SPR

p-MetlVal
p.Gly6Arg
p.Arg7Glyfs*37
p.Ala8Val Gly199Valfs*27
p-Alal5Profs*100 p.Ser103Cys p.Cys159= > p_}I;sp204His
p.Leu26His p.Leul04Pro p-Leul61Arg p.GIn206Alafs*55
p.Leu26= p.Glyl10Arg p.Glnl62= p.Arg210Trp
pLeu27Pro p.Gln119* p.Prol63Leu p.Arg210Gln
p.AlaZSj p.Gln119* p.Glyl166Asp p.Ser213=
pSer29: pAsn12]Lys pAlal68ThI' pV81214:
p.Ser32= p.Tyr123Cy p.Cys171Arg p.Asp215Asn
p-Val36Met p.Tyr123* p.Cys171Tyr p.Met218lle
p.Val38ile p.Tyrl23= p.Glyl73Arg p.Arg219*
p.Leu39Phe p.Trpl24Arg p.Gly173* p.GIn223*
p-Serd0= p.Asnl127Ser p.Alal75Thr p:Lys230*
p.Glu53Gln p.Asn127Lys p.Alal75Asp p.Val236Met
p.Leu54= p.Cys133Phe p.Alal76Val p.Val236Leu
p-Arg65STrp p.Ser136Phe p.Argl77Pro I.).Asp248:
p-Asp69Glu p-Vall38Asp p-Met179Thr p.Lys251*
p-Pro87Thr pProl46Thr p.Leul86Val p.Asp257His
p-Pro89Leu p.Thr151Glyfs*2 p.Tyr196Gly p.-Tyr259Cys
p-LITuggb';’flﬂ p.Argl50Gly p.Tyr196Cys P.*262Proext*?
p%l}/el OZCeys p.Leul58Val p.Gly199Arg p.*¥262=

—

= ATG < Metl
=
Gly102
Gly199

Vst IVS2
1 E2 E3 2
0.58 kb 2.2kb /I\
g -
S 3 g |—/T\
2 <) S
5 © s
c.*50C>T
c.*108G>A
¢.-40C>G ¢.304+1_+12del ¢.595+7G>A c.*233G>A
c-13G>A ¢.305-12T>C .596-4C>G ¢.*308C>T
¢-7C>G ¢.305-2A>G €.596-2A>G ¢.*321G>C
c-4G>C c.*¥377G>A
¢.*400C>T
c.*410C>G
C.*¥432G>A
. © C*575G>A
www.biopku.org 2021 c¥597C>A

c.*607A>C


http://www.biopku.org/

