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Updated allele frequencies of SERPINB7 founder
mutations in Asian patients with Nagashima-type
palmoplantar keratosis/keratoderma
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£ B A4 (L iE (Nagashima-type palmoplantar keratosis/keratoderma: NPPK, OMIM _
#615598) IX. serine protease inhibitors (SERPINs) ® —->, SERPINB7 # = — N % &E/x
- SERPINB7 Z RN B s & LT, FELRIEID & 208 /A 1k 2 k975 de ik o5 i
LB R % & DB T, SERPINB7 @ c.796C>T (p.Arg266*) NAIMGHE AT L L THE &
NTWd, BRANTIHAEE LR c.796C>T OERT LLVORAEFRIL 0.9%TH -7z,
Ll s, BHEZFEICBWTIE, AlMELREZHFT S5 NPPK BHEIETZVWHEDOD,
FERSIZANEE A LIS D SERPINB7 8% & SEF LIX LIZRERT 5, RAFFET
T, ABLOHRT T O NPPK BEDOHF T, EDL WD EFE S SERPINB7 O Al
FEREFOONEWR LT HIEEZHME LT,

F 72 NPPKIFZEBE OB AIZINA T, FEHELRYE . 7 F b APEIZ E THRBED KO
REIZIEN - BIC bR AabRBE2 208305, 20D, LIFLIET PE—MHEER
(atopic dermatitis: AD) L FE2 S TW/Z ) NPPK RSN TWL 2 & dH 5, A4
78 TIE. AD & 0f® NPPK JEf] & AD OFRBEZMEEIR - CTh D FLG DR L o B
PEH L 72,
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NPPK B 14 il % 2FE ) HEM L, Sanger 15, £ 7 YV —AFE XY ) LENTE
ZHWT, MR SERPINB7 £ RMENT 21T > 72, FLGERIZOWTITHARAN THE
SNTWD 10 FEHDOEEIZ-DU T, real-time PCR-based genotyping % H T L5y A
7 == TR BT o T2,

FHERIZOWTETHY A FE2HWTZOREMEEZMRF L. SERPINB7 & HH I
DRIEMBICFEORFT 2T o7, SHIC, A, PTEHEBECHECHREOD D
SERPINB7 75 %% ¥ -5 NPPK fR# 75 FRICHOW T, XM ERE2IT-72, A L7
BR1X SERPINB7 75 B3 418 TS & 4072 2013 4E 0 5 2020 4 £ TO I Sz 20
WO E Az,
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N 24772 > 7= 14 Bl NPPK HBEICHOW T, HHLEE D c.434G>C (RefSeq:
NM 003784.4) 2 & THE~T 0 H D WIXHEHESIKT SERPINB7 B R % [FE L1
(Table 1), NPPK. 14 #iitf . AD G013 4 Bl T o7z, £D 46, FLGEREZHT
DIEFNE 11 (25%) TH Y. ZHid. —fROBARNICET D AD BHED FLG EROfR
FRTHD 2T%ICIVETH - 72,

FRERT LVIZOWTIHREMNEZFEM L 72, 7 — & ~X—Z_ 1000 Genomes Project &
gnomAD (2T RBFE ThoTz, £, ZOHMBEREZETHIREOL I HFOD
SERPINB7 7 L /VIZ NPPK M3 TEEHE @ ¢.830C>T OERT L L Th o7, HEDIH
JFUE T A N TR R AME % 7R L 72 (Protein Variation Effect Analyzer (PROVEAN; score -
12.76, deleterious) ., Sorting Intolerant From Tolerant (SIFT; score 0, damaging) . Combined



Annotation Dependent Depletion (CADD; Phred 24.5) . Polymorphism Phenotyping v2
(Polyphen2; score 0.889, possibly damaging)) ., ACMG (American College of Medical
Genetics and Genomics) %7 4 R 7 A > 2015 TIZ likely pathogenic Th o7, &7 /) LY
—J T U RAETV, MOERST ) ADORFR RIS T SN T L & R
L7, ML ERMET 21T\, % & O SERPINB7 EEHZ Y L7-b O Lk L
T, HHOER A > NPPK DIEH] (c.434G>C/c.830C>T) ITAH R AVIC Y MK T L T
BY ., ZAUIHEEMEANY T 2 N EAT DR (€.796C>T/c.796C>T) IZ DWW T O HEIZE
J A YN & RERIZIE T LTz (Figure 1), LA E XY | A EIOFHAERITHEREES Y
&R L7,

H B 14 B2 D SERPINB7 ZEROT LAKEIZOWTIL, AlBELERTH D
c.796C>T O 7 L VHHE 1 0.536(15/28 7 L V) TdH - 7= (Table 2),

W7 U7 THIEZINTUVWD NPPK @ 75 % & HER 14 52 CTO SERPINB7 8 H %
DFERDOERIZONTIX, BR 4 FZ R &2 GO ARANCET 5, AlAEZE R ¢.796C>T
EREOZF R OEIL N 85.9% (55/64 558) T o 7= (Table 3), HBR 14 ZHRDOAHTIL, Al
MHEEREZFFOFZZDOESIT 78.6%(11/14 FHR) Thotz, Fl-fE I TV HHE
A, #EAND NPPK BHEDHT T, AAEEREZ L OFROEIG 1L 92%(23/25 Z %) T
HoT,

F72. ¢.796C>T & c.455G>T DERZFFHOFERIZTH AN L TEADW FIZH 5 LT
25, ¢.218 219del2ins12, c.455-1G>A. ¢.830C>T, ¢.366+2T>G, ¢.382C>T, c.434C>T,
c.635delG @ 7 FOERITAARANDOHERIILNHELNLR NIz, TOHD
c.218 219del2ins12, c.455-1G>A, ¢.830C>T # FF>F R D EI G IX B AR AN O CTHIMAE Z
HIZRWT 2 FEH?»D 4 FHIZZVWEAE T2, —H T, ¢.122_127delTGGTC,
¢.271delC, ¢.522dupT. ¢.650 653delCTGT ® 4 FEDOEFRITHANDFERIZITH LT,
HE N DFE R TORHRI LT (Table 3),
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AWFFRIZEBNT, HER NPPK JEHB], 14 Bl TOAEEZE R ¢.796C>T % & DF % D E
5 (78.6%) 1L, BARNICB T LAIMBELRLZFFOFROEIE (85.9) & L TELS, F
EA - EEANOAGEEREZFOZZOEE (92%) L L TH{R o7z, ERE L
T. geographic effect 73& 2 H AL, HBEVPHEHM G LU HE TR > TW el ERHITH
b,

NPPK O BFIIEPWO WA D HIZIT Tl MM, 7% VAR AL A
bNDHZENDD, Tz, NPPK BEIZEHOBMAINH > TH, WEOERH»
57 hE—MEEERLEEZINTLEI ZEND D, EBIZ, AFFETO Case 7 134h
DN EREOWMANOIERN T TV HBEDL LT 21 ETT PE—HERER DA
WS, NPPK Eiz2lraii T dho /e,
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W7 VT I T SERPINB7 DRMGE 285 ¢.796C>T (p.Arg266*) A3 %5 NPPK &
FOHGTEWL OO, KL HE, #ETIE c.796C>T (p.Arg266*) 73 (5 8 5 El 41X
B0 | KITIZAAEZE R LIS SERPINB7 75 5 % £ > NPPK JER & — & AFET
HZ R LMo, NPPK OBEEBEFHIREEITI & TR B T LAVEHEO EW
SERPINB7 @ ¢.796C>T (p.Arg266*) LLAA DZE RO W REME & % 2 T, T D exon & i
RITHVLERDD EEZT,





