435684:CA:C PA=R/YP T L—AhT7 | c2973delA | p.Leu992fs
N
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20:32435689:A:AG SR Tl —AhTT ¢.2978dupG | p.Ser993fs
I\

20:32435695:C:CA ML TL—AhTT ¢.2984dupA | p.His995fs
S

20:32435696:ACGGT: | 54472 L TJlL—AL7 €.2985 2988 | p.His995fs

A K delCGGT

20:32435699:G:GT A=A T r—hT ¢.2988dupT | p.Glu997fs
S

20:32435701:G:T WL AN A | c2989G>T | p.Glu997*
Vg

20:32435710:GA:G YL TL—AY7 | ¢2999delA | p.Aspl000fs
S

20:32435712:T:TA 572D TL—hTT ¢.3001dupA | p.Thr1001fs
3

20:32435716:GC:G BPA=YP TL—ALy7 | ¢3006delC | p.Ser1003fs
N

20:32435717:CCT:C Z4 L TL—AhT ¢.3008 3009 | p.Ser1003fs
k delCT

20:32435724:C:CT LML AN ¢.3015dupT | p.Glu1006fs
K

20:32435724:CT:C rs775709283 T =TT ¢.3015delT p.Phe1005fs
S

20:32435728:GA:G BA= AP TL—AhTT c.3018delA | p.Gly1007fs
13

20:32435731:G:GCA PP Tl —AhTT ¢.3019 3020 | p.Gly1007fs
k insCA

20:32435731:GGT:G LML TlL—AhTT ¢.3020 3021 | p.Gly1007fs
k delGT

20:32435739:C:CA ZE L TL—AhTT ¢.3028dupA | p.Thr1010fs
N

20:32435742:G:GCTGT | %472 L il P S i ¢.3030 3031 | p.GlulO11fs

CCTCCGT K insCTGTCC

TCCGT

20:32435745:G:GGT B TlL—AhTT c.3034 3035 | p.Aspl1012fs

~ insTG
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20:32435756:AG:A SR T V=BT ¢.3046delG p.Alal016fs
I\
20:32435761:G:GGT ML T —AbLTT ¢.3049 3050 | p.Aspl1017fs
S insGT
20:32435763.C.CA YL Tl —LbL7 ¢.3052dupA | p.Thr1018fs
h
20:32435764:A:AT B Flr—hir ¢.3052 3053 | p.Thr1018fs
k insT
20:32435765:CTA:C Sy L TL—ALT ¢.3054 3055 | p.Glu1020fs
~ delTA
20:32435767:A:T WL A N7 A | ¢3055A>T p.Argl019*
o~
20:32435774:CT:C =LA TL—AhLT c.3063delT | p.Alal022fs
3
20:32435780:TGACAA | #%7e L Tl —Ah7 | c3074 3092 | p.Lys1025fs
AGGGATCTTCGGTG: N delAGGGA
T TCTTCGGT
GGACAA
20:32435783:CA:C WL T l— D7 ¢.3074delA p.Lys1025fs
S
20:32435790:AT:A Sy L TL—ALT7 ¢.3079delT p.Ser1027fs
S
20:32435793.TTC:T FA=LAD 7L —AhT7 | ¢.3082 3083 | p.Serl028fs
1S delTC
20:32435795:C:A 15200702600 A N7 FA | c3083C>A p.Ser1028*
Ve
20:32435796:G:GGTG | %472 L TL—LhLTT c.3085 3125 | p.Leul043fs
GACAAGGATGAGAA S dupGTGGA
ACCCAATTGGAACC CAAGGAT
AATCTGCCCC GAGAAAC
CCAATTG
GAACCAA
TCTGCCCC
20:32435808:TG:T PA=R/YP T L—AhT7 | ¢3097delG | p.Glul033fs
S
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20:32435809:G:T WL AN A | c3097G>T p.Glu1033*
o~
20:32435810:AG:A PP T —AbLTT ¢.3099delG p.Lys1034fs
~
20:32435811:GA:G PA=LAAP TU—LTT ¢.3102delA p.Lys1034fs
~
20:32435812:A:AAAC | %472 L Flr—hir ¢.3103 3140 | p.Gly1048fs
CCAATTGGAACCAA k dupCCCAA
TCTGCCCCACTGTCC TTGGAAC
AAGGTG CAATCTGC
CCCACTGT
CCAAGGT
GAA
20:32435812:A:T e L A Nw 7 H4 | ¢3100A>T | p.Lys1034*
e
20:32435819:AT:A B TL—AhTT7 ¢.3109delT | p.Trp1037fs
3
20:32435822:G:A e L A w7 HA | e3110G>A | p.Trpl037*
VY
20:32435823:G:A A A RwF A | c31IG>A | p.Tipl037*
Ve
20:32435825:ACCAAT | %47 L TL—Ah7 ¢.3117 3126 | p.GIn1039fs
CTGCC:A K delATCTGC
CCCA
20:32435827:C:T rs1221031683 | 2 h w7 &1 | c¢3115C>T | p.GIn1039*
o
20:32435833:GC:G WL TL—hLTT ¢.3125delC p.Pro1042fs
~
20:32435842:T:TC ML TL—AhTT ¢.3132dupC | p.Lys1045fs
k
20:32435842: TC:T BA=AP TJlL—ATT ¢.3132delC p.Lys1045fs
ke
20:32435844:CA:C YL 71 —AhL7 | c3134delA | p.Lys1045fs
~
20:32435846:AG:A ML TL—hLT c.3136delG | p.Vall046fs
~
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INTERNATIONAL SEARCH REPORT

International application No

PCT/US2022/076298

A. CLASSIFICATION OF SUBJECT MATTER

INV. A61PS9/10 A61K31/7088 A61P35/00

G01N33/50
ADD,

According 1o International Patent Classification {IPC) or to both national classification and IPC

C12N15/113 €12Q1/6883

B. FIELDS SEARCHED

Minimum documantation searched (classification aystam followed by classification symbols)

Cl2N R&1P A6lK Cl12Q0 GOIN

Documentation searched other than minimum documentation to the extent that such documents are included in the fields searched

Electronic data base consulted during the international search (name of data base and, where practicable, search terms used)

EPO-Internal, BIOSIS, Sequence Search, EMBASE, WPI Data

C. DOCUMENTS CONSIDERED TO BE RELEVANT

Category” | Gitation of document, with indication, where appropriate, of the relevant passages Relevant to daim No.

X WO 2017/156416 Al (BRIGHAM & WOMENS 1-10,

HOSPITAL INC [US])
14 September 2017 (2017-09-14)

the whole document

claims 10-12, 17-21; examples 1-3

—f—

27-34,
37,
40-49,
66-70,
73,
76-83,
100,101,
104-111

g Further documents are listed in the continuation of Box .

m See patent family annex.

* Special categories of ¢ited documents :

"T" later document published after the international filing date or priority
"A" document defining the ganeral stats of the art which is not considered %aéepﬁﬂgglgt l')': ;:'%nglr\;t uﬁggﬁ;ig?ﬁgﬁ?\‘r::t%lnt cited to understand
to ba of particular relevance
"E" earier application or patent but putlished on ar after the international " gocument of particular relevance:; the claimed invention cannot be
filing date considered novel or cannat be considered to involve an inventive
"L docudmenl whié:lh ma'_)lr throl;?r doul:dsd an pl))rfior'rly '_T:\aim(s) or whi::r;1 is step when the document is laksn alone
cited ta estalish the publication date of another citation or other """ document of particular relevance;; the claimed imvention cannot be
special reason (as specified) considered to involve an inventive step when the document is
"Q" document referring to an oral disclosure, use, exhibition or other combined with one or mere other such documents, such combination
means being obvious to a person skilled in the art
"P" document putlished prior to the intarnational filing date but later than
tha priority date claimed "&" dacument member of the same patent family

Data of the actual complstion of the imernational search

13 April 2023

Date of mailing of the international saarch raport

21/04/2023

Name and mailing address of the ISA/
European Patent Office, PB. 5818 Patentlaan 2
NL - 2280 HV Rijswik
Tal. (+31-70) 340-2040,
Fanc: {+31-70) 340-3016

Authorized officer

Spindler, Mark-Feter

Form PCTASA/Z10 (second sheet) (April 2005)
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C{Continuation). DOCUMENTS CONSIDERED TO BE RELEVANT

Category” | Citation of document, with indication, where apprapriate, of the relevant passages

Relevant to claim Ne.

X LI ZIYANG ET AL: "Comprehensive
next—generation profiling of clonal
hematopoiesis in cancer patients using
paired tumor-blcod sequencing for guiding
personalized therapies”,

CLINICAL AND TRANSLATICNAL MEDICINE,

vol. 10, no. 7,

10 November 2020 (2020-11-10), page e222,
Xp093038722,

SE

ISSN: 2001-1326, DOI: 10.1002/ctm2.222
figure 1

the whole document

—& LI ZIYANG ET AL: "Comprehensive
next—-generation profiling of clonal
hematopoiesis in cancer patients using
paired tumor-blood sedquencing for guiding
personalized therapies - Supplementary
Figures”,

CLIN TRANSL MED,

wvol, 10, no. 7,

10 November 2020 (2020-11-10),
XP093038738,

DOI: 10.1002/ctm2.222

the whole document

X PTASHEIN RYAN N. ET AL: "Prevalence of
Clonal Eematopoiesis Mutations in
Tumor—-Only Clinical Genomic Profiling of
80l1lid Tumors”™,

JAMA ONCOLOGY,

vol. 4, no. 11, 5 June 2018 (2018-06-05),
pages 1589-15923, XpP093038687,

Us

ISSN: 2374-2437, DOI:
10.1001/jamnaoncel . 2018,2297

figures 1, 2

the whole document

—& PTASHKIN RYAN N. ET AL: "Prevalence of
Clonal Hematopoiegis Mutations in
Tumor—-Only Clinical Genomic Profiling of
S80lid Tumors - Supplement 2",

JAMA ONCOLOGY,

vol, 4, no, 11, 5 June 2018 (2018-06-05),
pages 1-18, XP093038689,

uUs

ISSN: 2374-2437, DOI:

10.1001/jamaoncol .2018.2297

the whole document

128-138

128-138
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C{Continuation). DOCUMENTS CONSIDERED TO BE RELEVANT
Category” | Citation of document, with indication, where apprapriate, of the relevant passages Relsvant to claim No.
X ANTONARARKIS EMMANUEL S ET AL: "Prevalence 128-138
of inferred clonal hematopoiesis (CH)
detacted on comprehensive gencmic
profiling (CGP) of solid tumor tissue or
circulating tumor DNA (ctDNA). | Journal
of Clinical Oncoleogy”,
JOURNAL OF CLINICAL ONCOLOGY,
vol. 3%, no. 15, suppl,
20 May 2021 (2021-05-20), page 3009,
XP093038712,
DOI: 10.1200/3C0.2021.39.15_suppl.3009
the whole document
X WO 2021/173722 A2 (UNIV LELAND STANFORD 128-138
JUNIOR [US]) 2 September 2021 (2021-09-02)
paragraph [0219] - paragraph [0221];
figuras 39-46
the whole document
X BARAYAN RANYA ET AL: "PARP inhibiteors for 139
small cell lung cancer and their potential
for integration into current treatment
approaches",
JOURNAL OF THORACIC DISEASE,
vol. 12, no. 10,
1 Octeober 2020 (2020-10-01), pages
6240-6252, XPO55887692,
China
ISSN: 2072-143%, DOI:
10.21037/3td.2020.03.89
the whole document
A BICK ALEXANDER & ET AL: "Inherited causes 1-10,
of clecnal haematopoiesis in 37, 6931 whole 27-34,
genomes", 37,
NATURE, NATURE PUBLISHING GROUP UK, 40-49,
LONDON, 66-70,
vol. 586, no. 7831, 73,
14 October 2020 (2020-10-14), pages 76-83,
763-768, XP037282824, 100,101,
ISSN: 0028-0B36, DOI: 104-111
10.1038/841586-020-2819-2
[retrieved on 2020-10-14]
abstract; figures 1, 3
the whole document
—f—
Form PGTASA/210 (continuation of second sheet) (Aaril 2005)
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International application No
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C{Continuation). DOCUMENTS CONSIDERED TO BE RELEVANT
Category” | Citation of document, with indication, whare apprapriate, of the relevant passages Ralevant to claim Mo.
A WO 2014/072700 Al (OXFORD BIOTHERAPEUTICS 1-10,
LTD [GB]) 15 May 2014 (2014-05-15) 27-34,
37,
40-49,
a6-70,
73,
76-83,
100,101,
104-111
claims 1-16; example 1
the whole document
A WO 2014/011465 A2 (EINSTEIN COLL MED [US]) 1-10,
16 January 2014 (2014-01-186) 27-34,
37,
40-49,
66-70,
73,
76-83,
100,101,
104-111
paragraph [0106]
the whole document
A WO 2018/162727 Al (BERLIN CHEMIE AG [DE]) 1-10,
13 September 2018 (2018-09-13) 27-34,
37,
40-49,
66-70,
73,
76-83,
100,101,
104-111
the whole document
A WO 2004/053138 Al (ORDER SISTERS OF MERCY 66-70,
QUEENSL [AU]; HART DERER NIGEL JOHN [AU] 73,76-83
ET AL.) 24 June 2004 (2004-06-24)
example 1
the whole document
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Box No. 1 Nucleotide and/or amino acid sequence(s) (Continuation of item 1.c¢ of the first sheet)

1. With regard to any nucleotide and/or amino acid sequence disclosed in the international application, the international search was
carried out on the basis of a sequence listing:

a forming part of the international application as filed.

b. |:| furmished subsequent 1o the intemational filing date for the purposes of intemational search {Rule 13fer1(a)).

accomparnied by a statement 10 the effect that the sequence listing does not go beyond the disclosure in the
intemational application as filed.

2. With regard to any nucleotide and/or amino acid sequence disclosed in the intemational application, this report has been
established 1o the extent that a meaningful search could be camied out without a WIPQ Standard ST.26 compliant
sequence listing.

3. Additional comments:

Farm PCTASA/210 (continuation of first sheet (1)) {July 2022)
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INTERNATIONAL SEARCH REPORT

Box No.ll Observations where certain claims were found unsearchable (Continuation of item 2 of first sheet)

This intemalional search report has not been established in respect of certain claims under Article 17(2){a} for the following reasons:

1. D Claimg Nos.:

because they relate to subject matter not required to be searched by this Authority, namely:

2. || Claims Nos:

because they relate to parts of the international application that do not comply with the prescribed requirements 1o such
an extent that no meaningful international search can be carried out, specifically:

3. D Claims Nos.:

because they are dependent claims and ars not drafted in accordanca with the second and third sentences of Rule €.4(a).

Box No. lll Cbservations where unity of invention is lacking {Continuation of item 3 of first sheet)

This Intemational Searching Authority found multiple inventions in this intemational application, as follows:

see additional sheet

1. As all required additional search fees were timely paid by the applicant, this international search report covers all searchable
claims.

2. D As all searchable claims could be searched without effort justifying an additional fees, this Authority did not invite payment of
additional fees.

3 Asg only some of the required additional search fees were timely paid by the applicant, this international search report covers
only those claims far which fees were paid, specifically claims Nos.:
3-10, 34, 37, 42-4%, 70, 73, 76-83, 101, 104-111, 128-139%(completely); 1,
27-33, 40, 41, 66-69%, 100 (partially)
4. D No required additional search fees were timely paid by the applicant. Consequently, this international search report is
restricted to the invention first mentioned in the claims;; it is covered by claims Nos.:
Remark on Protest The additional search fees were accompanied by the applicant's protest and, where applicable, the

payment of a protest fee.
The additional search fees were accompanied by the applicant's protest but the applicable protest
fee was not paid within the time limit specified in the invitation.

B Na pratest accompanied the payment of additional search fees.

2

Farm PCTASA/210 (continuation of first sheet (2)) (April 2005}
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Information on patent family members
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International application No

PCT/US2022/076298
Patent document Publication Patert family Publication

cited in search report dale member(s) date

WO 2017156416 Al 14-03-2017 EP 3426804 Rl 16-01-201%
us 2021137902 Al 13-05-2021
us 2022362228 Al 17-11-2022
WO 2017156416 Al 14-09-2017

WO 2021173722 A2 02-03-2021 AU 2021225854 Al 13-10-2022
AU 2021227229 Al 13-10-2022
CA 3172670 Al 02-09-2021
CR 3172675 Al 02-09-2021
CN 115443341 a 06-12-2022
EP 4110387 Al 04-01-2023
EP 4110957 A2 04-01-2023
KR 20220145831 A 31-10-2022
KR 20220157976 A 29-11-2022
WO 2021173722 A2 02-09-2021
WO 2021173724 Al 02-09-2021

WO 2014072700 Al 15-05-2014 AU 2013343277 Al 07-05-2015
AU 2018203478 Al 07-06-2018
BR 112015003438 A2 14-11-2017
CL 2015001038 Al 25-09-2015
CN 104755436 A 01-07-2015
CN 113181372 A 30-07-2021
ER 201590694 Al 30-09-2015
EP 2917239 Al 16-09-2015
HEK 1214611 Al 29-07-201¢
JP 7073685 B2 02-06-2022
JP 2016501843 A 21-01-2016
JP 2018188463 A 29-11-2018
JP 2021011483 A 04-02-2021
JP 2023011880 A 24-01-2023
KR 20150082278 A 15-07-2015
NZ 707116 A 26-07-2019
8G 10201810357W A 28-12-2018
856G 11201503363W A 29-06-2015
UA 117569 C2 27-08-2018
us 2015297743 Al 22-10-2015
us 2019317100 Al 17-10-2018%
us 2021346512 Al 11-11-2021
WO 2014072700 Al 15-05-2014

WO 2014011465 A2 16-01-2014 ug 2015191730 Al 09-07-2015
WO 2014011465 A2 16-01-2014

WO 2018162727 al 13-09-2018 AR 111265 Al 26-06-2019
AU 2018232886 Al 03-10-2013
CA 3054504 A1 13-09-2018
CN 110424448 a 22-11-201%
co 2019009815 a2 07-02-2020
CR 20190422 A 22-01-2020
EA 201991845 Al 30-12-201¢%
EP 3592774 Al 15-01-2020
IL 269140 A 28-11-201¢%
JP 7220153 B2 09-02-2023
JP 20205100392 a 02-04-2020
KR 20190123056 A 19-11-201¢%
MA 49977 A 15-01-2020
PH 12019502000 Al 01-06-2020

Form PGTASA/Z10 (patent family annex) (Apri 2005)
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Information on patent family members
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International application No

PCT/US2022/076298
Patent document Publication Patert family Publication
cited in search report dale member(s) date
SG 112019072070 A 27-09-201%
W 201836638 A 16-10-2018
us 2020040086 Al 06-02-2020
us 2022289851 Al 15-09-2022
i) 4 37630 A 31-10-2018
WO 2018162727 Al 13-09-2018
ZA 2019305021 B 23-12-2020
ZA 202004675 B 26-01-2022
WO 2004053138 Al 24-06-2004 CA 2508632 Al 24-06-2004
EP 1576156 Al 21-09-2005
ug 2006281672 Al 14-12-2006
WO 2004053138 Al 24-06—-2004
Form PGTASA/Z10 (patent family annex) (Apri 2005)

page 2 of 2

10

20

30

40

50



(355) JP 2024-533459 A 2024.9.12

International Application Na. PCT/us2022 j076298

FURTHER INFORMATION CONTINUED FROM PCT/ISA/ 210

This International Searching Authority found multiple (groups of)
inventions in this international application, as follows:

1. claims: 3-10, 34, 37, 42-49%, 70, 73, 76-83, 101,
104-111{complataly); 1, 2, 27-33, 40, 41, 66-63,
100 (partially)

method of preventing or reducing the development of CHIP
using an LY75 inhibitor; method of treating a subject with a
therapeutic agent that prevents or reduces development of
CHIP comprising determining the presence or absence of a
LY75 wvariant nucleic acid molecule; method cof identifying a
subject having an increased risk of develcoping CHIP
comprising determining the presence or absence of a LY75
variant nucleic acid molecule; therapeutic agent that
prevents or reduces development of CHIP for use in the
prevention or reduction of CHIP in a subject identified as
having a LY75 wvariant nucleic acid molecule; LY75 inhibitor
for use in the prevention or reduction of CHIP

2. ¢claims: 11-18, 35, 38, 50-57, 71, 74, 84-91, 102,
112-119%{completely); 1, 2, 27-33, 40, 41, 66-63,
100 (partially)

method of preventing or reducing the development of CHIP
using an CD164 inhibitor; method of treating a subject with
a therapeutic agent that prevents or reduces development of
CHIFP comprising determining the presence or absence of a
Cp1l64 variant nucleic acid molecule; method of identifying a
subject having an increased rigk of develcoping CHIP
comprising determining the prasence or absence of a CD164
variant nucleic acid molecule; therapeutic agent that
prevents or reduces development of CHIP for use in the
prevention or reduction of CHIP in a subject identified as
having a CD164 wvariant nuclaic acid molacule; CD164
inhibitor for use in the prevention or reduction of CHIP

3. eclaims: 15-26, 36, 39, 58-65, 72, 75, 92-99, 103,
120-127 (completely); 1, 2, 27-33, 40, 41, 66-639,
100 (partially)

mathod of preventing or reducing the development of CHIP
using an PARP1l inhibitor; method of treating a subject with
a therapeutic agent that prevants or reduces development of
CHIP comprising determining the presence or absence of a
PARP1 variant nucleic acid molecule; method of idantifying a
subject having an increased risk of developing CHIP
compriging determining the praesance or absence of a PARP1l
variant nucleic acid molecule; therapeutic agent that
prevents or raduces davelopment of CHIP for use in the
prevention or reducticn of CHIP in a subject identified as
having a PARP]1 wvariant nuclaic acid molacule; PARP1
inhibitor for use in the prevention or reduction of CHIP
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FURTHER INFORMATION CONTINUED FROM PCT/ISA/ 210

4. claims: 128-133

mathod of identifying a subject at risk of developing lung
cancer comprising determining the presence of absence of
CHIP somatic mutations in DNMT3A and/or ASXL1; method of
stratifying a suitable lung cancer patient for treatment
with a PARPS1 inhibitor comprising determining whether the
patient carries a DNMT3A RB82H somatic mutation or TET2
scmatic mutation deficiency, wherein the patient with the
DNMT3A RBB2H somatic mutation or TET2 somatic mutation
deficiency is excluded from a PARP1 inhibitor treatment
regimen
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