ODPR

p-MetlLeu p.Ser99= pllel48=
p-Ala7dup p.Cys104Tyr p.Gly149Arg
p.Ala6= p.Trp108Gly Pﬂ;fgocf
p.Alal0Val p.Trpl08* p.Glyl51Ser
p-Vall3Leufs*51 p.GIn110* p.Glyl51Arg
p.-Vall3Leufs*28 p-Thr1141le p.Alal56Thr
p-Leul4Pro p-Trp36Arg p-Serl15* p-Vall57Gly
p-Vall5Ala p.Ser39Arg p.Serl15Leu g.HislSSTyr
p.Tyrl6* p-Ser39Gly p.Lys73Serfs*34 p.Serl15= p His158Thrfs*32
p.Glyl7Arg p.Val43del p.Leu74Pro p-lle117Thr pglsllgglryr Phe212Cys
p.Gly17Cys p-Ala48Val p.Glu77* p-Serl18Phe gGﬁn 62His l; Phe21 2T§r
p.Gly17Ser p-Ser49= p.Cys85= p-His120Arg p.Ser163Asn p.Phe212Ser
p.Glyl7Val p.Ala50Thr p.Val86Asp p.Alal22Asp p-Ser163Thr .T 215Ar
p-Gly18Asp p.Ser51Thr p.Gly89Arg p.Thr123dup p.LSerllgiSel p."IPI;rZr{)7Glnfs%11
Leu al
ﬁ.gllﬁgg 119)1111:55323211 pf(l;}{sggG:lu g:gi;%%:ﬁ ];.Gly17OSer p.Vall 8?18&“&*7 Gl g'lléeil %?;Yz liduﬂ. A
p.Val27Met p-Ser59Argfs*9 p.Trp90* p.Leul32= p‘glyllzgghr HEEDIEHED Py ste }jz 2;1 SPEUSSE
p.Gln28Alafs*14 p-Ser59* p.Ala91Ser p.Leul41Trpfs*7 pi).Ir’(;oWZiu gG;L(l)lﬁfh?fsz7 pAr r%ZlGln
p.Ala32= p.Ala64Thr p.Lys96Arg p.Leuldl= pProl7i— P 05 D Gly225Arg
p.Trp35* p.Gln66Arg p-Lys98Serfs*9 p.Prol45Leu p.Alal75Arg 1 '

p-Thr237Met

_ —
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5 2 3 2 3
= 5 = £ =
> ha @] A S
TVS2 E3 VvS3 |E4 | 1vs4 | E5 [IVS5 | E6 1Vs6 | E7 \z
= 5°UTR 2 3’UTR
1.9 kb 2.5kb 10 kb 1.7 kb 2.7 kb /T\
2 § 2 3 2 5 3
£ = 5 =z s = g
= © - S & S s
F11_*12del
c-111G>C ¢.105+1insCG C199-1GST  c295+1G>A CA36+1G=C Rk c.626+1G>A “oseT
c.-81del c.105+17G>A €.296-15G>T c.436_437ins152bp c. up ©630-17T>C '*46C>A
c.-81C>T €.296-5C>T c.436+2552A>G CoREOCTA ¢.630-3delC °
c.-75del c.437-6T>A ¢.546-2A>G : c.* ig3C>T
c.-47C>G c.437-1G>A c. *22(7)/;:5
c.-24G>T c.
c.-17G>T c.*221G>A
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