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(Studies on the readthrough and nonsense-mediated mRNA decay of SERPINB7

nonsense mutant transcripts in Nagashima-type palmoplantar keratosis)

EEMENA{LIE (Nagashima-type palmoplantar keratosis; NPPK) (%, R T b
B D mWEREALIE Ch v | WHEES MRS T 5, NPPK (X SERPINB7 &in 12 %Iz
FOFRIET D, T AR ¢ 796C>T ZBED R2%NBVMEHF L TNLHed, FTrir
AEREE =7y FeFT D)= RAL—IERPED THDLEEZOND, FEHEIL. AN
ZIZBNT, V= FRAAVL—AEHEZFST I ) 7Y ay RRFARI TOHL 7 Z~A i,
NPPK (X} L THEZITH D Z & &, R SERPINB7 cDNA., BEREALFE L MALiiE % H
WIEEBRB LT o Z~ A T AN ORGRIRAIFEIZ L 0 FERE L7, HIZ, ¢.796C>T Tl exon
junction complex-independent 72 nonsense-mediated mRNA decay (NMD) 723X CTu»
% Z & truncated SERPINB7 N7 077 YV —AMI X 50REZITCND I EamLiz,
FECHZY ., BIEOAHEERNST I 7Y ay FRY — R2AV—%E 2 THFICHO
WTHEMRHY . HEEHIZT I/ 7 ) ay RR YR Y —AICREG L, Bc =7 — %
Z L, Bk = RAZBWTT U F LT IV REFOT X/ 7 v tRNA SfEA S
B2 LI X0 FER kR S LB & B Lz, IRIZ, ataluren 23 SERPINB7 # /37 B % 1
MESERP->HBIZHOWTEMDAH > 7z, HEEHE L, ataluren (I3 72T —E7 vk
A ZHWTALEM A 7 ) == T TRESNIEKLZR, V= FAL—ERICE Ly T =
T—EBORMEHEBIETZOTIERL, Vo727 —BELENMITELZ LITLD AT
AR U FREMEN H V. ENRME SN TWD Z E AT LTz, R, HEE



DHFFE T H ataluren {79 T SERPINB7 O EEAEBNNT AL & 720> 72 3. SERPINB7 cDNA
ERIFFIC N T A7 =7 v 3 > LTz firefly luciferase OFEBNHIN L T2 Z & ZFAL
oo FHERNLITFEIC, Fro i~ kb — FAL—& NMD OMEAZ O
HZEIZEY, RPN T L EnEBEZONDT2D, NMD EAIO R v 727 ) —=
YITERITOVRET L ENESBREETHD, LDOaRX L "R bHoT, BIEDH T EER
22 51x, NPPK OFERHHBLEBAL NI IR L TW A B BIZOWTERMDH > 72, HFE
I%. SERPINB7 N 2H FEORKZOERE, AREICEBL TEBY, ZNENOMMAIZIB N
TREDESINEI2 5 72 SERPINB7 DIEBLEIZ HE WD B D FREME & (D 72 53,
PR b AEMERLBE S HHBL L TWOIERI S B D Z LD HERARITR DB D v ReME &
b5 L& Lz, BIEORLEREEENOIE, V— RAL—T7 I JBEINNET D Z
LI K D REERCEER OREIZOWTEMRH Y | HEHFILHGLRY U — KA —
BIRIC L DR EIEOHRE TN L 2B, GBHERHIZOWTIERBEOTY I V7 av R
TRHUIMBE LGS, TEREESCEHREREENE Z 2/t b 5 L& Lz, &%
FEEOREI BRI D, T o2~ A VU ANHDRER 852175 BT, FHMEFIC X HE
ROFHT & VAS 2 27 ISMTIRR IR 2 5kl 3~ 5 8 e A A~ — T =03 b 20V EM &
V. NPPK SBF CIIIRETM A KIZRT E AL RV IRIKT D5 H Y . KFDOKID
REDTLEL TWD Z LD 0o TRV | IBIRATE OREOK 3 Z& T EOUCEERE b RHHE
ELCHEHTED EME LTz, £7o. EBF VX ~A VU AHTOREDRE BT 5729
IZAE BB Z L IXVERMAH D . HEEE T, MROBEEERICTEHRED S v 2~ A
2T SERPINBT REASNTWEZ b, Frd~A v OREE RIF 52 &80, 4
MMM OIER, BERIER EPLEL 70D LRIE LT,
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