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WA BA e

I L& o

MEEOAEREEEHE T 2EEBO I bik
IR REARIADS 3 T A2, T b b AR RER
i fa RS R i (BCIE) # X U Siemens %7k
& Pk AR, 25K A B8, erythrokerato-
derms, Sjdgren-Larsson fiE{REEIZ D W THHHE &
EREIE R, REMEAT R OX G & vl 3
3, &, SEEASE, ftdEEREERCD
WTREAS, MEFSD (1019 H), #EEEA{LIEIC
SWTIHILE 5O (1035 H) &Sz,

II BCIE # & U Siemens BkfEit &g, -

1. £ iR

BCIE it 10~30 A AW 1 ADTERTHRET S
itk E R EEER T, ERRcIEE0
U & AMERHAL L ASETEER, U S ADERT, 20
WiABEERE ER LR D, (ZITEE, FRoruk
Bl S EHtk, H5WRBEEROAEEESE
ERE s, EHOATMEZHES>RKRLDH 5,
AE 32 2 O BB I B AE A 5 1 epidermolytic
hyperkeratosis & FF X4y, S fE & AENEOXF
B IR, Bl & BRI 0 U ThFEERE, IF
BN OMIENER. (Zhethy 75 BEME
KB 7 r e 7 ) YERICHIYE T 2) OHIRE
M E ORI S A 6L A,

Siemens 7Y 7 P B b R A EEEEE
HWEBTH 2D, FFISEH TR, AEEME
bNED—E 4 SRR T S, AREERITERR
WhwekoT, REOEFBHEEL, HRoERE
DT, “BiE” o X 9 i ES (moulting
phenomemon) & L THlEsh 3, HECATE
A B dL e vy FHEE IS v D 5 epider-
molytic hyperkeratosis 238/ 5414 23, BCIE @
HErthrs e, REAHEOLD EER-
T, CEAHTRELEIMcASH, YF ME
7V ER S X 0/NTHhS, BEMICLT T
CERMED B EHEASEEIE P E» S % D,

2. JRABLEIR

BCIE i, 7 > Kl #%&wl K10 Oi#tEFE
BBFERTH B, Bicr 7 FvaFoay R
K24 >OWRELSE KIDOHL AL i
BRI THE (K1), EEONE & HHIC
S EBOTRER IcENLLNS, HEbELS
NAFBTRERKLOD, BhEshBWERRTIX
FwwKI0 OFERTHZ T ENBHWY, ¥ FF 4
HED BAEEIIE EC KI/KI0 25 ->THBY,
D4R K1, K10 O FERBMA—BHL Tw
B, i, AFEBWTERYZ b7V B
PRE KBTIk Th 548, ZHEFEBEROFE
RO THBETR74 77V BRETRESZF
VIRHEDSBEEHE L T B D Lk D 2 IR

* Akemi ISHIDA-YAMAMOTO, J8/IERERS:, BB, S
CAlRsiest) AR @ JENERERS MR (7 078 M THRF A 4-5-3-11)
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L1 L2 L2

Nr—mic #4 7I(KI"8)
H2 V2 E2
E%F:c % 4 71 (K9 20)

FTANFAL

oy FFALY

AR SR AR RT R E

; 4
N —“:% 1B 2n ﬁ_—_lc K1

Il

Siemensfl 7 T Ve M B4
N S B 28
B1 775 raFodifss AbfNETRoOh o0 E

A (2ED)

a7 EE LSO Y FFAA Y ERERR 9 2 AT, ENHED
BT VERGEMT, MMOTY F R A RN SHRy 7 ATHEL
TWa, BRTART Oy F FALS Y OMEFRRIX Y 7 F O EBRICESE

BEST, IIWERBERLTHE,

REBDbNh 3%, AEMATOY ZF v —v
DIBEIEE S EIC Lindr s e, Mifdoa vy
MEBEE 2V, ¥5F 747700
HEEABTFATHa LItk 3 LiEEX R

%%, &8, KI/K10 ZENZREANR s
5 ricd Y, FENFRO—FICRE-MHD—
BMELTHENS (cutaneous mosaicism), = ®
ZERBETHRDE b EC T B\E I, FRI
BCIE 23%¢fiE 3 5 \JHEMED B 5,

Siemens ) 7K AU B 1L, 2D Tk BCIE
OEFER, ZuLIEERE0EZ b Horh, B
Eixr 77> Ke BEFOERIC & 3 M5B
LaBEhTw?: (BN, 2hosDFERIL,

BCIE@O K1 ® KI0 cashs b EFEBED & &
RESNET S VBOERTHBH, KeDH
BAA KL, K10 L~ d, FhREDLD
LIET, FwlEs OB e -8 BT 3
eI BCIE £ Y bEFEEL %23,

3. % W

FRER - fEAHRRAT R X 0, 2SS xsh
Bo HHAERTZWIZ DT, BCIE o4, LIET
HAEOIE E 2 a4 19~20 38 I R AR 4R g
BRIV BE W H e D Al O BRI Ic L D 2 &
NTwieh, HoLUBRERRHO Y 7 F V#E
TFOERZRIELTHBE, MEMBEDOF /7 A
DNAZRNLZ LI L VBREISHETHETH

HED 7Z2FriREEMROE: 28T, K9»o K0 255471k, Kl »e K8 %.*"é‘t(‘?’f ZI i
S5hd, ChETKIIEOY 7 F YiliETFHE b U)iﬁfﬁ‘?ﬂ%ﬁfﬂ@ﬂﬁfﬁiﬂ[ﬁ??@ LI EBREESNT LY, £
PN R o lz OPHLEAIE THRM S RS K5, K14 oFR (SRR 54 S AAHE D BESEHY) ¢, FivTHREOME
Wy 59Kl K, K9, K10 OZER (ko BCIE, Siemens HAiafs o, St dlaomE, =
W), UK« B3 - B - SEES I S50 2 K17 (SeF9t i T B e Jackson-Lawler type #5 X Uf Steatocystome
Multiplex OIFRE, JIUBR - DRI - 3B C 5830 3 2 K6, K16 (SEFRMIIMTEAE Jadassohn-Lewandowsky
type, HEEMILLE), OEEREEIO Y Z 5 > K4, K13 (oral white sponge nevus) TH 2. SARD T ks SERD
B LHNLMAE L HHA Y 7 F  ORBAREHN—FH L T3, EEHRY, 5 F > ORI KEHKRE L TEE2A
285, TOMOHMER Yy ZF o OREEECAENMEE LTEATYS, COBEMTREFTEATHLEL,
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cysteine cluster protealysis

normal & !’93

active site

Vol. 39. No. 7. ¥ : 37

proteolysis
¥sn 816

77000

lamellar ichthyosis

LIl r

LI-2 [

homozygous detetion of T in exon 8 —> frame shift

homozygous mutation in splice acceptor site of exon 3

—->insention of intron 5, premature stop codon
42 142 sl
r J erd2-->Tyr
L3 Argl42-->Cys
‘ | matenal
Argd23->Gln
323
141
1028 l I | Argl41->His
142
S I J Argl42-5This

7
o

WEEO~11)37) Fh Lz, ZOEMDEZY ¥ 3 TO homozygous &

ElrarroflbliiEsh TS,

2 fleae A kSRS B 1 4 Transglutaminase 1

59 :
R L
IR

FEIZ B FACLADHERTRIET S, BHE
wih ik hMREHOERTH 5, BRKAIC
heterogeneous ZEEHTH 543, £ TR0 Y
AU (AR T MEED RV T 4 VARD
) w@bhTnd I b, *OHEHHH
BTibh, BiEeOEnstE, SEEoEatE
52 Ld8H2, IMOBERSIEETH S,
fE3k, ERERHIC, 1) K& < T, RROBH
L3RRI ANE 2R L, ALEEIRIEEA L A5
NixwiEgoiERAaE L, 2) fMi>vaaiis
AR e L, 3 %& 0B OMEE R
R % IRk R AR AE, KAl E T
Wiz HTS, BITHE L EFEEL, ¥ hklo#RET
EROBEIES 2N SEERGROE N ERGL R
# (D. Hohl itz & 3, fAfF), BEFETIR I
DEFRAEOZYMEIEMLEbE 22212V,
FEHABFRVEMC LD 2 85T, T2
b, AEIRE, AEfillNOoavATe—nwr Y

7b®#&,@ﬁ%ﬁtﬁ@ﬂ@%%ﬁ@ﬁm,
7?%VN9—¥®%@$ﬁ,ﬂ%%®%ﬁ$%
BEMTRENTR B

2. WREAEE

Biff, ZEOHLRRICBVWT, FF VAT
% 33 —2 (TGase) 1t #DEEOHEIHE
xh, KEEL ZOBFOBRETETD 3 JEE
14qll wHigE A3 5, FEERIC BE TGase 1
W EF O 7 v iz homozygous % W 1
heterozygous 7t Z5BAEERH & i ([ 2)91Y,
IALSOERDI B, TGase 77 2V —Dah»
TrERFEENETI/ BTHE 7Y 3 DH
DU FLIEOT S/ BTALXF =D
homozygous %z £ A F ¥ ' ADOERE, BEROM
ICERRT L IZREN - ERALIC B Z o T 348, BERO
USSR EZ B I L LV EREERDE L L
Z6RTW3EY, 1RRTREAPS2D2D7 2
JEOfES, FhA»reHO 1 D07 &/ ROETR
4 U 3% R TGase 15T 2ZHWTED,
Wb L RES N7 I /BTH-o1D, )
VERMLE ST 5 L RIEFEESMLEETH S
=iz, TGase 1 EEN Z Z b 2D TEA
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W EEEINTWEY, TDELOFRME T
NI L TwWailTiE, BEASEEOH S
TGase FELEN TR WY, Livl, REEEC
REORALVWEELD Y, KiEOD
heterogeneity 235 {17 & LTy 21012 e Hufh
FEEEL Tw 2 ERABEOHRE bV Ron
2, 2 TGase 1 LUFOEF o SLE iz 3
TLT V5 ATHEME ARV,

TGase 11, REMAMLO RSO
ABEHEOEKE DS ELIBRTH 2 H,
TGase 1 OFE M Gb T 2 BEFE TIZ,
NEFERLBEEEShTWwa EEZ M3, Zh
5 AEBRBREIC W 2BFOFMIZE S » TR
mad, TGase 1 EFE2 b7 A77—L7:
B AR AR, BRI IER O fbE
LHIEWTE B,

2 W

ERETRERNCZH I TwE, 46813
REBETORE OMEsESIE Oh, £b¥
H, SFEVENZEDTELZ>TL2ThHS
B
IV Erythrokeratoderma (EK, ¥IBIA{LIE,

HIEa A RZAE)

1. # R

EK i3, %< BH/NRHICSET 5 Wik
MEENE O, SERERSAAMREE 2
TEHEENRERTH 2199, EEEEBHTHEH
RRRILIDEEEETH2, BH, BE
N, BFREhaningd, MEEREEL R
IRFPME SN T BT, RFHIZHE L L
T, ERHZTEEE L iz BEE L2 ETh
% progressiva Ml b, GRHED I bICBEE LT

HEET 240 %4 5 variabilis 8o 2 BIlasdh T &
Do FHELELERT B A E AR S AR & D
2EEETHB,

2. mEEE

IR, W { DO FEFR TAAED F ST OfE
HEHEAT, bitbhiz EK 0—&», ZhzT
ECHOBEEEBREES 2 5RTE 2 Voo
hwinkel fE&HED 1 RF L L bico V) 7 ) Villfz
FORKEIZL>TWBZLEKRAL, he®
loricrin keratoderma & IFE3s 2 & A 4208 L 7219,
Vohwinkel fEMERF I3 EMEALED £ hix—8 T,
DRUONB DO 1IFRRICBNTO Y 27 ) ViliEF
W1 HREDOFAZREREL248Y, ZOBEBIC
BWTBRESNIHBRE by T L {BFF
B3, PEkOEIRsT4E T 1 progressiva # EK iz
HTHELIFEREBWTEDONI, ThbE
FPTERIE IO & b 2 RS, ny 2y
YN TREREEZB L, UEHERSRE
THhot: (H3)e vV 2 vBEFORIIGEE
TiE 1 EROHAZR 2R, Zhicd DBET
DFABRDEDLB:H, u) 2 »454F0Ck
o, Vohwinkel FEIRFE T 84, EK Tz 91
BO7 I /BB EThTh TV EFo i bsdr
O TEESEDLD, SRS R2T S
/RIS MEN S, BB, ZOEK OFXRT
% Vohwinkel SEMERE & £FOBRATR & L T,
FIEORIC % 45 B O BROIE £ B4 5 %054
LELRES Sl d, 20k hEREchz T
fiadd EK OFKA T, FHHSHTHBED ics
TRI®SE SR TWwEw, 24 »loricrin
keratoderma QK AN 7 ==L i D 5 3
HEI N, THESLDOFRREBI 2 METFR
HEOREIC Lo THLMZEINETH S H5EY,

H2) I - LR b TRl MET TH D, EEENROML ORERS 2 430 T —0fix + L

TWwS EEZSND, TGase 1 &/ 3 F 08,

VAFrEEAL THIRBEOAMCES L, BaSick 2

Bz itk BHERE 2D, REMCHRORET S, 1>RL2 0y, ol 2 ) VB 21308 D% g
DEEHTRAEES & 5 UORMOSHEIRK 2 Ml 4 299, %% TGase 1 125 L 7= f{LaI o Sl /1 b
OB L UCTHEDY 203 2 0BR8N S CRAFBTH 2,

EY V2V rRABRFOERITHY, 7Y v h— 7 LRE 5 G HEE S S 80% s, BRIV S S
YV O UHREL X CREFESNIEEE L O, TEBOBROK, EFA > RAZ VLY RIF Y o 53
PICZEHE% 5 U THIRIE DI S bHEE L e D, B s 20y, 257 4 >~y SPRRs TF0sflffi+ 2 ¥z 560
Tw» %, loricrin keratoderma Tit Z D HEGABOBEH I SEBE 2 A TWB I 212k 5, % 7- loricrin
keratoderma MR, © 7 ) >4 TFoMEBEIZE T 5 EBMTEEETF2L0TH 5,
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gefifb e R AEMIIC B LT, Y 2 YA TFORNEERE (RED, LRF~OT+H2

i (BR) 25T, Ar—nnN—=0.1g

% 7z, variabilis B THRFR N O M T 5,
yeffk 1p KBEFERD L LORELRENT
Bh2 (o) 7)) voilifEFR12LIcH 3), &
oy 7 ) PN ORERETOFEREPEFS L
b4

3. 28 W

REEDZM & TR, L TERRER O
HICHESWT R I TE LN, SHRIIFEBEHO
H#EZ X D oF, METREPTRERD, F
HOEEBEENALATHH I,

V Sjogren-Larsson fE{REE

L. £ R

SERMED B, RFFREN, EHREE 3
EB LT 2 EROEHIEREEORERTD 5™,
A4 ZJEERZH 0, HMOHETEENTDH S,

BB R TR S 1FEL, FIEDFFEAEIRT
H5IENE G, TORHIIELE, T
PH, SEE, POREENCELR, AERE, KB
BREL, (XEXERBRO) BEEHESBEK
BThsd, HERIBLEMD Ze8H54, &
HEMME L WCBRT 5, BRABECUTWVS
2, RG-S OE AR E—R @b s R
v, BE, TEBHIhGV, BEGLELES
sh, YEEHITERFTESLBED SIS, MHlFE
B AR, FLEEIELE ® 5 RELEHBE
Ehd, PREOEIRHECLIDELELTD
%, SRR T BRC, A ERE P O R v
USR03t AR DTETE b i S Tw» 3%,
PRI B T, AR IEMRICRNS, H
FFETE O BRHE & M, D) - SEOFREDEN
HERIThD, 2/30BETIHIQIZS0LUT
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T, CT E, I3k, REJFHEBE O ERUEO
IR EVRD 65, BETRFEE v U EEHRE
BEDlz», BT LHEOFERANEEEhE, T0D
BOFER = U TiE, AAE R0 2 MBI o0 Sk
ANEESRFEROE D, AR, B, (&
BR, Szl shTns,

2. mREERE

# fE BB ¥ T 13 fatty  alcohol : oxidized
nicotinamide-adenine dinucleotide (NAD+)-
oxidoreductase (FAQ) OFMHETHH 2 Z LAt
54 T iz, FAO X fatty alcohol % fatty
aldehyde 1« % #4 4+ % fatty alcohol dehy-
drogenase &, fatty aldehyde # & & I fatty
acid 2% #7 % fatty aldehyde dehydrogenase
(FALDH) »ofipis W2 EHTH 5, Rl
2o T, ZDFAOEMO{ET X FALDH @
HHEETIZ L2 bOTHY, FEOMETFEHH
BiE 17q11.2 12 H D292, Z 1 FALDH ot
BFEL—HKL, £ BEO FALDH #ifEF
DELBEFEENTRREEORIA, A, HER
EESRRENLZ EHSD, KER I OBET
OERBIZLSZZEBEENER ST,

B O KR FRESEMN Z ¥ s v T FALDH
DEENIEEAD WRLUTTHY, FRFRIE
DR 1/2 OFEE %R 3, FALDH 1} aldehyde
dehydrogenase DO —2T, I 71V — A
WHEEL, REH6»5 24 00, FEMO
fatty aldehyde icflij { . BEH TR fatty
alcohol D HF A B & 2, R ALHERO
FALDH OiEMEOETHA 5 02, b3
LVEERKEOFAOFEEDETHAREATY
3%, 7z, BEOMEOIRR ST T BRI
REPEETho LM ST w5, AEHECM
RIERDOFERF L, SRoMFRCFELIhLa LS
2ThH5, :

3. W

AAEDOEFAER XM T H 2 05, FEERZHTIR
IR Tk FALDH O £ MRIEI & 5,
SHBRBEFRH 2T LVARETH S5, &
TEOMERTBWT 2, LIRTEER R R SRS 5
WTZR SR Tz, SHIEERO & DRI
FHETHE 237K B 5 Vo I3 EEMM % v 7z b
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B, S TFEEEENEHSERER2THS 529,
VI S - 7R

LOWTFROEBIZHLTY, \EESETIRE
WHE R R IR L T b T v, fIE Rl
A, EHF, ANYRNVA—LONEDH DR
BT 2EHE58H 530, V5 /4 FARRIZCH
SAE—HICEZ E ahdd, BCIE Tlivz
> TAVEHEREAEEE =2 %5 Z 5% 5, BCIE,
ERABE I B W T, SNRIBTRRDERE
NI P AHETH20ERHY, F4ER2EL
THIE, HEO2WEREBLIILIEA SR, B4
YE, MTEEAORS S 53 L 35, Sjogren-
Larsson fEfRAFICBWT, g PV ZF VY K
(FUBZY Y >) OFRCHERR L 80 R L b
R, EMER R L7 E OREDIH B0, &
T, EETFEERC X SRR IR EORESR
bAAONTEY, RETFLES Y AREMEL:
TGase 1 KEIERABEO AMIZE, Ho5»
Uh TGase 1 TR P72 77 —LTEL
Z XY 5EME T TGase 1 OISR
N, EHEOBILETAIENTELZ LHHRES
niz, RG22 Th 5,
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