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p.Lys29_Ser32del
p.Lys29Thr
p-Ser32Gly
p-Ser32Asn
p.Asp33Gly
p-Glu34Lys
p.Glu35Gly
p.Asn36Thrfs*2
p.Asn36Lys
p-MetlVal p.Argl7dup p.Lys38*
p-MetlArg p-llel8Leu p.Phed0Glyfs*17
p-Metllle p-lle18Thr p.Phe40Leu
p.Gly6Val p-Phe20Leu p.Phed0Leu
p.Arg8Leu p-Ser21Asn p.Gly41Arg
p.Arg9Cys p-Ser21Arg p.Asnd4Asn
p.Arg9His p-Ala22Gly p.Asnd5lle
p-Alal2Pro p-Ser23Thr p-Asnd7Asp
p.Alal2Thr p.His24Pro p-.Gly48Asp
p.Alal2Gly p-Arg25Gly p.His49Arg p.Val56Met
p.Alal2Glu p.Arg25* p.His49GIn p.Val56Val
p.Gln13* p-Arg25GIn p.GlyS0Arg p.Val57del
p.Serl5Ala p-Leu26Phe p.His51Tyr p.Thr58Thr
p.Serl5Phe p-Ser28Lysfs*2 p.AsnS52Ser p.Gly61Arg
p.Serl5_Argl6insGly p-Ser28Asn p.Tyrs3* p.Glu62Glu
-
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c.83+1G>A c.163+1G>A
€.84-323A>T ¢.163+2T>C
.84-291A>G .163+2T>G
.84-252G>T c.163+14T>C
C84-TT>G €.163+695_163+751del
¢.84-6G>T ¢.184-762_-718del
¢.84-6insTTTT ¢.164-712A>T
¢.84-3C>G ¢.164-672C>T
€.164-37C>T
c.164-37dup
¢.164-36A>G
c.164-28_164-84dellns55
.164-7TT>A
.164-2A>G
¢.164-1G>C

p.Leu76Serfs*30

1VS3

0.4 kb

Asp62

c.186+1G>A
¢.186+1G>T
c.186+6T>C
¢.186+9A>G
¢.187-38dupG
c.187-37insC
c.187-1G>T

p.lle63Val
p.Pro65Ser
p.Pro65Pro
p.Thr67Met
p.Thr67Lys
p.Val70Asp
p.Met71Thr
p.Asn72Lys

p.Leu76Phe
p.Leu76Leu
p.Lys77Arg
p.Met80Val
p.Met80Thr
p-Met80lle
p-Glug1Glu

Glu81

p-Glu82Gly
p-Ala83Glu

p.1le84Phe

p.GIn86*

p.Pro87Ser
p.Pro87Leu
p-Asp89Val
p-Lys91Glu
p.Lys91Arg
p.Asn92His
p.Asn92Lys
p.Leu93Met
p.Asp94His
p.-Asp94Val
p-Asp94Gly
p.Asp96Asn
p.Val97Met

p-Val97delinsAlaLeu

p.Pro98Ser
p-Pro98Gin
p.Pro98Leu
p.Tyr99Cys
p-Tyr99*
p.Phel00Val
p.-Alal01Val
p.-Vall03Ala
p-Ser105Cys

p.Thr106Met
p.Thr106Thr
p-Glul08*
p-Glul08Asp
p-Asn109Ser
p-Asnl109Lysfs*21
p.Alal11Thr
p-AlalllSer
p.Tyr113Ilefs*12
p.Tyr113Cys
p.llel14Val
p.llel14Met
p.Trpl15%
p-Aspl16Gly
p-Asnl17Lys
p.Vall21Serfs*4
p.Leul22lle
p-Pro123Ser
p.Vall24Leu
p-Vall24Val
p.Glyl125Arg
p-Gly125Glu
p-Leul27Phe

—

p.Leul27Val
p.Tyr128Asn
p.Lys129Glu
p.Lys1311lefs*4
p.Vall32Tyrfs*19
p.Lys131Asn
p.Vall32Ala
p.Tyr133Tyr
p.Glul34Lys
p-Glul34*
p-Glul34Asp
p.Thr135Ala
p.Thr135Thr
p.Aspl136Val
p-Aspl136Gly
p.-Asn138His
p.Vall41Phe
p.Lys143Thr
p.Lys143Asn
p-Glyl44Arg
p.Glul45Argfs*18
p.*146Tyr

3’UTR
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243 243+1dup iill‘?;.f:cc
c243+3A>G :
¢3152A5G
¢244-8G>C Claioec
c2442A5T :
244-1G>T
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c.*16T>C
c.*58G>C
¢.*60T>C
c.*148C>A
c.*213A>G
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