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A heterozygous SERPINB7 mutation is a possible
modifying factor for epidermolytic
palmoplantar keratoderma
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SWEALIE (palmoplantar keratoderma, PPK) [, B/aMEIC FESEEIC S E 2 iEA
bZRTHEEORMTH D, MKGESLBEBLBERICEIVUTEZIICO & LIEERDORAE
o EhTWD,

R B4 v iE (Nagashima-type PPK, NPPK) 1%, AFR T b M O E L PPK O
AL Td V. SERPINB7 DOREREHERERIZ LD HRaRAEBEEAOEBTH S,
serpin B7 AT REAE EHEMBICHEEL TEBY ., iFMARIRIIRTEARHATSH 208,
MR 7 a7 7 —BiEEOSIHZH > TnWD & X 5TV 5D, NPPK X, BRIRAYRH
LT, EIFOOWEAMEMILICH 2| transgrediens & FE(XIL D Ty, Bl 72 E~D
REOERZRT, £/, WA Z 10 0FRKT D L WEMPAEAAR L VERRIZE
b3 % B4 NPPK IZF A TH 5.,

3 R AR ML B 4 {LE  (epidermolytic PPK, EPPK) (X, KRT9 & %\ X KRTI D% 5
2k 2 H e EEEEEAOEBRTH D, EPPK 1T, EHICRE L2 OVE A
BRI AL 2 R & L. transgrediens Z 7R & 72\, W ERAR AR A0SR, A OF P 22
Ak, REIEE. 77 e 7 U RO R b, BEhiE 2 RS L 35,

MR HE WEA {LAE  (striate PPK, SPPK) 1%, F(Z DSGI OFEREFER A I X 2 YAk
B ECHEOKREBRTH D, EWORBHZ2HIR, MEALEZ R E L., transgrediens |3
R IR,

BRHEIZIX PPK T2 WA, B2 S0 -2 Ab 2 kT HEA L L TREMEMES
fif ¥ (epidermolytic ichthyosis, ED) 23& 5, EI i, KRTI & 5\ % KRT10 D% B THIE
TOHRAHREEEEERDKEETH S,

ZORRICHIRIBIZZ ¥ TH 25, PPK OFHR B ITFE R H Y . % < D PPK JERF] T
X, EERG. REMEREE DR SENARETH S, L L, BEZREICEBWT,
BRIRRIIZ PPK b LWL OO, WINOFRAICHL A LARWVENZZ5 Z 0 H
Do ZTORRBIEFNZSOWT, AOETITIRMR Y —7 2 v T 2E M Lizg{s
FHIFRAT & ERIRAY, W B AR 72 E 0 D RRET 21T o T,
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AT 2 1%, BEIRAIIZ PPK 2N 8Eb D 2 SEf (case 1. case 2) [2BW T, EwEME.
WEALR SR OFM R mE 21T o7, S HIT, 7/ A DNA OExT T Y — M %217
VW, PPKICBE ST 20 RBFERAZRE L, /0. 20 2EFITMZ, Lice=
7 — AEHTIC L DR EE T ERORE S TW5D, SPPK, EI, % 1 0 & K5 &
FARIZ DWW T serpin BT EEARBL 271 L7z, Z @ SPPK &L, Ll r vV —
LFRMT N2 &4, DSGI A ¥ L SERPINB7 B R ZIlc~T un#EAKTH L, BKRMIC
transgrediens Z 7/~ L CW 7z, EI BEFIZOWTH, BEIC KRT 1 IZIRIRIABRNFEE ST
Wiz,

[FR]



case 1, case2, HITHEPIZOE AMEOBMAILEZRD 2D, case 2 DEPED MA{LIL, case
1 LV EIETH-7Z (Fig. la,b), F72, case 2 [TEPO VT AMMAILO R BT, Tfe
. RHET . TBIEIELIC transgrediens & 38 7= (Fig. le,d), & 512, case2 O jfi % 10
FHIRKSED &, BRTOREBNLBE MG, AR VERIZEIL L7z (Fig.le-h) , case2 @
BB O SR BAR AR Tk, FU Ak, MRS T, EREBICB T LY v
SNERAZ FRE U2 WRIEM R 42 58 © 72 (Fig. 2a-c),

px YV — MENTZH VT, KRT9 12, case 1 T c.488G>A (p.Argl63Gln), case 2 C
c.487C>T (p.Argl63Trp) DBE R E L R Z ZhEh~7T v AR THE L7, % T, case
2 TlE. SERPINB7Z. ¢.522dupT (p.Vall75Cysfs*46) D BE S 25 B 2 ~T 0 #:4 K TF
ELz, TNLOERIZ, Yo —v—7 2 RAETHMB Lz, ZOMIZ, PPKIC
B4 2 W KB FAERIIRO SN R o T,

rabbit polyclonal anti-serpin B7 LK & H V72 S0 & fHLAR 2RO YL 2T, case 2 D R K fE
FRRIZ I 1T 2D serpin BT EH DR B AT L=, Xt E LT, DSGI £ 5 L SERPINB7
BRI A~T n SR THT S SPPK FH & KRTI 252 K % Bl /B E O R KK FEH
MMz VT2, case 2 & SPPK DA TIE, IEH EEREAME L L. A8 & Bk
JEIZFB T serpin B7 & FH O Y2385 L T 7z (Fig. 2d-f), £72. SERPINB7 72 %
ZFFIZ72 KRTI A RIT &% ELEE O RIKEFEMATIT, AR, BBEICH W TER
JRIEALA & e LT, A%, HETORTIEH LB DD, case2, SPPKEHF L VEIL
2T HRYY serpin B7 B H O YLtk B b ivTz,
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case 1 (X, KRTO L RZHT 5. BIKANCHEE) 72 EPPK & W2 5, — 4. case2 (%
EPPK D& EG . & B4 12N 2 . NPPK O $5{# T3 5 transgrediens & 12 KA BREG
PEFT R, BEREBOM L WRIEMREZ RO, 77255, case2 I& EPPK & NPPK
EEAGLIETIAEZALTEBY, WRE., HEMEHRG O THASET 5 2 & IXN#
Tholz, BTV Y — MENTFERN S KRT9 ZEF1C X 5 EPPK & B L=, AR
SERPINB7 Rz ~T &K THLTEY . 2O SERPINB7 ZEHE D FEMA A ERIK
B~DM PO RE 2 BV,

keratin 9 & AT E B HE L TV D72, KRT9 AT X 5 EPPK OFRZA b HE IR
Hivh, flL)5, serpin B7 FEFNILEMIMC BB L TWDH, LN o> T, case 2 IZBIT
LFHEE. R FEESHHEICIE. FEALO serpinB7 HA DA REE L TWDS
AREMEN B D, F 7z, serpin BT AT ALl ~D Ky B RMEAH IR b H L L E
ZONTEY, BAKRBENBEGMELE 2 o722 L1, serpinB7 EEMREK FIc kv, Mia
NA~DIBFI 72Ky DIRBNPEE TVWDH I EERBT D,

PRI Ye B Tl LT SERPINB7 BB A2 ~T v 5K CTHFFT %, case 2 &
SPPK M E DR EFRIEIZINTO AR, fAfE, FRLE T serpin B7 HHA DFELN A EIC
KR LTz, ZHVE T, SERPINB7 BEERDRERELGE, HDW0IE, HE~T nEAK
IZ X % NPPK BF Ol A% 7~ KL FHMKEICIHB W T, BERE TO serpin B7 A



RENMETT 252 L3 E SN TWEN, AL TlX SERPINB7 ER %= ~T a 451K
TFFO PPK BEHE OFREH L EMHMRICB W TH, serpin BT EARIOK TR RS N7,

[#3E

AWFFEDRER N D, ~T n#451K0 SERPINB7 25 ¥ 53, EPPK, SPPK (2 8\ T & fifi
K1 & LCia, BATORMSE EO EOFRAICE G5 L WIERBINEKREG &2 29
D AHEME DS RIR S 7o, ARIBIZEIT 5% < O NPPK JEHI DFFK T 5 SERPINB7 DAl
ME AR ¢.796C>T 1, HAANTORAEN 09% TH Y, 1000 N7 ) LT —H X—
ATEHT VT ADKI28% N ZOEREFLTHBY  HEORWERTHL, Lo
T, LofEH o PPK FBEHTH ., EWAEA OB KRERE FARITML T, EMKTE L
CT. Z® SERPINB7 BB AHTHZ Lick v, FEMAMMEREZ T D EEND D
LEZ LN,





