| expERizasBEOFs =

ERALESEDOFS|E

EWRALESEOFS ISENEZER

KHEHHE' AfREA* BRI iz
BE R MLEE® S (I

EiEALEZEOFS IEDHEDIT

JE A 57 18 28 W i PR B R o B SE IRFZE T E D 9 B o —
Juyxr b L TEEMMUESTROT5] & 2 HlE T
52 LI DR ER AT E . EEALEL, F
ELTHEEMHZENICEI VAL S, FEEEROBEML
ERBARIERE T KRB TH L. EPMILIED T
Wi, FEIEAGEO K FREIRICMA T, A 5\
(I D SR 2O M R BI R ESFET B, 2
NOOBEBIL, KEPA, EEPA, WWEELLIE,
HORRAE, BmE e, FIREREREER R &
DEPEVEEI IR EHMWTH L. F72, BEE
HENE, MREEEXAE LTS L, QOL OF LWKT %24
<. BFEPEAALIE DFERITIN R THIE R O 55 % 08 9 5
BREIACR % & SRR AR L IPRRET, 2h
5 O EZHRD 720 [ IZEPRAAGEREBRIEZ RO T3]
EERERT 20D LNEEZONLDS, KBHEOTF5]
& (BEMALESROTFIIE) TIE, WEFEELT
RIEICHRRT 5 (Bk3&o) FEHEMALIE & 9 A LIERE
BEREE T 2O OEBERVHH) 2L & L.
BRI A AUIE 2 RIS 2 B O IR R IR 72 RID3% %4
AEL, RO MBLO TR EAERE, 7 6 ITHHEIC
B BHEICI YRR L. HHBH - WAL H
& TR B SRR (LR AR S AT PRI BV TIRIE S
N7zboThYy, HEZSHELHMBLEL L THS
I LTI E T Y R12h LI EHE (evidence
based medicine : EBM) 12 X 23R LM L7z &
KA, DB LWHIRICY &0 X HRE DB f{L
SEDBHEAT) 2O DR RAER L7z 7272, U3

IDIPNITNAVN S S Sili S Sl 3

2) BEMESRER AP TR R

3) e KA e

4) JEINBERY R AP BE I k7 il

5) MK B R AP 2 e Sz i B

6) kR KRB SR LR B B4
7) RO SE BB R B Bk

8) KBRS R BE R B FE R B o T

LLIAsBASE
e &

BIEHAHARTRELZOTIEFT YV A LRV OEWE
IR IR A v, T 2 AKBHEOTT| & 21
KT HIZH72 0 EE L DmT, BRAKMIZHEHS S5
R Lholc. RBEHOTI 3RO D HETORE
HRBHIGH 2R L7280 TH A, —15, BoDH#
T34 DIEBI D b S LR BEE R EHEIZAND
DOBW - AT TV BEDNDH L. Lzho T,
RZLWO T S TEWMAAGERR ORI BT 5 b
DTIE R, FERBI B TIE % O EE o H] s
BREINDZRETH L. Gtk BHCHEHROMEZL
THROEFHIE LEHEYET IR TWLTH A ).

| ZRACEDORE

1. B - 153

FUALRE T BIAED b D L IFBARMED S DITKE 57
HIND, FEPMAUDEITEEETH Y, FTE LRI
SEZEAE LSRR TH LS. T E T, BiRG -
ET BRI L D & 7z BlEfE 4
DB OBZTERIRSEKROEBIIBVTHES
TW5b. BRI R 2 S MR HMR IR O M D A2 5
W T B DIINEE LY 60% <, BIBREOREM
IS ASLEEE 72 5 2 D% v, 2 LTl mICidaE
BT EROMEPLEL L LI ENE W (K, K1 -
23"V MARIEHRIEARLZ R, HERESFE L %
5. BAEX)FERALNDL FERH & BEHHO X
bOTLHROHIH L VIEEDORHIC L 2B ED 50
EERBEROIEEDN T - &) LR WSR2 b
L AHARBRIZOWTIE, DAEDSOWBIXIFEA
AL, FEGRFRNI OV TRIZE 1 IS HIC S
L7z

EPEMILEORFHE (R1-2-33BMOZ L)

Sybert %!

Cowden ¥ (Cowden JEMEHE I )

Gamborg-Nielsen %!

Richner-Hanhart Ji 55

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2017



B ICREZ RO T0| S1EZE

W Y AR 2 R AR B £ (LA
NG R & Z B & 1 ) S A (LIE
PR B A (LA

ERRWFRZ TS 20 2L

DUFIC E 2B O FRIR 5 - S BEALRRS HL 7e &

% HZ IR D,

1.1 VornerB U FAMKEEAIE (Unna-

Thost B4%ZZH)V°

(1) #iER

WR R, KRTI, KRTY BI& T OZERIC
L5, BEPICHRFL20F Atkol A k. HE. R
AR CHBE 7 S R G2 TR ZEMSA SR 5.
R RAE R D & T ld Unna-Thost BUEHE A (LIE & X BT
& 72\, BAETUE, Unna-Thost 528 £ {LE 1E Vorner
BEFMGE LR CEBELEEZ SN TWS, R UEE

CEEMN DIFERN) EMA(CEDRILEEHZILIY ) - 5 )
Z 1 5, WHEFTRICBWTEHEEE R oL Z1
s 2 ) S S A S NP
transgrediens | £z A C, BUEHACFE, B8, Vorner RISHEMALAE, BRIZMENS RSN B o728 &
PR ABEICE CREDMIALTWD T & {2 Unna-Thost B EJEAMALEE & TS T & 72,
| ERORBOA T/ F— | R
| UEAME " B || =ik | TR SRR L TL 5. T84 5 N L
| | | DKL % FE S B, A EEAE O JE P ML AT H 370
:fanssfediens_ j***“’lfﬂ‘i e SED B 5. AREEOER I OLAL, HBEDSIF2¢
l TIET2HENDHL. ROBEEHTL2ZL0H 5.
E%*'m E#_LITE meE EREZROWE D H 5.
MeledaZ
Boet:n|2§= Wkli + Colef® k1B (3) RIERFRR
Greither®! AR5 J=trwkid] -
SybertZ! V°'"ef§ iR %0)1&0)[!&%&-_ AfRaE M, AEmbE e ER DL, b viER b A7
Gamborg-Nielsen%! St T R SRR N B )
Unna-Thost2! TE. KHEABE D O ERFITHIT T, RS AR S
=1 UFAMALZERTEEA(LE
Trans- Whitish 2 o
BERX  FEEET ) gredi- mFE (Ohonee  SELAD I
ens exposure
Vorner #4 BAREBR KRT1,9 FREME (+) # it = 7% i
(Unna-Thost ) B Unna-Thost BT
&, R (-)
TRAEITUAV 1 BaF  HEEK DSG1 |z (—) #H ECH SCE GESE 2 i
DERICKDEWALE B U U HEM
REA Beik  SERPINB7 FTREME (—) o] Fo) a B B, 7F i
S L ABEERRT S
DEALRE
Bothnia &Y ".%“%EM‘ AQP5 |rREE (—) ol Eo] | i it
5
Greither £ BAEE KRT1 FREME (&) o] Eo) i B, B, 7F Eo]
B4 L A BEEB, 2
HRBEREZ B MDiE
BERE
Sybert # BAEBE NER EREE (&) B oL i IZIE§” (W )
B NV
H? Bzl
UVEB, BifEES
A, RS
HEDBEAL
Meleda & BAEE SLURP-1 FREME (&) o) B i B, BIEZRED o)
S BAERE
OFIFES U
BREDRIBE
Gamborg-Nielson & HAEE SLURP-1 R (—) =l oL a IEEREEE B
S U

AInE -
FANI

2018 HHz 1130 (9), 2017-2029, 2020 (4F12)



FEPEAAIEBIH DO T &

x2 IRBE - ERMTRIEEE - IR - RREEALE
BT REEET BRBRAASHY
BREE WAGHEE  KRTEC: 16, FLEROBBIEOREERS (BALRE).
DSGI, TRPV3  TNSOEA{LREFEREHEHIH
[CRDFHEEND.
SERAT MAGHEYE  KRTEA KRTEB,  EROEE, BEOKE BE OFRWMED
FRIEHEAE KRT6EC, KRTI16, EIRIE.
KRT17
gk RS 1 & HREBEY DSG1 FIROERICRRDBALHE
IRREIRA{LE 2 2 M HE DSP R ClAF R CBAILRE.
RIRBEIER L 3 B MR EHEY KRT1
0N PRSI L 1A B HMAEAEY AAGAB INRED SEEIC DT TS HORNE TR
(Buschke-Fisher-Brauer £) BERENZRICHREL LS. Z0D%, #
PRSI LT 18 A R EEY COL14A1 HUTHE L TASEAIERREES
PRI LE 2 A HMAEBEY E: BUNEERE(LRZED 20 MAICHRLTL
GER=lE=0) 2. FEEEZHCE U/ AR 54D
BOARL B LMD
PRI 3 RO B LI SRR D O DR

Mo Z DLV, BREIZE > TEALNZWT
ELH L. WO BREAAONLZ L b H 5.

1.2 REEEEALE

(1) ¥R

WAL MR RBIER & /A5 X )l
L7 A L L CHES. S /2. SERPINBY #1n 1
DERIZL D, 7T VTANIBW TR D HIEO @R
FAALRECHARZIT TR L TAOEZ WL LS
T2, WEEEREZBLZHAAD 50 A2 1 A28
Fpo7-0, MEBEIRNE &R 2312 1/50 TH
b, TDHy TV HIE1/20MRTREZ VAT,
—RENEEERO LI ICRA LI EDHHY. #@Fk
ZBEE A L 9 & BN TGS SNEFOZ <, B
ZH L REBRMERMLIETD 5.
(2) fER

EFL L, BEXZ1-2%FETIL, FELEED
WALEB L OB EOBEMILD RN DPNE 2 EDE .
WAL LML, FHREW, RS, R AR
EIZFENMRR 7 F L A EZ XA transgrediens %
R ENL . F 7, FEEAMITER, R
L& WML H A 5N S progrediens # /R 2 & b D
5. TR, EHoOIiEE v, EELITEE LR
DL, EROEREZMN) Z LB RARD
GOPZ L, MYELBERT 2L b L. EIHEIR
MHEALL 72856 %, FEASHBLL 28461, B
HEOGPEZEE ) RETHAH. Meleda W& B D, K
ANBIIEROHMBEDIEKR T 5 Z L id s, @i

i & & HITEEEMELTT 5. B ORK TR H
BIZRKT 2 OWTH 5.
(3) RIEFFR

WAL L FRNRE 220, FRZMEIZED V.
e TR CEREN ) (CBJE OB ORI
fE.

1.3 Bothnia BEERALAE'"">

(1) #iER

WO AEE R AQPS BIn TOERIZL 5.
(2) ER

ALY, EPRISEIRLA D AR AT B L
TL B, Akt Zommibiz T Ry
fll, FH, BHEICEFTHERLTL S Liddw. HiE
DEFNDH 5. R OEK TEPEATA IR L T
RIEHBAR Y DIRICHR 5. EWERESHEICALNS.
(3) REFRR

WAL L R R, JRAEE 2. AENOTE
AR, T2 ) VIFRASKATERICA LN S K912
ZALL T, WERFIC) vk 5.

1.4 Greither BE2ERA(LE'"Y

(1) #EH

WY EN R KRTI BIZTOERIZE S,
(2) ER

AR XD EPEIEIRLZ D OV F A OB MR
HHHLTL 3. OVF AMOBALITIEY, T,
JRRET, RFICB X AR (transgrediens). 21 H O#

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2019



I
=

WO T5] SMFRER

iz

[

A ALAE

QS YEHEOCHZHHE (4) susipaissuell I¥Y)EHIEFRITIHYE ENdHL HEYDER %) 3k peIsW|O
YAEE N\IEYER VOTE YA EedE
MRS ORI E 2 P B F AW B S e BE SR ET - 8
SN QOEY TEEEEEHHMAO T R Y N3Ld HEYBES (7% | #2323 UspMoQ) &f uspmoQ
GRS BRSO R] ((4+) Ssusipaissuen TEHEIETIY R0 L AVOHYNS HEYBES #2420k zelnH
Cmocmo _mmmmwr_ﬂomm
Ie voEE I EiTEREE c4agH4 HEYBES UM SISOJAL) #E4 Tk suenz-emoH QG CRGF 2B HV XS
TEEE FIFUEHFPINO@IMEL
T EHMEFYRQCH2EBREE SUHFHES [ dId FEYBES Fa6) IKEEO S 2
"\ B = B Y 002 W T R2T QT A ) (R VO [ LNM FEYBES ##¥) T 85.1eSSEH-Z1INY2S-4doUos
EEWAM TWEZ REG TWFEHROHE e TYEESTVRO VO [ LNM HEYBES TN M ZIE) (B
e EL
EEDYVIRY mEOR TG wEEAN TEWHEFYRO v L1E HEYBES uyosseper-11184osadueld-||95eeN e
HEOEE SEFWHA T EHERY RO 94aro HEYBES #HETAUOISNOID)  CRG 2T WHEING
HEWBES
I TR FEW ISV cosa FEYDERE  IEHEIE Y EET T
I TR Y IRV TE dnr FEYDEE &f soxeN 0aCea
EUSRYEE=E- et e (O AN dsa HEYDES #43¢ |elense] 2% Jley Ajoom 2 TkEE
(+) susipeissuell "I HMERYLQ TEUSW TEG> 0510 HEYBES FETE UNN-WieH
(+) susipaidsuell ‘IJJEHHEFIYVRO
R NNEHE CHE T ORE S 2 HlE 0510 HEYBES #¥)Tf 81A)a7-uo)|Ided OFCRF2HNER
0aC
(+) susipaigsuell ‘IKY)EHMERYLQ WL OTIEE dwod FEYBES FATE DI G 2 =0 YLy
(TFEHA N4 N00O) EUSIL==4- =T
O NEYGESHQHIE EIHYEE 407 HEYBES A TL SIUIMUOA TSy IEWWMIEIC £/ Q2 2l
(9<VSGPyL W)
aulouss ﬁw_vﬁwﬁ
(=) FlzZhves [BLpUOYO0LIW =SS EHDEL (N ACN SCRS 2P
UEHOEE " (MBEE)) WoBH caro HEYBES #%) 3¢ Aouyduind-1ied
EET)HE OV PN DU R caro HEYBES B2 RE C Y 0 2 s
EHE B
S e TR TR Y CH R RS caro HEYBES (ssaujeap-sIsoAyIyal-siiiIeIa) A
T M E RS PN @HY L0 caro HEYBES T HIE C S = 23
HEYMTHUEOHE Gy EESHOHE IWkE cars HEYBES #4) 3k [SUIMUON ORI 2 lH
eSS T R FIOEMY EHTE 2k ez

AT HEIE € 2

1130 (9), 2017-2029, 2020 (4F12)

=t
ey

HEE &k

2020



FEPEAAIEBIH DO T &

AR 1 EEACEOEERE

fREY BILR RREB/EGT
Vorner 4 BRefEE  s>F 1, 9/KRTIL9
(Unna-Thost #Z=10)
=i BREASE BILEY - RTFI—E - A eEY— I5—FB, X/\—7/SERPINB7
Bothnia % BRBREME 7O RUY B5/AQP5
Greither £ BLBREE T S5F 1/KRTI
Meleda J& BRBERSME DB LYB/PLAUR RXA V&HEHA-1/SLURP-1
PREEY BB EE 7Z>F>6C - 16/KRTEC - 16
FRAEIUA 1/DSG1
NoVITUN - LETI— - RTVIvIL - AFFY - FoxIb, HITTF7IZU—, X
J\—3/TRPV3
IR BREEEY  FTAEILAV 1/DSGT (R 1 8Y)
FAETSF/DSP (8K 2 BY)
TZ5F 1/KRTT (&K 3 8Y)
SERNET R B BRBREMNE TS5FVBA-6B-6C-16-17/KRT6A-6B-6C-16-17
Cole & BRBREME TORXOUFFR-EOTFRIT7I—T- TR T53ITRT5— 1/ENPPI
IR ERAEKEE  TILITT - HUN-TYTFURBEER/AAGAB (51X 1A HY)

148355V 7)LT77 1/COLT4AT (IR 1B EY)
(X 28, 3BCEUTIFARH)

FEIRMTEREY (Vohwinkel) e EkE

OuUZyr, Ox+226/LOR. GJB2

—
PG
o

PG

Papillon-Lefévre fE1REE

HT T C/CTSC

FAALIRZE &3 AT. L I i L IS R L S B A AL 22
PHBlTLZLbdHs. ERELITEZ LR,

(3) WREFFR

B & RENEE. AE g OMilg o 22t & B
R DN, BRI TE A S e\,

1.5 Meledaj®'®'®

(1) ¥R

WYtk V(5. SLURP-1 #5TOERIZL S,
BIABEER D707 B THRREICH S L) = M e
(Mljet) BICHREFEDZ VS, EHR L) HEPD 5.
Mljet i3 7 @ 7FTH#ET, 4 %) TiETld Meleda & 3%
FLENG.
(2) fFER

AR D %  FELRIKOBALRE DS &f,ﬁm“é
A TEMFEITFEERIEICE 5T,
RFICE TN > TL S, HAELICHEDIEL ifﬁa
AEPEIRZE DS A, WIRLZ ) BALs I TH 5. A
IEREIC R A L HEREET 2 L9100 5. HED
WIRTH 505, O FAEOBALEZRTIEL DN
%’éﬁﬂbﬁ%ﬁfﬁmﬁ&)ﬁ@th HALNDLZELH

WAALIRZE L EH AR OB R IIWIFCTH 5. HHE

yﬁ%k b9, RkoMMiE L bR LD 5.

(3) wEFRR

WAL e FENE. ~efmfbz o mEmd, bk
VIEBI S AFAET 5. TIHRROBIGEA AR LN B T & A
EANY

1.6 {FIK - REEEWEA(LE" 2

(1) ®s

WYt MEYEEE. DSGI, DSP, KRTI, KRT6C,
KRTI6, TRPV3 Bz DZERIZE 5. HEHEITHIR,
HWIRD B VIR (M8) o@mbrAoNns.
REPEMAGE I, FEREMETICEY, 18, 28, 37
WO ENRTWS (2).
(2) fER

TR S RBEICHIR A LN S, B, #HIRD
2 W RO A LR A RIS, I E AL %
DB L TL 5. EIRDSER T 5 DI FHEH LD
ZENLv. [W—FRN, B EBENTERICE AR
BHEONL., Thbb, SROBMILHELEE T2
BEHEDVIIL, F—5RNTHL0IZ, MEOES
LHEZRTHREFE DL VL. A—BETHLHICHH,
b5, FEEEKOBAIREDEN R LS 2
b Y o

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2021



FEEAICEZROTI SN E RS

(3) WREFFR

WAL AEMLEE) RER D, b WiER] b 1F
169 5. MUREREMIGE 1 Bk X OV 2 BITid, KM
TARBROBKRD A SIS,

1.7 SEXRMEMEPERES "

(1) B

et AR P {5, KRT6A, KRT6B, KRT6C,
KRTI6, KRTI7 85T ORI L 5. 2D DHRI)SF
f£9 %. Jadassohn-Lewandowsky ! (pachyonychia
congenita-1) &, JNFRE, FEEEORFE ML
W, BALMEMAL, DFERREO ABUEA A SN 5.
Jackson-Lawler ! (pachyonychia congenita-2) TliZ,
A RS, ZFRVEIRREE, FEREO R
LIRE 2 E3H 5N 5. Jadassohn-Lewandowsky %
1%, KRT6A, KRTI6 85T DZEHEAMS, Jackson-Lawler
BITIX KRT6B, KRT17 BInFOEENERTH 5.
(2) TR

AR E D 2 <, B L D ARI~248 F TINRER
EEPICHEPRONDL L) b. 2Ok, FEEO
B FHGEB AL R2 M EFRALE R B B A LR H 1
5592 %5. MUREIARETH LS. FEWHRINH
NEEDAFAET 5.
(3) REFRR

AL AL E e ER S, DR WIER b A7
3%,

1.8 Cole %"

(1) ¥R

WY ANEYEE R, ENPPL BT OZERICL 5. #
PV SR OB\ AALHREE A U . MBI B R DA
5hb.
(2) ERR

G RRE XD rRo B AR & B R BLY
. BEFEHOBRIEIHA TH L. LIELIZPIRIEE
45, BOERTIEIAT /A FOBEIZIERTH
N, XS )AL MNDAS )V —LDBBIEHFTH 5.
L2 L, (BifaRBEECId) MALRIRNGD X 5 = > JikE
MRALTEY, X7 = R OISR IR ERD
HEEZEZLNTWDS,
(3) REFRR

Bk Remibizteb v, FKERE, BREO
MR AT 5.

1.9 HEREWEE(LEER

(1) #iER

WY AREE R, R 1A B3 AAGAB #E =10
ERIZE A, FHAIR1BEIX COLI4AL BaTDERIC
L5, FEPEICHIROBAIIRELZEL 5. MWOFEHM
ALAE I IR L C, FHERE ] 258 . Cowden % (Cowden
FERERE T /) o—fEike LTENDL LD D 2.
(2) fER

JERDFEHIZIZ E A LOYAEFERDBETH L. &
PV pUROEBA R LN B AE L S, 2O RBIE
BT LI D IR T 5. IR BHIKIRIZ %2 0,
Eiix 2z bZ bbb, BIRSHIKR 7 A )V A K
BLHEN LTI o %0,
(3) REFRR

B, AT IO MRE D ISR, 2070
FEBTHIEHENT, 7y TRICAZ L. e
Lzt EB D, PEb R VIERI D AFFET 5. RKEME,
DS, BRE OREEIZFEBNIC X ) kkx TH 5.

1.10 iEmHAEREYERERA(LEE
(Vohwinkel)39~4?

(1) #sH

et R (Z. LOR, GJB2 BIZTOERIZX
%.

(2) fER

AW X 0 BARESMBL T 5. F¥ R
BT E A (L2 1 AT 2 BEREIR 2 S B N =
7 BEBFALRZE T 5. S50 BIE P i %
BT, H#AFT B L IRBED %S 5. LOR G T O
BT X A4 Y R AR, E4E, 1)
20 UAEREE B S NS S LS ($£3). GIB2
BETOBERIC L 2063 TE, B, FY, e
BB AR E I 2 2R o e b FIRE AL
MBI, R P

(3) REFRR

BB - Rt ons, B FRIck
AR AR,

1.11 Papillon-Lefévre fEiREE™

(1) B

WYAR SRR, CTSC BIEFOERIC LS. %
B2 & T DU R R IR ER OWIAL L B AL, SR, 5
YRS 3 WM TH 5.

2022 H Rz 458 1 130 (9), 2017-2029, 2020 (47F12)



FEPEAAIEBIH DO T &

(2) ER

LA T, REICHAIAIBIL T 5. WKL
BFTEYE, EHICETRA S5, Zo#fLETFL
AW A Z T, THICE TR, BAILHE IR
HTh 5.

(3) REMR

Wk, ReffbzEs . B LR oMk L im
EIRPHD ) ¥ oSERRE.

2. ¥
REMERMICEOHEEIX, HARBXOHETIZZ
NEN1IHAHZD 12 Ao T3 AL R o
Tw3". Bothnia BUEFEAIEDBEII AT = —F >~
OALEE (KA = 7B T, —#ALH72) 03
~055% (1 HANH720 30~55 \) L#iFEERTWBY,
KH 5 1E, 2015 I FEPEMILIE DO BH IOV TD
EE—IRT v — NREE T 72 Ao 500 KRR
DIFBEDBZJEFE 2% & N/NRBRHT 7 >y — MK E %
£ U CHEBEMLESENEF A Z AT L7z, 6 HTH
W25%, THTHETIC 77y 2 ATEFZLH)
LIl ZoATIE, M5 MM R
L, EWAUEEZORROY, BEEEZEZTLH
I AL BPHL2RERIZOWTIEENRZENR
DIMORFZDOH, BEBORBELKFE L. 72, H
HHECHRM & 3%, 7 v 7 — FEIC O W T oM - 3
P E xRl b kd7z. AR 690 ik D K EF & O
WANRBHS T 7 — FHME B L7z, 9 b 325 fiak
LY M ARz WERAH SRR U3 RR, B
FHRUE 147 % (N 100 T ABH720 12 N) Thoi-.
9 HNIRFERBEIC TR STz, ALT100 75 A
H72) OBEFEHTHDL L, HEREI RS T, 100 A
720 306 ATH o 72,

3. Al

PR IER A 7 <, KBBLRERAAN ] B
Thhb. ZTDOLRHDIETF YA LNILOEWIERDE I
VENTWRW, HIEARE SN TWAIHFRE, E
BIFEIZHEDIL b DTH .

3.1 SAEE

FUFVERT &) ¥ RRFKE 7 & O EERHH O
BATR ANV YR ) F = VEHREORAT % AT .

3.2 REtIHliG

a—Vhvy—, EWHIVY, EHENCF, IR
B B2 CCTIRE LM ERET 5.

3.3 ABREE

LF 74 FRRELTS. 7272, ZOEANIIEHE
MAHHDOT, WFEZIIFRL T LW REDD 5
YIS Ly, F422 LT — MIx Lk
HEDOWEIED B 5 EH, WHEEOH L EH, HHED
hHEH, ©F I ARG ORE, €y IVA
MEGEDO BFIIIRSTH L. T L FF— bERLS
T2 L &2, WHO7CIHTHE OO ETORH
HE5.

3.4 BIHECHT DEE

FEHL R B A3 A 7 EDEPHEICK L TR TR
WHEL, SIS 5. B, fEA A, A
W, DBIE, FRUE, MR IERAGE 7 & O PHEIS S L
TITH PRI 2 T % & RIS E Y] 2 BB 38
RHAEWH O G % E% 479

35 FBEBBRICKDTT

BRPTEIORFEL LRI E, RNV %
EEMWT, AEZHD, BMERICTEY YL
TODT #4719 . EHOBADN R, KRR b
5 <.

4. Fig

SEBEBAD Y w720, WRICHLTOIE T ¥ i
Bl BEEE, BHEPNCH LT, ) FVRY &
V) ¥ RRFRTT 75 & OB A O BAT TR E &
IV D3 EAWEOEA, EREMISHLTIELT /A
FRIRZATD 2%, BYICEBT S 2 0% 0.

1) Sakiyama T, Kubo A: Hereditary palmoplantar
keratoderma “clinical and genetic differential diagnosis”,
J Dermatol, 2016; 43: 264-274.

2) Kubo A: Hereditary palmoplantar keratodermas. In
UpToDate (Wolters Kluwer, MA, USA), 2019 https://
www.uptodate.com/contents/hereditary-palmoplantar-
keratodermas

3) Juktes  GEIRYE - JRiEMEE) EREAMLE, F OB,
FIEYE, MBI AR © = F 28— b9 S % REH RS
Wk —7 v 7, HIlFEE, 2018, 305-309.

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2023



FEEAICEZROTI SN E RS

4)

5)

6)

7)

8)

9)

10)

11)

12)

13)

14)

15)

16)

17)

18)

19)

20)

21)

Vorner H: Zur Kenntniss des Keratoma hereditarium
palmare et plantare, Arch Derm Syph, 1901; 56: 3-31.
Thost A: Ueber erbliche Ichthyosis palmaris et plantaris
cornea, Dissertation, 1880; Heidelberg (pub).

Unna PG: Ueber das Keratoma palmare et plantare
hereditarium, Vierteljahresschr Derm Syph, 1833; 15:
231-270.

Nagashima M: Palmoplantar keratoderma, In: “Hand-
book of Human Genetics”, Volume 9, Miura O, Ochiai K
(eds): Tokyo, Igaku Shoin, 1977, 23-27.

Mitsuhashi Y, Hashimoto I: Keratosis palmoplantaris
Nagashima, Dermatologica, 1989; 179: 231.

Kubo A, Shiohama A, Sasaki T, et al: Mutations in SER-
PINB7, encoding a member of the serine protease
inhibitor superfamily, cause Nagashima-type palmoplan-
tar keratosis, Am J Hum Genet, 2013; 93: 945-956.
Mizuno O, Nomura T, Suzuki S, et al: Highly prevalent
SERPINB7 founder mutation causes pseudodominant
inheritance pattern in Nagashima-type palmoplantar
keratosis, Br J Dermatol, 2014; 171: 847-853.

Lind L, Lundstrom A, Hofer PA, Holmgren G: The gene
for diffuse palmoplantar keratoderma of the type found
in northern Sweden is localized to chromosome 12ql11-
ql3, Hum Mol Genet, 1994; 3: 1789-1793.

Blaydon DC, Lind LK, Plagnol V, et al: Mutations in
AQP5, encoding a water-channel protein, cause autoso-
mal-dominant diffuse nonepidermolytic palmoplantar
keratoderma, Am J Hum Genet, 2013; 93: 330-335.
Greither A: Keratosis extremitatum hereditaria progre-
diens mit dominantem Erbgang, Hautarzt, 1952; 3: 198—
203.

Gach JE, Munro CS, Lane EB, et al: Two families with
Greither’'s syndrome caused by a keratin 1 mutation, J
Am Acad Dermatol, 2005; 53: S225-S230.

Hovorka O, Ehlers E: Mal de Meleda, Arch Dermatol
Res, 1897; 40: 251-256.

Fisher J, Bouadjar B, Hellig R, et al: Mutations in the
gene encoding SLURP-1 in Mal de Meleda, Hum Mol
Genet, 2001; 10: 875-880.

Milingou M, Wood P, Masouye I, et al: Focal palmoplan-
tar keratoderma caused by an autosomal dominant
inherited mutation in the desmoglein 1 gene, Dermatol-
ogy, 2006; 212: 117-122.

Armstrong DK, McKenna KE, Purkis PE, et al: Haploin-
sufficiency of desmoplakin causes a striate subtype of
palmoplantar keratoderma, Hum Mol Genet, 1999; 8:
143-148.

Whittock NV, Smith FJ, Wan H, et al: Frameshift muta-
tion in the V2 domain of human keratin 1 results in stri-
ate palmoplantar keratoderma, J Invest Dermatol, 2002;
118: 838-844.

Wilson NJ, Messenger AG, Leachman SA, et al: Keratin
K6c¢ mutations cause focal palmoplantar keratoderma, J
Invest Dermatol, 2010; 130: 425-429.

Shamsher MK, Navsaria HA, Steven HP, et al: Novel

mutations in keratin 16 gene underly focal non-epider-

22)

23)

24)

25)

26)

27)

28)

29)

30)

31)

32)

33)

34)

35)

36)

37)

38)

molytic palmoplantar keratoderma (NEPPK) in two
families, Hum Mol Genet, 1995; 4: 1875-1881.

Smith FJ, Fisher MP, Healy E, et al: Novel keratin 16
mutations and protein expression studies in pachyo-
nychia congenita type 1 and focal palmoplantar kerato-
derma, Exp Dermatol, 2000; 9: 170-177.

Rickman L, Simrak D, Stevens HP, et al: N-terminal
deletion in a desmosomal cadherin causes the autosomal
dominant skin disease striate palmoplantar kerato-
derma, Hum Mol Genet, 1999; 8: 971-976.

He Y, Zeng K, Zhang X, et al: A gain-of-function muta-
tion in TRPV3 causes focal palmoplantar keratoderma
in a Chinese family, J Invest Dermatol, 2010; 130: 425—
429.

Bowden PE, Haley JL, Kansky A, et al: Mutation of a
type II keratin gene (K6a) in pachyonychia congenita,
Nat Genet, 1995; 10: 363-365.

Smith FJ, Jonkman MF, van Goor H, et al: A mutation
in human keratin K6b produces a phenocopy of the K17
disorder pachyonychia congenita tape 2, Hum Mol
Genet, 1998; 7: 1143-1148.

McLean WH, Rugg EL, Lunny DP, et al: Keratin 16 and
keratin 17 mutations cause pachyonychia congenita, Nat
Genet, 1995; 9: 273-278.

McLean WH, Hansen CD, Eliason M], et al: The pheno-
typic and molecular genetic features of pachyonychia
congenita, J Invest Dermatol, 2011; 131: 1015-1017.
Sybert VP: Pachyonychia congenita, In: “Genetic skin
disorders” . New York, Oxford University press, 2017,
143-146.

Cole LA: Hypopigmentation with punctate keratosis of
the palms and soles, Arch Dermatol, 1976; 112: 998—
1000.

Eytan O, Morice-Picard F, Sarig O, et al: Cole disease
results from mutations in ENPP1, Am J Hum Genet,
2013; 93: 752-757.

Buschke A, Fischer W: Keratodermia mauculosa dis-
seminate symmetrica palmaris and plantaris, Ikono-
graphia Dermatol, 1910; 51: 183-192.

Brauer A: Uber eine besondere Form des hereditiren
Keratoms (keratoderma disseminatum hereditarium
palmare et plantare), Arch Dermatol Syph, 1913; 114:
211-236.

Brown FC: Punctate keratoderma, Arch Dermatol, 1971;
104: 682-683.

Costa O: Akrokerato-elastoidosis (a hitherto under-
scribed skin disease), Dermatologica, 1953; 107: 164-168.
Giehl KA, Eckstein GN, Pasternack SM, et al: Nonsense
mutations in AAGAB cause punctate palmoplantar ker-
atoderma type Buschke-Fischer-Brauer, Am J Hum
Genet, 2012; 91: 754-759.

Pohler E, Mamai O, Hirst J, et al: Haploinsufficiency for
AAGAB causes clinically heterogeneous forms of punc-
tate palmoplantar keratoderma, Nat Genet, 2012; 44:
1272-1276.

Guo BR, Zhang X, Chen G, et al: Exome sequencing

2024

H Rz 458 1 130 (9), 2017-2029, 2020 (47F12)



FEPEAAIEBIH DO T &

identifies a COL14A1 mutation in a large Chinese pedi-
gree with punctate palmoplantar keratoderma, J] Med
Genet, 2012; 49: 563-568.

Maestrini E, Monaco AP, McGrath JA, et al: A molecu-
lar defect in loricrin, the major component of the corni-

39

=

fied cell envelope, underlies Vohwinkel's syndrome, Nat
Genet, 1996; 13: 70-77.

Ishida-Yamamoto A, McGrath JA, Lam H, et al: The
molecular pathology of progressive symmetric erythro-

40

=

keratoderma: a frameshift mutation in the loricrin gene
and perturbations in the cornified cell envelope, Am J
Hum Genet, 1997; 61: 581-589.

41) Maestrini E, Korge BP, Ocana-Sierra ], et al: A missense

~

mutation in connexin 26, D66H, causes mutilating kera-
toderma with sensorineural deafness (Vohwinkel's syn-
drome) in three unrelated families, Hum Mol Genet,
1999; 8: 1237-1243.

Hart TC, Hart PS, Bowden DW, et al: Mutations of the
cathepsin C gene are responsible for Papillon-Lefevre
syndrome, ] Med Genet, 1999; 36: 881-887.

42

=

Il BB SEEHIEEE

1. iRk (ZREEA(LIE T H 2 hEH DEZHR)
1.1 FE=HIR

(1) ERPREVERIR

(a) FEHDVLIEEICER(LRENEFET . BE
EREROFTAMDIEBBNERBEDZ EDH
3. Iel2L, 38R - BHK - DA IV AMREIIERIN TS,
(b) RAIE UTHYIRHICHAEL, REEICDOIZDE
DR T 2.

(2) RIEPHEIR : RIZEEERTITER, BAlk R
RIEEZHEDD. FEALPENERZEBEIE
BHEBEDBVESHHD.

1.2 HE: (1)(a)(b) OFXT=@mL, HD
(2) Zialce T DZEMEALIEEZIT 5.

2. ALK
21 FHOFH

BBOGIAIINY — L) OO E AN, @BRETME,
@mERD 3Ny =T 5 (M. EREMIUEDS
W7 vT) XL).

(1) UFAMEDIFE

BB ERICHRF L Twb & &I, Vorner &,

Unna-Thost #& 2 WIEFAES LA ¥ 1 @51 DZE

R\ X EYMALIEZ % 2 5. 95D transgrediens™
Ryl X, EBMY Meleda s, Gamborg-Nielsen
. Greither &, Sybert !, Bothnia # %%z 5.
*transgrediens : FEHEE Z 2T, BUAEFHRTH,
JH., 7FLVABIBICETEBBIEAL TSI L
TOPENIBWTIE, EENICRER IS W,
(2) RREM*OEZES
MRIREWEAAGAE, JoRMEINRERE, Z OO
RISEPEMALIE 2 % 2 5. THRIEANIHIR O 1L % 32
D5, BIREHEMEEX 2 5. INHEE, 2K
ORI, BENE, TENO At bR %
P A IS RN ERERE % % 2 5. SRR A
ABRE, e RN EREAE D W FHIZH 54 LR WGE,
Z OO RBR YA & ZWiT 5. EEFMHO
Btbdb.
(3) RIRDZES
RUREEPEAALAE 1A, 1B 77 & N MRS A LAE
281, 3%, ColeWix#%%. Cole iTl, MO
mERE LR,

3. HEERZEZOft
3.1 M2

FEREAR- e & FMGME & SRS M Z RS . B
FALIED % CIZH—BZFREZ DT, KEIZFAN
TR 2 ENAZ O, TRTHNIIFARMZ 2
ARG

3.2 KEREEIRE

3.3 EBIcFHE

MR OMHEREOKROL &, BH (REEDY;
FIIZOREHR) O LETORBEERZ) 2 ThfT
¥ 5.

34 @EIEHAYVEUVST

AL T2 EHAUENBEIEDObDTHE 2
AW L7 0T, B & CORBITEER A Y v &)
YT RZTHIEREIDD. BEBLORESHET
T, BREEFZEM L 55 EMZ% S BB Y
YT =AY .

4. EEEHIEEE
MFE2DA 2T FHEFRIC L DWTHET 5. B,

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2025



FEEAICEZROTI SN E RS

Az 2
N y T HERED MZEE & (BF N TEES RN TE
BALRE FEOH 7= B =R . REDh, ~ gy =y ED— S
R
2370 U HU TU TU %L HU HU TU %L
237 1 10% AL BUVERHD BE BRBERBDH BEE Bl
20% it (2 AT T
2372 20%BE  hHEED FREESE BfhEiERD ZTaE  ARIIED
30% *im BT (3 AP E b (&a% - WNE
5 AFETH) AEE)
2373 30%BE, EEWEI,  &HO =8 &ob oo WERERESE GF  fassm 15 - BRUIB
FrlFBAE FlEFLT (6 AT L) ALEE)
{BICKDH ICKDERE
fEfEEDD BEDHD
ZHRIT “it/27
QIEBHDAFHAIT LDEE
BE 2 LT
FEE:3~5m
BE 6 RLE
BALRZBRDEE - *transgrediens DEHEDZHC, FELEERDEXREREICH T HHEREUTCEHE
*transgrediens | 27 A C, BUBEAVCFE B8 FFUARBICETRENMEALTWVS &

HEEE, R (D37 L—F) 12548

mn JUZAILIIRXAFar (CQ)

CQ—%
CQl: L7/ A4 FAMIA A ?

CQ2z:
CQ3:
CQ4 -
CQ5:
CQ6 -
cQr -

R Y 5 3 2 D3 REIMHIZE A ?
FUFVEET ) CAVHIAE A ?
PRFERE SV ITA H A ?

T IR CRREN AR A ?
Uil A 2 ?

MM EE AL 1T % RNA (siRNA) 12 X % it
THM?

) — K2V =312 X BHEBEE D ?
BEAT ) v AR

CQ8 :
CQY -

1 ULF/A FAER

CQl: LF /A FRERIEBAD?

RS HEPEMALIE ORI LT 2 4 FNIRIEAH
Tha

FIZEE @473

HREE B

BB - EREALEDBREIZLF A FRIRZITVE
HTdH o 7z LR ST B REFIH A BRI 5E
BHDY . LF A4 FOFRGEIIOWTEEEISHE
DWZUETF Y AE R, BFE b LIC L THRGEN

D HNTW D, EPEALE 12 61 (FEARES 3 6,
HBUIREWEAALIE 18], Unna-Thost # 4 %1, Meleda #%
1%, Papillon-Lefevre JEfERE 3 #]) 1S LT7 ¥ b L
F UL ENY. ERBERLN Lo 7zD1T 2 6]
T, JR0 O 10 BITIEBEHERRDEA LN, 6 ADE
PEAALEDBE (B2 A, &4 N) T4V bLF
ARG LY. EEAEDOHNRTH 525 3A
1& Meleda %, 1 NIETIREEALRE, 7Y D 2 NiZ#
Wisohizirotz, AV MLF A YOG R,
05 mg/kg/day THh - 72. 16 ##121%, F391.95 mg/
kg/day £ TR L7z 6 A, 1 NIFIZIT%EHE, 3A
R L7225, T NERIR A SN o720 1 NIEE
YEM D704 5% ik L 72>,

43) Wang B, Zhang Z, Huang X, et al: Successful treatment
of mutilating palmoplantar keratoderma with acitretin
capsule and adapalene gel: a case report with review of
the literature, ] Eur Acad Dermatol Venereol, 2016; 30:
169-172.(L <)L V)

Lundgren T, Crossner CG, Twetman S, Ullbro C: Sys-
temic retinoid medication and periodontal health in

44)

patients with Papillon-Lefévre syndrome, J Clin Peri-
odontol, 1996; 23: 176-179.(L X)L V)
45) Wereide K: Mutilating palmoplantar keratoderma suc-
cessfully treated with etretinate, Acta Derm Venereol,
1984; 64: 566-569.(L )L V)
Nazzaro V, Blanchet-Bardon C, Mimoz C, Revuz ], Puis-

sant A: Papillon-Lefévre syndrome. Ultrastructural

46)

2026 H B 2538

1130 (9), 2017-2029, 2020 (4F12)



FEPEAAIEBIH DO T &

study and successful treatment with acitretin, Arch
Dermatol, 1988; 124: 533-539.(L X)L V)

47) Camisa C, Rossana C: Variant of keratoderma heredi-

N

taria mutilans (Vohwinkel's syndrome). Treatment with
orally administered isotretinoin, Arch Dermatol, 1984;
120: 1323-1328.(L X)L V)

48) Raone B, Raboni R, Patrizi A: Alitretinoin: a new treat-

=

ment option for hereditary punctate palmoplantar kera-
toderma (Brauer-Buschke-Fischer syndrome), | Am
Acad Dermatol, 2014; 71: €48-49.(L <)V V)

Blanchet-Bardon C, Nazzaro V, Rognin C, Geiger JM,
Puissant A: Acitretin in the treatment of severe disor-

49

=

ders of keratinization. Results of an open study, ] Am
Acad Dermatol, 1991; 24: 982-986.(L )V V)

Bergfeld WF, Derbes V], Elias PM, et al: The treatment
of keratosis palmaris et plantaris with isotretinoin. A
multicenter study, J] Am Acad Dermatol, 1982; 6: 727-
73L(L L V)

50

=

2 FEMBEYIY D3I RENA
CQ2 : FMRES = DI RENAEHEAN?

R MM E Y IV DIRENHEITY) L%
EZRELTH Iw

FIEE : 468

HEE B

MRS EEALIESRF 201 LTC, AT ARNY
T — VEHE 84 L CRPRICIRES S - 72w
I EBIERERN FEA3d 5. RUREREAILEEE 1 412
WLTHRAEROKROLF 4 FAREAVYEIY
F— VERRFNH I L ORENZITHR L L
W SEBIRTE AT 57, BRARENE AL B E 1 42k
LCFTANY F—VEAREINHEIT 272809
WA B 5.

51) Kragballe K, Steijlen PM, Ibsen HH, et al: Efficacy, toler-
ability, and safety of calcipotriol ointment in disorders of
keratinization. Results of a randomized, double-blind,
vehicle-controlled, right/left comparative study, Arch
Dermatol, 1995; 131: 556-560.(L X)L V)

52) Horikoshi M, Kuroda K, Tajima S: Punctate palmoplan-
tar keratoderma with pigmentary lesions on the dorsa
of feet and ankles: successful treatment with a combina-
tion of low-dose oral etretinate and topical calcipotriol, J
Dermatol, 2004; 31: 469-472.(L X)L V)

53) Kawai K, Fukushige T, Sakanoue M, Kanekura T: Stri-
ate palmoplantar keratoderma, J Dermatol, 2010; 37:
854-856.(L X)L V)

3 YUFILEDEY VERENA
CQ3: YUFILEED Y VERESNAIZERAD ?

LRI FEPEAAGEEZ IS LTHY FViRT &Y
VHVHEAT) CEEEELTD L.

FREE : 447

#EE B

%84 © Unna-Thost BIEIEALIED 1 KRITBWT,
FHEOE % I A (100,000 IU) WAkRE 12%41) F
VT &) AT OPEIC X D IAEEE L7z &) FE Bl
HEWD L. WEBIHBD R L ZOHEMEICOCTOM
EHTwaw, LaL, i BROTHOD, %
COBHT (HMTo) S ThbRTw5.

54) Sehgal VN, Kumar S, Narayan S: Hereditary palmoplan-
tar keratoderma (four cases in three generations), Int J
Dermatol, 2001; 40: 130-132.(L X)LV V)

4 RFREENA

CQ4 : RFREESREANL?

RS ¢ HEPEAMALIE R 1N U CORFEREI 21T
ITEEREELTH L,

FEE - 431

#REE B

RN - RUREBEALAE 1A B B 10 L T iRE
BHURFBREI 24T o TR o lz v 1
Bl 2 0%, FEBIAD % < 2 DHREIZDONWT
DOffEIEH TV, LaL, @, BROTFHOL
0, ZL OEFETHH»ITODR T 5.

55) Bukhari R, Alhawsawi W, Radin AA, et al: Punctate pal-
moplantar keratoderma: A case report of type I
(Buschke-Fisher-Brauer disease), Case Rep Dermatol,
2019; 11: 292-296.(L X)L V)

5 7Z5NL2V5IVYH
CQ5 : 79N\ 5 IVAMAEIEERD ?

R LF /A4 FRIREBEATAZ EI2XD, %)
AW T 5.

FEE 4
#RE : C1

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2027



FEEAICEZROTI SN E RS

AEEE - IRV IR A LE O BB IS LT LT
A FHREBFHLTT SV Y F VO 2475721
BlEE LD 278, WEBDD % S ZDHFEREICONT
DFFFIE I TV,

56) Wang B, Zhang Z, Huang X, et al: Successful treatment
of mutilating palmoplantar keratoderma with acitretin
capsule and adapalene gel: a case report with review of
the literature, J Eur Acad Dermatol Venereol, 2016; 30:
169-172.(L XL V)

6 tIHLE
CQ6 : tIHIARERAD ?

LR EPEAALERE IS L TIT) 2 EREEL
TH L,

FEE : 426

HRE B

BRER © NUIREEBEAILAE 2 B o U 2 L TRl
UL AT o 72 1 Bl 3 228, W BIAA 7 <
ZOEMEZOVTORFEIIH TV, Larl, &
HEAALEDREDIZ L A LI, FITEEOHEKNE 25
AR O, ERROZzO A LY Z1T- T
W,

57) Torres G, Behshad R, Han A, Castrovinci AJ, Gilliam
AC: ‘T forgot to shave my hands” : A case of spiny
keratoderma, ] Am Acad Dermatol, 2008; 58: 344-348.
(LR V)

7 BEBEZEESTFTH RNA (siRNA) ZH
W2aE

CQ7 : REEZFEESFT4% RNA (siRNA) ZH
WaiaElEEAd ?

HEZRIC ¢ BEPEMAUE DOIGHIIH LT, BRREE SRS
T RNA (siRNA) $e5 130 RE TR R HETH
LWKRIZHOEDIC o TORWES b H 5.

FEE : 41

HZE : C1

B8 KRT6A BT I8 3 5 siRNA 2 VT, 5
e PREMUIIE Y AR BT FF ~
6ay Y7 EOBBEWEI LzL vy mETD

BY. SRR A2 B S TV 59,

58) Hickerson RP, Smith FJ, Reeves RE, et al: Single-nucleo-
tide-specific siRNA targeting in a dominant-negative
skin model, J Invest Dermatol, 2008; 128: 594-605.( L X
WV V)

Smith FJ, Hickerson RP, Sayers JM, et al: Development

of therapeutic siRNAs for pachyonychia congenita, J

Invest Dermatol, 2008; 128: 50-58.(L X)L V)

60) Leachman SA, Hickerson RP, Schwartz ME, et al: First-
in-human mutation-targeted siRNA phase Ib trial of an
inherited skin disorder, Mol Ther, 2010; 18: 442-446.(L
NV V)

59

=

8 U—RRAI—FE[CKDEE
CQ8: U—RRII—FEICKLDEEEIEAD ?

IR - EPEMALAE BB IR L O kA S 7 iR
Th5.

FEE : 416

#EEE : Cl

R 5 Bl KRB EEMED BFITH L TY —
FAN—#LLTHF <AV 2HHLTHYT
Hotzl ) HEEH LU, WMEHIL L 0K
BPEZ OV TORFRIZH TV,

61) Ohguchi Y, Nomura T, Suzuki S, et al: Gentamicin-
induced readthrough and nonsense-mediated mRNA
decay of SERPINB7 nonsense mutant transcriptsx, J
Invest Dermatol, 2018; 138: 836-843.(L X)L V)

9 ELhorteuVvYy
CQ9 : &izHhDVEUVIRIREAL?

HIR A O BB TS 2> T
&, BARLZORKIGEIZA Y V) v 7r 225 h
yﬁc]: vy

REE : 474

#EE B

R B EMERAUEREOBEIIB W THEES
TR VT RBEBLIVOFORBEICE ST, B
Wi - R L AR ISR B2 & v ) WG d 599,

62) Dev T, Mahajan VK, Stethuraman G: Hereditary palmo-

2028 H Rz 458 1 130 (9), 2017-2029, 2020 (47F12)



FEPEAAIEBIH DO T &

plantar keratoderma: a practical approach to the diag-
nosis, Indian Dermatol Online J, 2019; 10: 365-379.(L X
V)

63) Patch C, Middleton A: Genetic counselling in the era of
genomic medicine, Br Med Bull, 2018: 126: 27-36.(L X
WIV)

64) Yang M, Kim JW: Principle of genetic counseling in the
era of next-generation sequencing, Ann Lab Med, 2018:
38: 291-295.(L )V IV)

TEFVAURNIVEHBEDRERLE
TREORRIZ, HARR SR, B EE 2%
TARITA VI THRHAEINZETFT VALV E
HEATRE O A HE A V72,

TETYAURNVEHRE DS ERE
A IEFVADUNIVGE

|1 9RAFIT4v T - VEA—/XFT7FUIR
I1:1 DUEDS VY LMELLEERER

N 3ES V4 LMELLEBELER

IV SIEZRERZE (O7R— MRFEACESIXIERAZ)
V : ot (EBIERES W AEBISEENHTZR)

VI EFIRERPERIIREADTR"

B : #EREDSE

A fTI5K5E<EBHEND

(B e b 1DOHMEZRT LAV L IZRE
DLRVIIDIEF Y ARHALI L)
B:{753&58H5N3

Bl e 1o EOBEMLARTEOED LN
IAREO LAV LBV EFFICREDIV. TEF

YALNEHEREDOFILEDO LTV AN DB T
&)

Cl: 35 &ZEBELTHXRVD, THERMYHIX
()

(B0 5 NI~1V, REGBEBOV, SwizZERH
A B VI)

C2 : Rl K5\ TIEMBHI (T ENSD S5 NIFLY

B& % T EF ¥ AN %W, BT ERTH L 8T v
AN %)

D: ThIEVLKLSEHSND

(R NIHETH LI L ERTREOIE TV A
M b)

i

D AR X 27— % RO oErn 5 i
ZOLNLVETS

DAL OHIZEALT LD LRt e —FH L v b op
5. EBIZH EREMAESHICET 52T v A
PATHTHBRN, FWNOIET A %2Z0F
FERAENGEH TERVWENFLEZEL, SHIFEH
PEBEL, TUVFyALNVERLEET, RES
TOA Y P RHEDSEHRED 7L — FEPE L
TGRS 50 THA.

3) AR & AR ABRRIE IR K AR 2 5

W RO FI EERIIE, JEA S MR
BRI ZE S [T O 8 B 7 D B VR T AR
TEOMRENIIZE ] OIS EE B AreE wibh4 = M
RV

HEZ 4338 0 130 (9), 2017-2029, 2020 (43#12) 2029



