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x 1. EEARERERZHSREBERE—E (FR2157H)
(BESEREZMREMBE. BaMRBRRAFRESR. MOMAERERERICE T D FTIIR)

1) Netherton fEMEHE
a) BRPTRUIR M R & 7o | A AL SERR O F 95
b) REHEITHERTE
c) 7T hE—%RA
2) Sjoegren-Larsson fiE 5
a) JeRVEAR e
b ) TG R A PR
c) HpykEE
3) RudJEBEH
a) JeRVEAR e
b) TAMA
c )RR
d) VEPRFEREIRT
e) oM
4) Refsum fEfFE#E
a) e
b) oMM g%
c) REEHRRE%
d) /IR
e) oM
5) KIDJEfHE
a) FLEEREIRMAL (B, BEIB. EHE. R
b) TEEREE

c) ks
6) Dorfman-Chanarin JEf&#

a) i

b) I, B, IR, B, Rk &~ neutral lipid iL7&
7) ot

Sk

D) WHEZE, BUEEE T IAPSE, £ KREPRE, Hilbwse, bR HARRH
FHARBIETA P T4 2 KRR RRAL R E.  H B2 35 .2008;118 @ 343-6.

2) WHEZE. SRR E (Congenital Ichthyosiform Erythroderma) #ZHro F5l.
H Fz 458 .2010;120 : 2666-7.
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RREEHHE
1) Ishibashi Y. The Color Atlas of “Disorders of Keratinization” (Ogawa H, Nagashima M,
Ishibashi Y eds.), Kyowa Kikaku, 2003:p.10 Fig.1-1

2) Morita M, et al. The Color Atlas of ‘Disorders of Keratinization” (Ogawaw H, Nagashima M,

Ishibashi Y eds.), Kyowa Kikaku, 2003:p.14 Fig.1-11

3) Okochi H, et al. The Color Atlas of “Disorders of Keretinization” (Ogawa H, Nagashima M,

Ishibashi Y eds.), Kyowa Kikaku, 2003:p.9 Fig.3-1,3-2

4) Kon A, Hashimoto I. The Color Atlas of “Disorders of Keratinization” (Ogawa H,

Nagashima M, Ishibashi Y eds.), Kyowa Kikaku, 2003:p.8 Fig.2
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F—RA

HAERE, SN & 0 5o mEE 0B AR 52 BRI R A SR, Bk
L RIRRAEEEE . SRACE RIS R M SRR RE . BEIRFU R T S R S R AL B AE
033 o 7278, Ichthyosis Consensus Conference (Soréze,France,2009) O#r43E Tl

EACATRR R, SRR ORI 2O F TR . M7, AJERIE R M SR AR AT B A
| 1%, FRR A (epidermolytic ichthyosis) (2. FEAIE TP R M e bRl Rz 5E 1
S RPEMESEEYERLZIE (congenital ichthyotic erythroderma) |ZE0fs 7=,

(FUHIC

R, AERRERETEORKERLT - WES T8R4 EHOICR D). ZORIEA T =X 4
PEH SN IZoN T, WRE LD AAZZH LWWiid., WG ESA RIS NTnwiz, £2C,
20094E 1 H12. 7 7 ¥ A®D Soréze 2B\ THFSE A S AEHE, AILREREDOTMRHIE,
BB oORA. THEWET L, BB —3IN72b 02 ERT % 72 ® @ Ichthyosis
Consensus Conference 2SB 221720 22T, BARIERZEHR L 2056, HR., BEAH =X
LAZOWTORF O 2T Adv, BURIZHI L 728 L WABHR O EIBS R 4, w08 2 R
L7z (1],

AfETlE, . B L0, AEHPEEREORKEIR, MEERET - WES T FBED A7
Z A LD 220094 1 H 0 Soreze |2 THRIRS M7= #EIBRZ I 4. Bl s 512 o Tk
IS RARS

e nd e Eazslats

AR O R EIERE BT 2 BE0 9 b MBEERZ ED v b O IREREEASHE (Wb
W 5 fMEE) Td 5, Ichthyosis Consensus Conference Difiiam & LT i gef R4 1 (51
SeR MR (autosomal recessive congenital ichthyosis) 21, EALAikEfA R (harlequin
ichthyosis) . ZEIRMA R (lamellar ichthyosis). % L C. o RMEMAEREEALEAE (congenital
ichthyotic erythroderma) @ 3¥EENEGEITNL T LRSI Nz (1], FFied &, itk
JEIK SR fa AR AT 2 JiE (non-bullous congenital ichthyosiform erythroderma) &\
N, B} L R AR AL SE  (congenital ichthyotic erythroderma) (ZEZFRS 72T
»bH (F1) [1,2].

40 @ Ichthyosis Consensus Conference (2T, 77 F Y OERIZ K L AEE Ty Ui
%% & L C . [keratinopathic ichthyoses (7 7 F »fEVEEEEE) | 25872 1B Sz (k1)
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(1o COAFEMHHOTIZ, 79 F 1, 723 79 F VI0DOBERTERIZED
epidermolytic ichthyosis (% K2 @il fif 145 £f 85 98 ) (€ % @ bullous congenital ichthyosiform
erythroderma, KRG RV B BHRERAL R IE 2 HFR) . 7 9 F Y 20@ETERIZL S
superficial epidermolytic ichthyosis (FELEM:FE R @UfF M) (73R o ichthyosis bullosa of
Siemens, ¥ — A ¥ ARKIE A EHED STRR) BEEINL 1], 79 F 1 F72375 7510
ORISR (%A 7) 12X %, fit#k. [epidermolytic hyperkeratosis # 7R § F B8 | &
BN T W2 B3 X, JT9% 4% Tld. epidermolytic nevi (3 Rz @ik fEBE) & v %% S
keratinopathic ichthyosis (7 5 F VM) o—® e Loz [1].

x1. BARAR. SGEFHERICEDVCELCERENE CGHERMY) D2009%FiEI0%E. 2
W2 (EELEEHDNDH)

=1l

oM BRI 9 K T
I . — &7, HEOE VA Common ichthyoses
1. MM Ichthyosis vulgaris WL FLG

(autosomal semidominant)

2. XHEH I R X E 1 STS
Recessive X-linked ichthyosis

. WA KA Autosomal recessive congenital ichthyosis

1. LR e L RN ABCA12
Harlequin ichthyosis
2. TR L RN TGMI
Lamellar ichthyosis
NIPAL4
ALOXIZB
ABCA12
3. SRR SRR AL i G RN A ALOXES3
Congenital ichthyosiform
erythroderma
ALOX12B
ABCA12
TGMI1
NIPAL4
CYP4F22

. 755 vEMAME Keratinopathic ichthyosis

1. F2Rz i f e YR KRTI
Epidermolytic ichthyosis

KRTI10
2. FRAEVETRR e f WA KRTZ2
Superficial epidermolytic
ichthyosis
V. ZOfoHER
o)z VR WG AR LOR

Loricrin keratoderma

ik [1.2] 2551
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R . WRFAR. EBLFHERICESVCABRIEIREID2009FE] 0. 2% (XD

DDH)
iE i T ERIER IR AR T
o XOHESE R EEERE e BE X-linked ichthyosis syndrome
Recessive X-linked ichthyosis - X E A S 1 STS and others
syndromic presentation
IFAP JETF XHEE TS 1 MBTPS2
Conradi-Hiinermann-Happle EfEH: (CDPX2) XA EBP
WAL R SRR SR Autosomal ichthyosis syndrome
CBEELERZOBREEEI DD
Netherton fE w1 SPINK5
Ichthyosis hypotrichosis syndrome (iR NP A ST14
Trichothiodystrophy with (R NP AR ERCC2/XPD
congenital ichthyosis
ERCC3/XPB
TFIIH
. PEELMRAREEEE) DO
Sjoegren—Larsson JiE A iR NS A ALDH3A2
Refsum JiE f # RS PHYH
PEX7
MEDNIK WA APISI
3. BHEDLD
Gaucher JEMERE 2 7 g AR GBA
Multiple sulfatase deficiency iR LN A SUMF1
CEDNIK JEf&# (e iR N7 A SNAPZ29
ARCIEBER (e iR N7 A VPS33B
. FOMDOEFE RN DD
KID JE TG B GJB2
Neutral lipid storage disease with iR NP2 CGI-58 (ABHDS5)
ichthyosis
Ichthyosis prematurity syndrome (RN A SLC27A4

CHk [1,2] »551H
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REEHEIRET

PR ORZ TN A T MEEHERE 2 % & OV EEHEEGERTH ) . R EREET 5.,

SO ZEREEPEEN L, KFEWLR D DD WT, 4E 0O Ichthyosis Consensus
Conference Tix. R2D L HIZF DL,

=]

4+[a1?® Ichthyosis Consensus Conference T i Dt F. MO 5B BT 2 HHOE
B FHOSTEWHNMBISHIET 5 2 ENTEDL L) 7, BREEHOSEIEE SN
oo TOAVRIHRA - TV—=TOHWIE, W ODOEBIBWE T, BHNITR & B/IET
BRRIIEDWTREBWICES &) MRELBEFEEZ, ELWHIIZEZ Lol
KDBW, BWHEEE, FRIGEAERT A2 L Th b, 4% L. BICAILEEEDOHERIC
DWTOHBPELIZONT, FHEREIZE > TH, BEFHFICE-TH, TLT, H—IT,
BEIACESTHEYRT L, Amiiit, WEGHEHE LT, COHFFEIBREL TN L
IR S NS,

SRR

1) Oji V,Tadini G, Akiyama M, et a/.Revised nomenclature and classification of inherited
ichthyoses:Results of the First Ichthyosis Consensus Conference in Soréze 2009.] Am
Acad Dermatol 2010;63:607-41.

2) BallEE, Ao L WEEYR % & R348 | Visual Dermatology . 2009; 8 :1126-30.
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Q1 ER R (% 2 Q6 CORETIEEDLSHRBEET BT &
N ?
Q2 COREDBRETAIFEDSNNBD BHOETD
TIH? Q7 CORTICIEEDE S HARERG D=
TH?

Q3 CORIDREAIFDN > TVNSDTI N ?
Q4 CORIIFELITDDTID ?
Q5 ORI TIEFEDIIFIERDHBEEIH?

Q8 ZORRUFESVSRBZEEDDTIH ?

FATAEWELYALAL

Q1 ERURSIEIRES

Al 2BORELRED. ROIDTRPTHIRICHEZEFNDE (BEHE) OFRTI. S
BTDES[CHESTHBOREEHRE (DAED) ELVFET. KK (KE) HTEDKE
BUERMERBRLIE (RERRIESREIRD . K3 <MD SNEV IR R I BRI
BE (SERMERBHRALE) . RoDE < ARDHBIFHIVEEER (K50 &3) RE &
UK E<LBLEIEZ S SROERDEVELMFEERE MBLUNCBBCHERDS SDND
SEBSERBCHTONET

Q2 ZCORIDBESAREDLSLWVBDTIH?

A2 BREDHFHAETIE. £2ETI00-300ALSVDEETADVNDEBEZSNTVNET, Ffc. B
ZFFFEFREWVDNTVET,

QA3 ZORIDERERIEHH>TNDDTIH ?

A3 KEIFRE. BE. ETMEROIBLSEDET . REIFROMICHO. EBERETIIHE
EPUAIVA, ZOMDRYLENITBATDDERE. hHSKHDEFELEVNKSICLTY
&Y. REDHFDESFICLD. E<DRIDREDDD > TER UIch, FERMRBIFIFALE
ECTH. DOREDBLTORE (BER) HHSHICSNTEFLE (F). INSOBEGFOR
BICROREDERFRENEEON, FRICEDEEXSNTVET,
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xR REBEOREEFRROEIGT

] B [RERDELF
KBRS RIERBIRALAE (RERERIEREH) | 75721, F5F2100 y5F02
FFKFBBISER M B R R hSURTIVF=ZF—E1. ABCAT2. ALOXES.
(FER MR BRI ATIE) ALOX12B. NIPAL4. CYP4F22
SN hSURIIEF=ZF—E1. ABCAT2. ALOX12B.
NIPAL4
B LAk SRR ABCA12

Q4 ZORXIFETITDDTIDH ?

A4 FABDEIFHBOIMEDHIRN S TETCVE T, UEDUEDDHIRICIFREIEINSERDD
HH. RBEFEVSBDZSATVET . RBEICIFETCERODBETHOIELFHADITNF
T NEDORBEKIF22HDBEREBELESMIEXY. ZHEXXDOURBFD S TETCWVC, a3t
A6AEHDFE T, BN FHRZZT CIFRIBOBT EHDOMTFHREIT D ENMETT, 17
FEMFFHRDPEICKID., REBEOHNFDICTEDFTT (L2HEDELREEAKE 1 ROMRER),
ZUT. RBICKDFHUVERD TED L. RBFEOHIIABKICEDDTT, DED. EEIEFR
BEBBHEOFENEDEIOTECHEVND T ETT, 46KRDRBFIF2IEAZRIRN 5234 %
BN ORITHEXT. 1 BORBEFIRER. BHEKRD 1 WELDFT,

TR RBFRALEE B REBEDRICHIHEDELTFDEEICLOTRRIDHIENDIH D
TWET, KEAERERERRAKIES. BREFDEID 1 WOEGFDIE. £E55H—
AICEREDNONERHBLE T, CNZBEREABREELCEVVET, WHEBITRIDEITNE,
RRDFHRIFEAZEZR LI EICEDE T, WHRO—ANCDRIDEGE. F7DHEERT
FHIGECGLE T, Bxhld1 0 1T,

ZOMDERMEEBFRAEEFE D 1 WDBLEFDSH. MAICEEDRDNERRLET,
INZBREFSMELEVVET, BRIGFETCTFOEREZ 1 HOOIBZNETN 1 DEITR T
WETH RRUCFEDE B, INZREBLVLWVE T, COHBAE(IE 1 /4DMERTFHITKRS
WCERT, Ffe. FHOSBFDREIREE(CEDTT,

Q5 ZCORICIFEDKLSIFERDBEXITH ?

AS ZLDHE, £EFNCEEDOE2FDRBHIRED., BODIDTRPEIDAR (BERE) (275
DX, IBKBIRIRMEREHRFRALEIE PERRBEORS » AIFFBATHROH HBNERIC
BFENTEFNTCLBOTIOIVF VREFEINET T, KERFRMEREEBRALZAECIE, K3
<N K@) PHELDIT (Ubh) BFHONE T, IKEEEEHRRHLEE B LAtk R iR C
[FEIEPLBEUBDHZEORD, EHERLED. FOUSPEDD SORENETHELED
O ULET . BILEMRRERERICEECTHD. LOVKDELK TEVEBNZS(CHSN.
EPDAIVRICERUEDKDPEH LI ELD LT, RmEPADKHICELEDZEHHORH
T BEBHEERE CIIRBEERICK DR T, HRLFEEDERDPEHULET,
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Q6 CORITRIEDLSIFREZT DI ENGHDIIH ?

A6  REODRAEERMIE CH L BRI BDIC. BRMBEERE> TNS <KEEYOR>TH
RZPTENDOFT. Ffo. MBRFEN SBETFZBMOHUTBENDIENDOFT. RETEHF
SEEDBARF. IR, REPEENELEICHD o TRELADBIOBEDRERHN D
BEETDTENBOFT,

Q7 ZORIUCIEEDKLIFBEEDHDEITH ?

A7 FHRILAEERIE L EERZEPDOIFOEERETVET . BOELLTHUFILERO YUY
PREFFSEDABZ ENTERXCFFRERZE oD, EHREESZVDI3HREZEOZOU
F9. TUFILERD Y VPRREICIEFRFEDHFSND MDD ET. SUFILEBEDOEU Y
DEAENZFDEFHER (B HET. #HiEl. FOKEE) BHdIENHDET,

Fle. BHAESZVDIUMEFZCKSABAT D EMBROFDAILY D LEEAR ENDDT
ARDRETT, RPEEUVCEYIVAFEE (LF /A R) ZEDEDTDHIENHDEITH.
NEICBIFDRREBEPLBUDDRNEEDENERICERNMNETT, Ffe. HBFPIFOE
WICHEZRIFTZEHHENTVETDT, BREDBICAIRZEPOIEIC—ERRBIDBHIEAK
HHNFT,

HVRHRIC IS RBIC R DBEAKERDHILE. FEDEE. KEOME YDA )V ARRDBREE
HHEICEDZEDHHDET, FOUOLPEDEDEBEBIELLED. FEOEEIEIED L.
HELEPHTICES, Z2ROEBEESE T SROMBUICND/ZD, FEMERIC<H D
O ULE T, TOGEEIRBREEOFRDPUEICEDEBHHDEFT,

Q8 CORTUIESVIRBZICEDDTIM?
A8 HREZDERFHEOONEVDTIH, BHOICHREEHCRRIDIEOHDFT, BiE
B CIRBRIEIR EDEBHEIC L DI T BT ENBDET .
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