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Key words : faf§#f (ichthyosis), f{b# % JE (keratinization disorder), A LAE (palmoplan-
tar keratoderma), f81t (keratinization), #E{ztERzR ¥ & (genodermatosis)

Abstract BEEMASEDS bEEEEFIE-EW LAAEBEERMICHEH LA T
bbb, F5F, NILRFTNEIF—t, AFO1 KHILT 74—, URFIHFF—
HRE, BE NSO XFR—42—, DL XTO0-ILARKRE, ZOMORERHEES T,
aysyy, ax¥xor, FREJ-LEERATF, 212+ T7 2 a3 BRAF, 2>

HENYIESY

NTRBREEREZOBENF, 7EFINDIYZREYH 2K, HREA/NREERR, 73
JBRHER IPICRUTEEBTFTHD. BCIASORBEDFEN,S, EBLAIL
D1=BHIZRFZDEERBIEFORRVDRLDIDTHEZ I EHNHS.

oI

BT AIGAE & (XK E O ALl O 5L B
M5 350 F2a—FT2BETFORFEICLS
T, 1t (keratinization) D i Th 2 i E g
DI (cornification), # & (desquamation) 8 F
AE SN, BRRIHICEERAROEELIRD Hh
LEBTHA.

BAZTF LAV CTIRE SR S h7z fALE % BRR
SR T A LRI DL IR R
BIETHEL LTABROAIEE L T2,
BBV TH TV TH FOREHIAME
ENTWBEA ERIZEHICRBL THLS.
—%, ERBRTF A OFA LI L B
LTWAGEIIIEBUNORELES 2Ltk
5. TREAEREL 2O SREORR Yt & B
LR TWEEZ-OT, UTICELEETORE
RN, Mo TR EEBIZEMET & &bETa
T B, ZEMEAEE L Darier JHIZO W TIEAR
HOBORMICHREINLDTI I TIIEIET 5.

* Akemi ISHIDA-YAMAMOTO, T078-8510
TBINTRRAS R =48 1-1-1  M)INERR M
Bt dEBE%

TZ2FCOERBICKLBAME

I F AL B E IS FEH T B PR R
T, yA4 7T EMITKRFIESH, ThodATa
FA—%RHBL, ThH3S6ICEE L THilRE
Bamd 5. KEMALHRTIEY 4 710 KI
L K5 Y47 TIDOKIOE KI4AD4DDFEES T
FUBEBRL T AL, K5 & K14 3 EEMLo
By 9 F X7 ThHY, MlgrmityseIns
DEBNIAFIE L TKI/KI0 X7 DG MG 5.
Mo —#8Tid, HEPREH» 5 K2 %M T 5.
EPE O TIL K9, K6, K16, K17 b EA S H
5. BURNURTYH K6, K16, K17 235 L Tw»
5.

K1 & K10 "% Bzl $ 2 9) 2 TEELE
TOT I BRIZERD B B LRI R A
BRALRIEAVE U %, AJE O EFEG] TIEH A IR
FEHFO T AWK, 8EF, AKE 5 A»E
WHTH LA, RICKEEREIHEZY, 2132k
DAERIEYGEIERE 2 5. BIEB]TIIALAEAS
AONBnZ b HbH, ARIIUBFTIEITrFF
Yoy AL YHNOmKRERTZ, BIE
BITiEry FFXAL 0 X ) AME, Kl ®HI F
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® 1. FEEEETIE- &) L-BEEAUE

E B | aErs | BERGET BH5/
BBE (MBERDAEET D)
SPMRME BtI@ | FGL PR
BRI X% STS ATOARYINTPI—F
BB RN R B AL RE 2@ 3 | KRTI,KRT10 K1, K10
)
Siemens EKfE R @B wBE KRT2 K2
Curth-Mackiin ZUZIERIR B BiE KRT1 K1
Bk 5% TGM1 MSUZONEIF—E I
ICHYN ICHTHYIN
ALOX12B 12R-LOX
ABCA12 ABCA12
KBRS R M REB IR EE 8% TGM1 hSURINEIF—E 1
ICHYN ICHTHYIN
ALOXE3 elLOX-3
ALOX12B 12R-LOX
ABCA12 ABCA12
CYP4F22 CYP4F22
ELETR R w3 ABCA12 ABCA12
Acral type peeling skin fE{&2¥ w5 TGM5 rS2INEIF—E5

WhpSRBBERS (RBFEEIND)

Sjégren-Larsson fEf&EE (54 ALDH3A2 fatty aldehyde dehydrogenase
Netherton fE{&E$ 8% SPINK5 LEKTI
Refsum IEfREE B PAHX phytanoyl-CoA hydroxylase
PEX7 peroxin-7
22\ T 75 —CERERE 8% SUMF1 FGly generating enzyme
KID syndrome B2 GJB2, GIB6 AxF 226, AxF230
CEDNIK fiEfz 8% ®% SNAPZ29 SNAP29
Chanarin Dorfman fE1RE$ B% CGI58 CGI58
Gaucher f& type 2 B GBA JiatelLJoyvsy—+
Ichthyosis hypotrichosis fiE &8¢ = ST14 ThUTE—E
NISCH fE{# 8% B CLDN1 claudin 1
ARC fEfZ 8% B85 VPS33B VPS33B
MEDNIK FE{=8$ 8% API1S1 AP-1 VT LY Ol ATy b
Darier & B2 SERCAZ2 SERCA2
TEFIBARE 2@ GJB3, GJB4 a3+ 231, axF2230.3
8%
CHILD fEfE X&@ NSDHL 3P-£EROF 25704 RFE ROy FH—E
Conradi fEf28% X & EBP EBP
ZEALE
Unna-Thost Z4ERA(LIE B8 KRT1 K1
Tonotubules =29 2 £ AL
Vorner BAEZHEALIE BE KRT9, KRT1 K9, Ki
PRESMEMAEAE =4t ] KRT16 K16
RERALE BE DSG1 FREILAN
DSP FRESSFY
Meleda % ®% SLURP1 SLURP-1




EEALELEEDZOMOBEEER
SHEA S LA (LIE, Vohwinkel [EIRZEY | HiE GJB2 326
Oyuol) U BEiE H2E LOR ouoiz
BREEMOBAESENALE | BF | MTTSI 3 Ay RUTOEY > RNA
SR TR E R AE =8 KRT6a, KRT6b, KRT16, KRT17 | Kéa, Kéb, K16, K17
Naegeli-Franceschetti-Jadassohn fE128f | BE KRT14 K14
Carvajal FE2EF (= DSP FRESSF
Skin fragility/wooly hair fiE 2%
Skin fragility fE#28¢ #% | PKPI TSATAU
' Naxos 75 wy P 75308y
Richner-Hanhart fiE(28% 8% TAT FO U7 I/ EsBER
| Papillon-Leféevre fEZEE e CTSC HhF7C
‘LCIouston fEfZEE BE GJB6 342230
BLIF BREAEIBNE XZE XEEHBH  2E BResEr B BRedsiE X8 XRedsEn

L1 L12 L2 T
E1 V1 H11A 1B 2A 2B H2 V2 E2
R I . - >
EER AYRR ALY abEABEELHAYRRAY TAIWRA

AA R, KIDOLI2Y ¥ h —EICERER D L
(M1). EWSESNLIRRTIIEICKLIO, B
ENBVWRRTERECKIODERIZL S, R
%S BOBRINEE % B9 5 annular epidermolyt-
ic ichthyosis IIAJEDH T CTH 5.

AEITBEFEIL, YIF VBIETOIAL A
RICE-oTHLAERY 7 F ¥ MEMERLE (domi-
nant negative) (2 THIRL B DS0kFe 3 5 720
WZHFET HDOT, EWEEETS. LirL, KIOO
M7 LIVDF st ZAZERIZE S KI0 DREXR
B X o TRIEL 72, HUREEOZRR D Wil &
NTW2Y. ZoRE, FERZ AT OICHOW
BUSITERIEA SN d o 72 AIEDHRD THiIZ
BHEHERTEIEEM->TBLZ EITEEHR
DERICEETH 5. Pl idRELZMEISAETH
7o AIER S R VR M R LY, T LD S o Bl
NVCERIHEE THRIET 2 D370, 228%
RICEBMBHEEZ T, WIZETNARNIZE

UIRED A B IS M REVEIZHRD TIRW & 225,
ThoH, HYEREMETHIUT 25% DR TRE
THLEEZONDENLTHA.

R DZERAH K2 1282 & % & Siemens Bl
SRR L e . BB IME CARESEICTER, U
B, REDOERE KIS 5. FIEAER % <,
RIS A O —E 7% KRBT 528, EEER
TR I S KA f Sl B L B2 I O BEAE 1) & §5 1)
HIEE L.

SOIZFAMBEERNKIICRE S & Vérner 1Y
EPEMALEDSE X 5. EIICOF AR B A1L,
BRI OB A LND. NBIITIEE X I2KE
e AE 9. kS 112 epidermolytic hyper-
keratosis Z/R9. Mill KI ODEFRIZ X 5603 #H
HINTwb.

K6a, K16 @ % % T3 %5 K % N 9§ 2 i 5E o
Jadassohn-Lewandowsky B! & 72 5. JNE 38 £
b, EWEAAGE, O BaomibE, 2E,
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EEICAB L EILAELZED. KI6DEER
MOEALD i VIRFHEDOEWALIEICS Rod o
TEY, AURBORBEOENERTVAHIZT
EL WD 5.

K17, K6b ®ZER T3 Jackson-Lawler BIEX
HNPERE S 2 5. MEREEEDT, KHO
Bk, %FEMD steatocystoma % £ DEEIRIR
FOWNE ERHTOREZMN). A—0 K17
ERPFOBETH->TH, KEDOHE %R H
L, steatocystoma multiplex DA xR~ THIAH 5.

tRoFHE Yy 75V ERTRYT 7F VRS R
HERET AN, CNERRLINEADERELH .
Curth-Macklin B 5238 B IR S S8R 13RO TR 28
g AEERENRET, EEREBTTY 77
MHENBRRR LR T 200N TH L. EIiE
BITiiZZEs, FICHBEMPRASFLEER, B8
BOBVWAETELNSD, BEOHAIIIE,
EPICRBTAZLbHD. FICEENEINT
WBRRED 1 RFEM KL BIZFOHAHDOTHIZ
FBHIEIRENL. ZOERIZEVFFTF VD
V2 ¥ AL UDSEPDhORELT I ) BRERY %
DXL, rTFF D 10 nm ORHETLE IR
EL2VAY, HRNTORMEDO SRR EBRD
5.

B D% 72 K1 D% R T Unna-Thost RIEE A
LESE LS. ZOERIZYT I F HH0EF I
BINAUBISRETEY), MBBELIHEFLED
FICREFEL, AEMRORHLLELRZDIT
W5, L2LIDOKIERIZIRERTLIHERS
NTELY, L2bZOFRARTIREEF D Unna-
Thost RIEHAIAE L IR0, BH A& F
EREZ EICOREVALN TV,

F 7z, BRERAIZIE Vorner Bl O EPEALE & X
AADH A, BHEBYIZ tonotubular & BA S
NEEROBRLZY SF UVBHOHBEZEHE T
% B JE f4 1/t fE (palmoplantar keratoderma with
tonotubules) &% 5. AFEIX K1 D IB KA A
DFEHD I ALY AERIZE B Z EHFHALHIC
SN CORBORRICEV Y SFUHTFO

1B KX A ¥ ASIEH 7% B MR B LARDO B
EEFOZTENRBE I NI,

Kldouay FKFXA4YOMiEDZE R domi-
nant negative {2\ T, BEHEIRE KBEDE
WERBIENELMONTWAED, ThEZE
b4 TOERVERAEORR L 2 5.
Naegeli-Franceschetti-Jadassohn JEE & 13/ 7
FREAEEEEERET, EMGEOKRE, M
ReFiLE BTET, BRARE, ERALE,
OREERE, TF ANVEORBLZEVHALND.
AIETIEKI4 DAY KR EAL VIZERDD BHH,
BIEWF L LT, Kl4X TNF-a 5FET AT R
PRI AR 5 R 525, EE % K14
MW B 727 v A& (haploinsufficiency)
DOBFIZL o T, BEREEKE CTALHMROT
RNV ADTLHET LI ENEZONRTNABY,

VGHEERBEN I ATV EIF—ED
BREICX3A(LE

DigaE I AR A 8 2 E 5 BRI iR
*EWRLTERINS, EX 15~20nm (T LD
DTHBMALEEY T, SFIELWEY - LFEH
BEPOELETFY, KGN T7ELTOHKRED
B, BHEFEINS VATV I F—+FE(TGase)
W&o THIBEONENZBWTA Y Rv sy 7,
Ty sy EORERESY 287, MBS Tk
J& AR BRI FH 3R DMV IEE w-hydroxyceramide
PRESNLDIECIVEREINS. 7THED
TGase DI b, 7% &b TGase 1, 3, 5 25L#H
HORKICESGTAEEZONTVAS.

TGase 1 DBIZTFEFEICL Y, BFEFOEEAH
BEINLE, ERABEIELS. LIXLIFZ
UYF UNE—E LTHAEL, Z20BRESIBR
TEDLI, RELOEONK, EHEOBMHLEHE
AT ENBHD. I, BEISHIL, ARE%
AU, IR R RS AR E O ERIR (5 %
LBt HBH KEDODEFTVEHE LT
TGase 1 /v 7 7o M AMEREINT:. 0D
IYRATIIREDON) 7THRE HELTEY, &
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HBICHRET S, TOYTRADREEX—FI Y
AT 5 & LIEWICRERE, AEEED
bRBXHTRY, N THEIEETS. 0
& TGase l RIBICL 2 ABBEZTOA
BRESN) TEREZRETH2DIELTVS
LEZEZHNTWAS.

BB EICKEICBRE T 5 bathing suit ich-
thyosis i& TGase 1 BIZFREEIZ X 5 Wi 7 A0
Thsb. AETIEIHAERKTIOIF VRE—%E
T35 BrBLUWNICHEOEEINHEL, FE
R, REL, B CEROEVESICER
BB OR BN AONLE LD THS. TGase 1 D
RHRIAL Y AERIZE B0, COLERBERD
KR T HEBRIEEDS RN B 720, FENRE
BoAERETHESRTVEY,

Tz, Plofsmile LTaayt vy XE—-D
RRERAE R L7 L REWHEED 5\ I3HD
THRIEDABEE L & % self-healing collodion
baby'?, & HIZZDTERID HRIEH T 5 MUK
DHDAVTF Y RE—HbTESNRTWEY. K
EUEHT L BT 2EAE LT, 5T
DER%FHD TGase 1 ZFIRBEOKENET 5 &
AERHRICEE SN TLE ) 20, FKRPTIIE
FEEPMR DS, EROKRFF TOEFE TILTENE
BETY, ERIBELRZLEZONTVREY,

TGase 5 3 FICEKREDOBHETRILL, LHF
BT DREEEONEEDH, ZOREFOIAL
YABRIFREASEREEHRETDH S acral
type peeling skin JEEH 2 29, AETIEEI
FHE EEOARBHVHBLL YT, ZOFEIE
BRI AR L BNEBOBTE L D720, TGase
512 & % B8 DZEREDS Z O EAL T OMBEMERFIC
BEETHLILIRENT.

ZFAMA Y77 2—-EDOREIZELD
A1t

ARBHOREDT L A7 u— VI BHRERH 55
WENBZA57a4 KL T7 75 —FIZk ) ZOW
BEMNNS. X S AEREMEICEET S

COBEDORIET STS DER L ) & IEHE
AEEREL 2 5. 0% UL EDISTS Bz FOEER
BT, ZOBEEISTSORER FISHIEIL L -
THRIETHZ L TP TESL (BBATHEAF
Hv7 7y —EOBRERIR, 2O TRINEDERE
RRETHRD 2 LW TELPBRIEIZEIMELE
ENTW3). BB 2~6 PHIA»LE&HITKE
DRBEOBBENAONS. L EICHET RN
LB, BB VABRRILEELSA LN
BZLbHBH. BETIEZEAZEHLRT
v, F7, BEREORBTOREEROREIZL
LIRS VOEAKTIZEY, EEORKS
Aoy, THBELXETIENHE. A
BREEORRF L LTiX, ARBNTHEML -2
VATa—=VHEAY I VA DRy vy Tar
T —EEWHT 5720, AEMBOKIBEIELET 5
ZEDIED, W ODDEFEIFRIBEN TS,

STS AFFET 5 Gtk Xp23 Tid A 2 A%
I3, FuirTHIrLIECERMEEER, &
RERRKEEBREEE IR, B EEE,
H&E A SR, Kallmann EREE (ERERE, %
PRIEREIE T 25 E8) %2 L O BEFIEHE KRB L
b D3 B 5 & (= T fE 1% B (contiguous gene syn-
drome) & FEN 5.

% A N7 7 % —E¥RIEIEZ FGly generating
enzyme(FGE) # 2— F¥ 5% SUMFI &izFDE
FIL M EREASUBEZHERETDH 5.
FGE XA N7 7 ¥ — ¥ DAL 05 (2B 5
520, KETIEAT0, FYy L7745 —F%
BOHMONTVBETRTOANT 7 ¥ —LiEHEN
BT 5. CODMEERE, B2 2L 5EE
DIERITIMZ THEBEGABBRORE* 2T 5.

DRXD 5 F—ERBORE

UERF V- (L0X) 1, BEASMEREE
D 1-cis, 4—cisNY ¥ VT UEERTHBLT, 1
DFOBmEEZRMLT, HEPzry2H oL Fo
NNVFXFVBREERT AL A BHMETIEE
773IV—Ths. HAFEONOLOX 773V —D
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l 12R-LOX

— COxH
OQH
12R-HPETE

1 eLoxa ——

- COsH
+
élmA;\zAN
HO

peroxidase

1

—— COzH
<=/\—_\<‘\I_(\=/\/\/

— COH
Q@(\“‘_‘/\/\/

OH
2R-HETE

(6] 0
8A.11R,12R-epoxyalcohol 5 12-KETE
O)/,Q\.‘*.
epoxide e
hydrolase ] Q 5
— COEH ...... .“'P‘ g\__:/\/\/CHg'—‘OH ,} ;ﬁ‘*:‘/ﬁ:ﬂ—_gﬁ%tﬁ%ﬁ
\ Z — CYP 4F22 o RERITERLOBR
HO  HO  OH w -Oxidation (Brash AR, et al. 2007 D&
products OB KT
8,11,12-triol

BHhT, REBLEPINEY T 751, FEL
TEMELZDMOBE LN EETRHL TV A,
v FOERER LOX 12iF, 15-LOX-2, 12R-LOX,
epidermis type LOX-3 (eLOX-3) 2% 4. 12R-
LOX & eLOX-3 iZEXREMICEBNT, 7IFF >
B % 12R-HPETE # /- L C, = RF T 7ha—)
(NFEF VY ) IRERT S (W 2)Y. 12R-LOX
& eLOX-3 DEEFOERICL ) EHREASYE
BARYE D 5 K 1 £ 858 (autosomal recessive con-
genital ichthyosis) 234 U 2. EERREER & LT
X, IuTVFIARE—L LTCOEE, BEOOE
IR OAR, BEOKKL ) £HUOHB~
wRBO/NOBRE, EHEO DT O, HE,
e, NEEFEOBALEEBIURRE, TR
PHEINTVS. 12R-LOX ERIC L) Lk
TGase 1 ZROBA & 8172 self-healing collodion
baby 4 L5 Z L b S TW2EY.
CNODBIETFREVSERICABREL AL SE
52 Lid, 12R-LOX R¥EX7 AHk +DERZ
BRI ETIHEHENATWSY, mEREZ AL

18

LAk L LTIE, TGase 1 RIEDOHA & FHRIC,
KEON) THREDERTARIETL-0EEZD
hTwa., L2L, 12R-LOX & eLOX-3i2& >
TELIEBRYWDPREDOEEW IR0, 5
Wixg R, YIFVEEWEE LTEHL DR, #
WOHBHETAT, ZENY) THRENETT 55
BEZEHEHI ATV,

Fhr7UO—Au P07 73— NS
CYP4F22 DEEFEE D HEREALEREEMED
ERUEABBEZE LT IEBMONTED,
CYP4F22 i3 w-hydroxylase &% H L, VFRF
VP —ERICHET A LAHEEESRTY R
(B2). ZORBTEIFERLED YT DOHEM(hy-
perlinearity) %9 Z L 2%FHM L ShTw3

Ichthyin iZAFRF Y Lz b+
VYORVETY —L#fERINTEBY, Z0#EE
TEBLRREASEREEOABREE X727,

FRIC)RFITFF—ERTHIBELLT
epoxide hydrolase 28 %725, OB & 235 &
HESNEHGFEI—FT2EEF CCIS8 DE

-~
N
N
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B2k o THPEBALNEREZFHRE Chanarin
Dorfman fEfBEE (neutral lipid storage disease) &
%57, BMENEBEOBILIEEINL 2D, £
E2c r Y ) k) FHAERT L. AER,OE
EYOEE L e OB ALNS. BN
e, FFRRRE, BEEE, I A 8F—, FERER &
1. SR M Ek=e B ER OB O BRI O A
TWHTH 5.

URF I F—ERO T Tl fatty aldehyde
Z MR Bh B \CBE1b 3 % B2 3R, fatty aldehyde de-
hydrogenase 2" & E 2z bh, ZO#EET
ALDH3A2 O R -CIl3 a0, Kz R, 5
VBRI 2 = B L 7 5 W Ra SR
#i B Sjogren-Larsson SEBEREAE U 5. Fatty
alcohol, fatty aldehyde, % Do A% H M 53
MIEICIEET 5.

ATP-binding cassette transporter
(ABCAL2) DEEICE 5 A1LE

ABCAI2 3RED b T YV AR—=5—ThHY, &
DBIETRFEI L0 G AS TR O &
EHELL. BIEDOYE (I At v AZLR) 3IFKE
I B RRAT R AE D L X ZEIRABREE S 22 0, 16
M OEEKIBOY;E (BIZF O KIE) (L BRI
B A SSIE S 5. EALRTAR BB E O B BUER
BEFETHWOIEEINTE D, ABCAL2 ZEK
BROBMETWICHELTwEEEZ LN TY
5. ABCAL2 i3 L) R¥F v X F—ERDE
MEMENANSERF ) T EVIHLH BT,

ALZTFO-ILERBEROREICL 52 A1LE

3p-eFuFryA7uf FFe busrr—€ik
IVAT - VAGKIZHES T AHET, Zo#
{&F NSDHL DZEFIZ X 5 X et hE # =t
< B 2% CHILD JE % #f (congenital hemidysplasia
with ichthyosiform nevus and limb defects
syndrome) TH 5. WMEBFIDITE A EDLHET,
BHRCTEBIEMEZEZ oM TV A, KOEHED—
B, R R ISR R 2 BB RRO

B I8 & A 7oA B R AR b s, TNH,
EEZORESAONLIELH D, B PR
¥R, M OE, GO, WSRO EEAFERN A
L5.

EBP (emopamil binding protein, A*-4"2 50—
VAV RAT—E)HaL AT 00— VAR O
FO—OTLROBHELY) TR THL. EBP &
WO EETNE, TEEBR%EE D emopamil DLt 7
=t LT ZEICHRT S, ZOBRMRFRE
XD, X REAEERENREATH S Conradi
JEWEEE (Conradi-Hiinermann-Happle JEfERE, X-
Geft R E BRI E TR R E 2(CDPX2)) A
LS. BELEIIHATZA, BRIIBAETC
T4, kv L, BEIROMABEEEIRGL N, ®EE
R, KEk, EaVHEoOREEEME FHEE
¥, EHEEE, ERERBEHRAZ S % &727.

TOMDIEERH ICEHET H2REICLD
A{LiE

FVaAvts I Faets I FICKSET %
BE, /Vvatl7uv ¥ —EO#EET GBAD
ZRIZEY, KEZROEWHERT 24 { L E ek
EWBIEED T 4V ) — A EREE TH 5 Gauch-
er WAEL L. ZOBEROEEITITELEITH
RKLTW2, FRARDS A F2i3aa vt v
U—& LCREAL, AL Ze2h 5.

NRNVFF VY — LBEETH 5 phytanoyl-CoA
hydroxylase D#IEFd LI, 7147 VEEZM
FaIZHL Y 3A T perixin-7 receptor (PEX7) &
BFAERIZL o TERBESEEEMERE Re-
fsum JE % # (hereditary motor and sensory neu-
ropathy type4) 254 U 4. AfE Tl MmEF o
745 YR (EMOHSEIE) O LARHR SR
L. BE%T 45 VEPIVAT U=V EDNE
HR#MEEL ) LHEEINTWE. BEOL M
O, FEMMEREEEL £REREE
Sa—uNF -, WREE, EITUEEERE, NN
EE)RGH, MERROMBEMmE kbR v g v
JWEMBHLND.
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auy7y > 0ERICEZALE

oY) 7)) HGIEEOERSTH Y, T OFEEk
RERICE 2ERBHAMEEREEOALEIZTY
) VARELRHREINSE. RETIEOY 2 ¥
BEFICIEEOBAZRVH Y, RoT I/
BRI A FOY VNI WRBT S, CORERT
I/ BEYIOEET, £Ru) ) VEIBAICE
HEHREL, SORELTEETZ-0ICALVEE
ERBEHREINTWA, BRMICIISBBOLRZ
BL, BOBERONBLETLIEROVIAMD
FEIRE, Fi & B ORI OB A T
HAH. auTFrNRE—L LTOHE, £5%D
B A, OB ALERE 2D 22 H 5.

XXV CORBICLHALE

IXF I VRF XY TTV T a ORI
FTHLH HAEOIAXAFTYVORENALLEE
SEARIYT. 23FV 31 %a3—F¥5 G/B3
BEF, LR IAFT 30323 —-FF5
G/B4 DERIZ L - T, EENMEALBEARIEL AL
5. GIB3ERIZLBHEITHEREMEEED LS
I EEEED, G/B4ERIZL LA ITERE
HEUHEBZORRVHEE SN TS, FBWE
%, ThbbBEL L B T8 SELE
DEEEABE L, BEOBBELHET H2EHED
ZVHBEROABIEREPALNS.

IRFTL26%T-FTLBIEF G/B2DE
FIELERGEROBERE LTHShATWS
B, W OhDI ALV AERTIE, ERAkiE
HEEERETH 5 HMl % ) EHALE (Voh-
winkel JEMERE % &) 252 X 5. Vohwinkel fEfE
BTk, MEMEME O N FIRS BV IdEIRO
B, Fie BAOKIRORK, BERHEEZ
U AMOERALE, EEIAOND.

RUL GIB2DI A Y AERIZE - THERME
RE 4 & 55 B keratitis ichthyosis deafness
(KID) JE 58 (Rheydt BIBRIE ROIR B RE, ZIEHE
£ 9% E S S E % BF (hystrix-like ichthyosis deaf-

ness syndrome) L FEENZ D2 EL)DHE B
ZebHAbH. KIDEHEHEIWIZTIFAFT 00D
BETF G/B6 DERI BHILH 5™, KID fEER
TIXMBEMIEE AR, WS L UBELME) &
Eodfl, ERoBhERAL BB MFY
A b7 14—, GRS BREGHEEY X7
GJB6 D I A+t v AR TIX NP EMEE 27
MEBEIZ T 74—, HEVIEINIIZREZH
9b®, 3L <IiE Clouston fEEH (autosomal
dominant hidrotic ectodermal dysplasia) %4 U
%. Clouston FEMEHE (3% G+ REMBIZMT, 10
" A0 HETHEO VL F A EBEALE, ZEE,
MEIZA MO 74 —=hhbhb. FEOHRBEFT
& KID JEMERE & B > TABRRSCHEIX 2V 25,
£ AL G/B6DIAL Y ALER(VIIE)IZX B
HEFITIEH > THBEOHERAER L F > TW
7-%ri, KIDJERBEE LTHRESHTEYY,
Clouston JEf&#E & KID EGER IIFERD A — 31—
T T T H—EDRETHLHEEDLH 5.
IFFY Y26 DEERETIIEIEL %2 57,
AALEIZRE 2V, I2F T VDIRL I AER
WL AHLEORERF L LTI, Frv 7 I
YT avOREILLoT, TR M= ADHN,
AT LREORE, MRNEREEORE R
EHELD D RSN TS,

TAEV-LBREZOREICL 3RAMLE

TAEYV = LIZAMIRE ) LOMEZEILDT
LM EOBEEEETH LS. MBS ERSIIBEY
EI)MBD T ATV — L DRSNS EAEES L
MRENTIEZT 7F Y HMEZEELTWD. BK
D) bALCREEORRE LTHONTWS
DOIE, MREZE®ETLY V7D BLDTFA
BTV V1L, HMBEADT S v FAL T
T RBR LT SF VEBEEY V50 2R
UDFBFAESSH Y, FSaruvy, 75
IT74) U THA.

MR B A (L 3 74 B e EE R EERE
T, EPRISHRRZ WV UINESALICERE L2 A g
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EiAbNSE. FAES LA VIRTFTAETSIF
YOBEEFRENROPoT0AE. TAETSTF
VOCKMIEAL DT VL—L YT VERODK
THEARTITRREREALE MR TY — VD
HE, KUZEDOLHIEZ AT % (Carvajal fER
B) FAETSIXVORRLEF UV EVA, IR
LV AEROEENT OEEERTIE, KERRE
R OREEEEASHAER L Y Ao, BREERWL,
W F AMOEREALE, FBSNEOA[ERE,
BRE v—VBROERZE &7292%, LROREIX
AN oz & #HE SN T3 (skin fragility/
wooly hair JEfREE). 79 a7 0¥ VEIZTFER
Tii Naxos & %2 5. RETIEIAERZEIE
LEOORE, AL, - VROEES AL
N 5. Skin fragility EBEHE X 753749~ 1
DEEIZL o TE L ERBASEEEEERET
by, KEOKENE, FERROABEOEML
WE, HE, NORE BFREZLZRT. #
WMEFIBIC L > TOLANEL ST EDHRIED
FRAKBEOSEIIBV T ZOBMEIZED 5
ﬂ"(“/‘%zm.

BART v 7Y a  BRERD
RBICLBALE

YLV x oV a s DEBRSFTH A clau-
din 1 DEEF CLDNI OERIZ L D ELBHES
% B & L T NISCH (neonatal ichthyosis-scle-
rosing cholangitis, % L < & ichthyosis, hypo-
trichosis and sclerosing cholangitis ; THSC) #E &
BEELLY?. BEOAE, #EH, FEX Z
ERAOLNS, CLDNID) 9y 779 T AT
3N THEDET A LN, A% 1 HERWIZKE
T 5.

RN REERE
TOBEEFFOEREICLZALE

)y 7uF7—¥DL S —D—DTh
% LEKTI (lympho-epithelial Kazal-type inhibi-
torl OBE) % 2 — K4 % &IZF SPINK5 (serine

protease inhibitor, Kazal-type) DZERIZ & o T
Ave ey —iFEENMET 5L, BREHALEE
ol B Netherton FERFHVE LU A, AKIE I
PR e 2 C OB AR Z, IRANRE,
7N —FHRE2=ZFHET5. LEKTIHENK
T2k, VsV redull L7-ARBHIBEC
Bty r7ur7 —EY¥ORERER /IR
D, AEMBOBRETTEL, N THEEISEL
bhs.

YAFAvTuTT—¥0—H, h7rTv v C
(VRTFINT I ) RTFFT—E])DBRIEFD
BREERBERICI o THRBASEREERE
Papillon-Lefévre JEBR A (E# D Haim-Munk fiE
BEZEC)DVPEL L. FETITEROK %
IAEREL, WE L WERRIC X AET OB
Ex &Y. AT TV CREBAMBEED
)y 7 —EREELT AERASD Y, &
EEZETRREOERETICL - TEARELD
NS EBHENTF FOEAIE LR bNERE LK)
AELbEE3NTHnDY,

BEBMOYLY) > Tu7 T —E¥D—D2THb~
M) TS —YORIZTF STIL DERIZEY, HY
ARG BRSO ZEIE% F ) A8 ichthyosis
hypotrichosis FEEREAE U 5. FIRO AR, =
B, BE -BEORBEALS. M) T¥—
+ & HGF, urokinase plasminogen activator,
protease activated receptor 2, matrix metallo-
protease 3% EZL DY Uy RBEREWRLT
2. BERETEITUT 4570 OSBRI
TLTWwWBEZINDEY, ZoFLWEFIEON
TV,

TEFNA)ZBEIH L FICLDAE

SLURP-1 i% Ly-6/uPAR 2 —/ 83— 7 7 3 1) —
WEB$A5 37T, REOTEFNVAY) U
RISHEET H5W S V37T, ERIZBWTIEE
WENBTREL, TR 208 fAE
Y Ny DREBREMERT Y. COBEFER
2 & 25 HBIZEED Meleda R TH 2. EPED
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VFAMARRELSALNR, FH, ERICHILK
¥ 5. FoEhingE RBEoEEZ S LTHALH
5.

MEar /M aEXROREICL 3 A1LE

MW O/NaE% B 53 %55 F SNARE ¥
v 237 O—1E, SNAP29 OBIEFERIZL )
E{=z M B TdH 5 CEDNIK (cerebral dysgene-
sis, neuropathy, ichthyosis and palmoplantar
keratoderma) SEBEHENAE U 5. /INEHE, BERE
H, OBAEERERE, ERAE ABESA
bNb. BB S CIIRBIBER O & 5
DEENH LN, SNARE ¥ ¥ 37 231{bICB 5
LTWaBZ ERPMDTREI NI,

SNARE % ¥ 7327 B85 % fiRa /Mg ik %
HETAHAERFTH A VPS33B DBIETFERI
Lo THHBERLEEERMER B ARC (arthrogry-
posis, renal dysfunction and cholestasis) Ji & &
X 5. METHHE, ERMERERE, e
WHRE, AT X377 BREABEEBIEO
AR i E 15k o 72 AR BEAL A
A bNiz7-80, VPS33B BRI OHiE, 5
5 LTWwWAZ LRI N,

MABA /Mm% IS5 AP-1a > 7Ly s
ADHTL=y b THbH olA % I— FT5iEE
F APISI DERIZL Y, » O TEBHEAIEARK
fE AL & I T 7z, B A SR EERE,
MEDNIK (mental retardation, enteropathy,
deafness, neuropathy, ichthyosis and kerato-
derma) JEMEREDTE U 5%, ALBEM B AEBRDIRE,
HENE, RARMREREE, WMHEBREER, THZ
ERHROLNL. KEOFKRIZL Y APISI B E
EHBEROBAERGILICEELHEXZ LTS
LRI N

7 I/ BABBROREICL S ALE

Richner-Hanhart JERH (BzEEF o > V1L
fiE DED oM EF a0y v 7 3 ) EiERE
ROBETFEE L DH 2 ERBASEREEE

BThb. EPIIKE KEZH)RIROHH
HoMBLEES - RELEC L. ARELE,
BIZHE.

IPAPNYTEBFORBICKSALE

IbI Y P TRIEFMTTSI OERIZLY
BREIET 5 EHEAET, MNEHMZWLEEH
PO EROISHB AL & MREMEHBENA LN
5.

BHUIC

BIZBEAGEO ST TIZH % #7- % RREETF
PRRIN, I—FEINEF 87 OBEbHEA
RSN TETWS., TRODRRIZEFVE)
WOrER LWL L, RERRNLREBREORRE
2, ABEORBICD Do T THA).
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