22 K74V EORREEREGEF

GEARNT U S —F O AREE wY

TIOrSa—4 (e

TIJLTUCEBAREE? X &

RIWTFED) /—F BT 3 IR HiE

TR/LTY) Rk ERER BE

TONKNT 4 ) s =5 E LB HE

aTARNT Y = LB EEER HE

JERILT 4 U S =5 U BRREREER BiE

- ; YORNT U R B ®E
% BREBUEIEE, B AREMEHOEE X X ROMEHEL 7 | KRB L SR

B2 NI
HEFOWHhR I VER CEELBEEEOIAMI S SND,

KT & TERIIE I ICIBY LI I04HT
HhH. HHHERTFIE NI RO LA FREE
LM TR 77 Y REIZEBLDTHDHD, B
TEZORENIIEEAEARLZENRL, Thva—

: NVEFRICH REREPERAEN b DT L AL

T ERMREERIL T 4 UV THb. Lizht>T, HHW~T 75 U0ER
BEOUEALBERECMEEES U6 A (RF) 230 3. g L BRSSP OFEIEEILIAT SIS
T - MBI € % (pellagra-like dermatitis) &R ENEEGEDS
%@.%3@%@@7%%?%@%@&Hmm-

Bt chsr=—aFr7IR7F=v IR0 LA up MTH 5D, NEBIEFEREERLERLRED
F R (NADP) EF+4 7 v BAERES M7 HEIEETH D, NERITFERH

né@¢,+47//%avmkv7b77/® IR E TR 5 E7 3/ Mgk B(0)
RZZHRDOEFIRET T AL, FA TV D ATl 23— F¥ 5 SLCOAIY BIET DERIC
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| R UK BV RBEIR~ 25 RRZ2IT Db DER S

B FATIREZEELTER
Hartnup 7%

{ERE
FIEODDVE
EOavE

7 — JARTEE
iR BTIRE
T rE-EEBROBSESIR
TH—-9
+IBRE-EB &
BEBWE

BEELHE
BERER
EEBEEABR
IREBMEE BB
iRy

HILERZ

VER RIS
CHIEBRIEE HNF /A FEEE
G-ANAT R TY L
5-JRNAOTS TN
THEFFTY
HIVISTEE >
JAZ L7 O
IFAFIF
S-S N
AVZTIKR

A el N G

T/ INWEZ— L
JTOFAF IR
ESUFIR

{(Wan P, et al. : Br J Dermato! 164 : 1188-1200, 20117 £ ¥
5| M)

L pTeE

R

o=l

Lo TEET A, RTT7IORBERIIERDON
AN b T IGRBIESERTH S, EHm,

AES, FEZEOBABIAEZE L, R
YD INLOBERENEE T AL UE AR
DLREEFELFELSL (R2). SEEIE Lk
AR OREZOAT L THF— VO
(Casal's necklace) & Zifiin. EB¥EITEDORFRE
EERREIIC L DB OSRERD A T =V EBEEL
ETHL), RIS ThEEREEELAD
Pdbdo Tz, NAD, NADP % #figsE &

TOHMEOTEETICRY, SEEZ IR
(BT HHBIEE G URRERERPEES T
WA EIREIE T WA, BRNIERIRER & 10

Hir A 7Y VBREICEDRESNDD, R332
RENBEBY “"Pﬂkt;éﬁu#é STHHD
THEENLETH L. EHBHE LCidBv 7 4
) Vﬁ-fbiz%?é:‘r“%z’i%ybx Mz & N RE AL
T4 MEDORESITHTH 5.

©POEMS fEfREE

POEMS I L R MEMRYE (polyneurop-
athy), E2RHEK (organomegaly), A MASRE
JE (endocrinopathy), M % ¥ 237 [ijiE (M-
proteinemia) 3 & TR JE Rk (skin changes)
EVEBRBETH Y, Crow-Fukase EFEREL
b iENaY REZFERIEHES A TERWD, K
T Ee OEE i 2 A & T 5
FELEEERFIZATE DT LT, BfEEd
&bbﬁlfi‘»  BEREAERISEEIR (minor crite-
ria) WCEENLD, BEEZHICLHETIZZR V.
L#L,Gi&ﬁ@@i&%@&ﬁﬁﬁ@&#@
BEELVEY DS (B3). POESM fEFERE
BEIFPEERETETLIHEGE T TH A L v
3. aELFEResY ﬁthT%@ TERE
TR, B LUNERICO AL A, JHIEARIC
EREERBORA T Z VHENARENTRS. PO-
EMS fERETF CR-@BEREENE L5 272
2, FGRINEOBILEDOEMEE 2 GhbE b
&L WAPIAET E OBEDSH B O L,
POEMS EEHOEZEEITIEBRLEDINI S
DUHLEZHELENT WD EBY, £ ARIKE
BRIENE, 748, BOnSREE, S8 LU0aaMN
WAL SILLA, BELSEZELRTATHA.
EHWREETY N ABLERETELLIOT
BB % o 72 POEMS JEE# & g EdET
fEE ERARERIEEDH BT, KHOBRILE
®%z@¢L*P%WBM%ﬁ®“Wf1éu

EEEE LAY, BERET A MR SITEE T ILUE
ELWBENEoL S &ﬁ*’(é 7259,
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Bl 3 POEMS JE1RE#

FROUTAMBELZISEF DRI WY, LBOBTERY

W|HHTHS. BZRENEE (RE) »EFE .

# 4 Addison ¥
BEEICUEAROEBRLEN #4515,

Addison &
Addison FRIFISHEIEM T B RLEERIE R E

966 Modern Physician Vol. 33 No. 8 2013— 8

ERAETH Y, BIBRERVEYOFETIZ
X *), BEs, (REREA, (RimdE RmE E
ERYOLEEERFELLERTH L. H)
"’wk WEVOFIMEFIZE Y, TEESOIST
FATT 4= FNXNv 7 73‘1&“"‘ L7 w7,
ACHT % LPH OB WHTLHET H720124F /
FA P RN, BRLE/MELS. BELE
BEBICOF A LAY, EmFDOMOFEE
(K 4) PEETEMEZ & OBMBEG TR S
o TVERHER, & Bk CORRmPER,
ERC A4 U A SN ChH S, TIELlon
FILE G ORI T s s . iR
FE 8 EM LOEY TS 5L, Addison FHED
MR THHBEENFIERETHLOT, FH
N AVA)

31?% 4‘?3“‘3

&
b, U /v'lﬁim;f:{i/g BHEUA F s=@ﬂ'€%i¢
LD EMESL LA, R, FEREESL I 7

HOT, BZHizoT
CHBETAHZENIFETH S

BERES B IE i}\ ’55 EER

X Wk
DTE B EEREERNT U VE (FEED
(IPC’I‘) PO B AR FrE R e ’) = Z No. 20

SR B R B (B2 AR - FETE.
B - BB WA, RIL ppl93-197,

2012
2) Wan P, Moat S, Anstey A @ Pellagra © a review with
emphasis on photosensitivity. Br | Dermatol 164 : 1188~
1200, 2011
Dispenzieri A * POEMS syndrome © update on diagno-
sis, risk-stratification, and management. Am J Hematol
87 © 805-814, 2012
Barete S, Mouawad R, Choquet S, et al. @ Skin manifesta-
tons and vascular endothelial growth factor levels i
POEMS syndrome * impact of autologous hematopoietic
stem cell transplantation. Arch Dermatol 146 @ 615-623,
2010
5) Hascgawa M, Orito H Yamamoto K et al @ Skin
sclerosis as a manifestation of POEMS syndrome. J
Dermatol 39 : 922-926, 2012
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QBE RESEAXNT YT 0KRSL b
BIEHEALEOIXIVT v
[DPEEEBHWDRAL b, BFEDEERE]

Key words : #{=¥: A {LIE (hereditary keratoderma), &{E#EEHEM (LA (hereditary palmoplan-
tar keratoderma), Vérner B2 B # {6 i (Vorner type palmoplantar keratoderma), Papillon-
Lefévre £ 5 (Papillon-Lefévre syndrome), Cowden 3% (Cowden disease)

Abstract BEMEZEALE PPK) EZMALLECTEL A2 E5D5. Ukai
PPK {C3 W T Thost-Unna B PPK & Vomer B PPK & % ERFRIVICR AT T 2 D IR EEL <
EMPFAETSH 3. Epidermolytic hyperkeratosis & 1 (3 Vomer I PPK TH 2 2 &3
%<, KRTOBETFULERBFREONS. KRT6C BETONEETRUTAMEERDOWT
hROPPKEBHEL 3. miE, ERXPPKOREEBEEFE LT AAGAB BIETF &
COL14A1 BT EHBICETE & hiz. Papillon-Lefévre SEEEH L ERE & B A
IEPBELCEEXZEANI S, FEEETS. EEUAERMIOERCBALRE
EELB3BEOINDhHY, BIHEBOSEICBINZIRETHD. BETRINICLS
ZEOREMEEEACEORERSHISREN L RBERATY, IhICEILOBEKRRS
PEVEETHS. ELVBHZECAHDOERE LT, RVEERFEREIRESWAE
flcD>WT, BREFMEOHMIEBIREINETH S,

BIEEAEIEDH R

BEMEAEIRE OBALEREZEL 5 E
BEHREO—HTH Y, BEEEEREOEER
SRR SREBETHD. THEDRNCIEE
FBRIZB W THBIEEICA SN LB R G
BB M EEIE I 5 —, Papillon-Lefe-
vre SEMRIE D & 3 IS EEE R BEREEMNCHR S
EEREICL o TRIKMONIERTH B
BEONREERSECIIT LA LTBEOREN
BB TEENTOS, S, FTRERED
RRIZL T, FECHREBERAETH- T
LEEBEFIRL EHESHICR-THD, BEY
MR THIDRIZ TR HBINAS I 2 - Tw
5. La»L, #htdbip, BEEALECBL
THEFERRAZEOBRDEILTLOIBVERE

* Hajime NAKANO, T036-8562 L7 7EAF I
5 BARTRZERSEIREE 0SB RE B,
HEBIR

AV, ZORLRE LEMEE, BIRSHHL
WL EBZD. EREO—HMEE LCRATL
REPEL TS L) BERE, #144d Richiner-
Hanhart SEEEHL, BFud VIEZERE LT
HOBAHE, EWB I UBHEERRLE
T3, EEICHMAERTHS. LrL, 2hoo
BRI AP ZE 5 o TONESBETFRH CER L
BCTEDLZEPE. —F, EPCERBEOEK
S O AMBANLNE LT L EEALE
(palmoplantar keratoderma : PPK) ®3&ix,
3" Thost-Unna & PPK & Vorner Bl PPK %% z
bad, INhbEBEEREROATEINTEZL
BEELY, EEAEREZTZEBRETCRVWDY S
epidermolytic hyperkeratosis (BH) A& s h %
DT, FOHRET IF ¥ keratin 9 KRT9)
BEFICERZRETEX 2. BER EIFA6N0
RWIEHETHY, ZOHEEAEOREICRY,

¥ 9F 7 1 keratin 1 ; KRT1)BETF2RAN
Bh, KBETFICEENFE SR BHaERIIER L
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bNBIIKR-EBTH, HIE LTHKES
W& AT S B LETH Y, BRICKHEER
BIWANAEDZERE L1265 0T, BETS
Baii) ) A CORBLERLS. AR TIIEEHN
IhECRBL-#EEATED S B, #EEtkE
WEAALREE PO LA E Bbh s iRz v
oMM LIz,

BIREEHEALE

R AIUE IR OBA{LOAEHD S
bk, FRUAMIBEHERERS bo Lz
KT 200450 Y 2T (E1).

1. ZEBALOAZ%E5ED S PPK

ZIACAIE AN D PPK I I B AT

WRETb0E, ZHEEZMRL0ICHHEN
5. HEBHRL XS EBATHIORBEDE
ATHBD.

a) BAELISEEICERY % PPK

IRLDOHENT, BRSO EAEBALEEL
% Thost-Unna %I & Vorner BUDSMIIER (o fi &
WEEEZ D, Wil L 512 Thost-Unna # &
Vorner M & 28M4 2 2003 T RBARE
KA L, WP EH oA REARE S &
PRLETHDH, 1720, Vorner B TIZigM-T M
DI EREE 2 RO 58555 D knuckle
pad LT, BETEHLEVLOOBMLEER L
BiRTH A", AFTRN S SRR ELC
ERVEEND- T Vorner & LT KRTY
BETPOEERRBEILEDTCLLIVTHS ).
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Vorner £ PPK i BV THEETREEE LTI,
KRT9BETWERZHRL BB VT
RESHOWMMPEL I EBET SN EY, &
WEmALIE F OMORBIC BV TR OB A
THEWT I E 2 % pseudoainhum & IRTF, 53
Wit PPK (Vohwinkel syndrome) 72 & CLIEL
XROENLFRTH BHHY, Vérner B PPK T
£ELI)BOT, BHOREPGNELVF /A FE
EBABILE KRS ELEBEEZEITRETHA
9. Thost-Unna B TILE R KRTI EirTiZ
BEPEOP-TWAER, EIEICHREF L4 PPK
TR L, EH 2320 RVIENIC KRTT #1x
FRERBRE SN D DX 2HAOHEND L0
AT g WMo THEEbNS. Thost-Un-
na & PPK OHEABEZEF GBI DN THA .
Wiz, KRTI BEBEFRERNE>PoTnb
PPK T ARSI EHIIA 2 S LTV BRI
BWTit, EHDMREINRTWELONFTLAY
THb. £, EEINOBMICHEELEDL
BENE v, KRTI BRF GRS R a8
R REOBERBETFCHLOT, BIEDHA
{LIR2E TR BRI DELA A LB DI v
{. KRTI BEFICERDPFHD 517 PPK O
HORMIE, EEUAOETMIIEE D B, E
IPETRLTWEVEDLH D, SHIEHICH
HaNER&Cha. T/, KRTI BEFERN
s & 7z PPK OERIE EH OFEIZBE D &1,
HIBGE CEBLE tonotubles BB s h AT &
PHESNTEBY, BHO—BE%r9Y. B,
T2 30 F A0 RIEBHALERLIEFICBY
T, 7995 ¥ 6Clkeratin 6C : KRT6C)BIZFIZ
ANFOESHOI ALY ATERRELLY. K
A GEmE) B A REOBH{ILIEZ—R,
Thost-Unna Bl % Vorner B PPK O #Fiv & K5l
L7 b O Cho 7oA, FEICIMSRPHEZ
BODDBRTH ST LARRTH . 5
IWEORFEOFRMEAIE EHBA SN Do
fz. LAY, BnBEORAVEKHORTOR
CIMBEMORKEZAEL, S5, EEEENTH

OWEIBE L, RECSEENELZET LR
BRREZOMTH B eI hoi. £ CHE
k3 5 RO PPK Ot % % 2 KRT6 #in
FHEOBRZBRBELLEZA, BALHELET
BT RTIC KRT6C EEFOEREZFEL
72, BB, ARROBBEEHKITHY, RIEL
WERERPPPS E VI FHERIC L) U ARDOE
bt U2d o R LTS, PlaoZ Lk
%, Thost-Unna ¥ o RE# AL R§KERED
WIS @ PPK Tk KRT6C BZTFOERN
FHRTH2 ML EEINLIRETHL. Hix
TBHCREZHTE L LIk o TV AERE,
U F A OEIRB Y PPK 0 58 1R # (5T
DENCETOCTELEREINLNELERD.
RBEoEREAMALE 2T 5 PPK 5 bR
(punctate) PPK M4t R PPK i3 fER, M
., SR, EWIR REXEBASKIIONFEE
NCTwid, BEFBRI 2SN TORWEVIE
BIOWFESZ0F FHBINTE L) B
HbH, IN6D3 L, BUK(striate) PPK ik, R
C R ORI AE U2 RIK0B ML
BRI THALD, HATEME LTHYLTH

BT < HIRMIMEYNS 5. LaL, SRoM
FALAH BB DR TFROLTH Y, AREOL

BECAE U BB AL RAICIRR L focal 2 3
DTh5H. itoT, FRIGRROBANELZED R
WIEFI T E AMOEERILERRTELRNDOD
i, BEEOTERNLSEICL > THEDZ VI
YRR ELEFINTELEBbha Ih%
B 2 TR L TIEBRE RSO AMTR
W PPK i3 2 THEIR (foca)PPK & LT—HL T
H3. BRRPPK OREBEFNH B, KRT6C
EETFIOEEHCHE SN0 TH LM,

B, 72720, FRORKEMALE &L ICMFRE
ZOMOMMNESEIREE LS KRT6A R KRT6B
BETEBICLIHEIRPPK L B2 ), KRT6C
EETOBERZIALOTCEINBREEZL»TH
BETHSH. KRTI BETOLFRITFAND
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PPK %4 U 5—7F, HRD 5 VILHR PPK w
NHENDH A5, EWPL oD E# E TR
ERBME OBBIEHO N s T, Th
& DSG BEFOERICL >THELS PPK 2D
WTHRBDOZ LHFER 5.

T EE, AR PPK OB EBEFAHKNT
WS hiz s EEEEEAMEO Yy 2 XA TH
%9, BIR PPK 2B BIRER OB M bR 2R
BETHOFREETH L. B LTRERET
BFRELE2ODIV—TREEFREFN I8 BLU
3FEROERPPKICB VT AAGAB BIEFIZ
BHROBRPREELEY. AAGAB BiZTHa
— 353 % >3 4F alpha-and gamma-adaptin
binding protein p34 i& Rab 4 GPTase F A 1 ¥~
2ETALNBESY Vs THY, 252V T
FT7y—3 N7 PEREFETHEI RS, B
WRICHES L TwaAEEZLONTWAE, BT
F /%4t HaCaT Ml CERY Vo /w7 ¥
YU H LSRR TLEL, ok 5 LEMR
14 R F 2 254k (epidermal growth factor recep-
tor : EGFR) O FHEMME Fu s v VLo TL
EERESTWBEWSY. —F, FEAD 41
Wb KRR ARPPKERRIKBNT,
COLI4Al BEFINTFTUEAENI ALV RAE
BERZEINLTWSEY., COLI4Al BiEFHa—
Fga XIVEB2S -5V IEECHEENALN
5—F, RECTERBShLRWY, COLI4AT #
BEFOERPTIRBALOEKE & BRI DH 2
DOPRFHATH Y, B OREFAOERISE -5,

b) BALIFEEEEZ S PPK

BALDEYE Y B2 % PPK CHIMEEIRE K L
boDsH, REBREFIHEALTYW 01X Me-
leda DA TH L. T IIHPEENSB PPK TH
HCBWTEABIRDZVEEZLNTHED
BEEBMPPK Thh, EEALESELZELT
bJ|L L B, EER PPK TA 65
DBALIIEETHEHEFILALTHY, #
BEEMOR EREFIEETHIIEDOBALE X2
TZEREE R, UL, BAoEERNE

RPHEICRU DS, Fi, 1T ALORESTEYE
e R0E. BALOGHEPS, KKFEIT Me-
leda O ZTCBEMNTHD L nIEZ LD 2
A%, BIBRZEVZ 242 Kabashima S L hiZEE
I PPK DEFHZI BT, Meleda RO R REET
T b SLURP-1 BETRERER bW
)) 11)‘

2. ERB/CUSNOMEFERE RS PPK
ERBACDI OB R % #9 PPK ki
NLIEHIML S OTH D5, MEERE&DT
MBI BFERDZ B o TWIE, SIFEERIRTRE
TEBZIEDPE Y. TZRXEBTBPPKDS 5
Papillon-Lefévre ¥ # ¥ (Papillon-Lefévre syn-
drome ; PLO)IZDOWT, WEBELARAPE LR
Jo. PLS BHEFEHERMIE L B OB ERBH
b M e THHEREAREEEERERATH
%, BHEBEFR CTSC BETTH B, Kb
BIFRA-FTBI R0 THIEITFTLYC
(cathepsin C: CTSC) Y AFA4 v 7ay7—¥
THY, 74V V- aRE LCECRERME
WCHETEL, AR JoRE RIS MBI 5 B R
BB TEERREEH-oTwEY. ThE
T, PLSICBI A MTWEGFEICHETHD,
BEP T CICEERAEFBE T 25Kk
B b & BbhTwiz, KaeB L FENOBR
EOBEBETERFNIZL > T, KABDIEFEAL
PRET HEMPEET A EFHL PR T
729, F7:, PLS OBEPEMAIIZU T AMICAEL,
ALLBEETH Y, REOHMS FREH L Y P
B BRIEEE 2 b oK cH 20, BT
REMFBREIC L L F ZERAO L PITEIROBA
{bA3, babk U7-BIK PPK 0@ LR OB E 72
bOEREYD LI RFTREZETAEANRE R
TWAEI, o, BRERFBECTERZY
PLS i, #ETFHBWIC L o THEEDBE &1 5 LET
2, Meleda EEWBIL &L UCEMER SR
ENTWhro LWEEEND 5. 4% CTSC
BIEFERBRORSSEBASIESY, FERY
PSL O#MEHHR B THH ).
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BAMREZGRL S 2EBEERR

RIB, AEEAGETEZVY, BAIHRE
BECL:0CSHICHRET 2 WL’ D 3 8(E
HRBEFAN L2, Cowden #%id PTEN %1%
FERIC I 2 EROMAMETEREERE T B
W2 OO ERBEEZ £ CPTWRATH
B, AJEIIRERICENERBER L L
R, HRICHEEROBLERD D ETHAT
BB, FRIEROBAEEELL 2T
HMoTBERWD, e 0BfamiE, Y40
AMEEICALND L) Gl REMERS 2w
A, Cowden O REM R ZE L v L A d i
FaNT, ELLBRIhEnwI erds. £X
1 Qi 55 A ¥ 3E (congenital insensitivity to pain
with anhidrosis ;: CIPAJIZ NTKRI #ETFOEER
W EBEREMAESHEREERRTH Y, £F
RO E RS 2dIMER L5 L, BTRTOR
DB L o CREAEE LA Z & 2T RET
5. BEORFETE, HFORBEFEROA
BALDOEIED S, I Papillon-Lefévre SEHR:
BhEEbh, Z0HBOKFICE Y CIPAME X bh,
BIET-ZWCHEE LIERIDSH 5. 7z, B
EHEEZRL ) 22 BN s@ERREL LTH
BAET O MRV T 4 ) VEERBITLY, REEE
EHERVT 4 ) HETHY, BEEBRLREL
LB tEBwbon, HEHREEOERO—
HCEHtoFERMMLERET LI LIEE S
-( [ % 1) .

BbHYIC

Dbz Y, BEMAIEIZRKBRE
FEAMLCHEERE 4D Y, 00, FIEY
RENSHPEREINL ERREL R, f#£oT,
O LS E IR - 2RISR {E TR W 217
v, FRERERFERNRE S EIIC W TR
FRPRAT ROFEM - sk |E L TREBER2MKT
BERERETCELIEDNET L VEEZD
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s

(1) Frnmo=s

FINT 4 ULRBES S£FEALT « U KBRS

BHEERLT7 U RBES

SRMERIVT 1 U E (Giinther 5E)

Congenital porphyria(Giinther disease)

T B IR
I

Key words @ ERUFRFRERNV T4V VE, JUENT 4 Y /U
EHEE, REEF BB JBEuE

1. #& - T=

2. PELEY

FERERNV T 4 VEFRERFERER IV
7 4 U ViE, congenital erythropoietic porphy-
ria: CEP) ENAEHRROFELFEDOEZET oy
tosol HHEICBEL, e FudxiAFLes v
(HMB)® DBEZRESET ARV T 1Y )7
¥ (uro’ gen) Il DA % fliE$ % uro’ gen I &
BEEZE (UROS, EC42175)DERIZE 5 TE
FET A (B 1), AEROBGEFIEE 10 RE4
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Mo 8 6 1-20.9
Pl 3 20 15.4-27
n: Pl

CXoTuro genIBIU 7T RNT 11 . ,

2% v (copro’ gen) | BIEEAAVEFIAEE SN 6. BRETH -
(uro gen I>copro gen D), ZHBSRPICKE BICEREERI . EHREDOEREY
WS 5720, [EREVT 1) YOMEFNEE B ot MBOEHEELVT 4V VIEER
L7 RAICAROIEALT 4 U vAEE  BEGERT AL E D IMEERI S RV E S E
THEBRIZCEPZITTHY), BHBWICE BETAZENFRYTHE. AT 1) vOEH
T B, RERICLZBNREEEREE T LT

— 208 —



460 BT B BEEIAERFE Y Y —-X No. 2l

Hige LT, B ~~vF rEEy ‘é‘iﬁ%
BEYBLUNARELR EFRALN TS, FiE

FEBEIZZESADFEEINTEI® wih
LEFEDT W, 1991 ElZHH THEE

A0 D EfE CEP BE IR A S -3,
nﬁﬂ& CIPRBRBRIE LA P AT AT A

VAL AREOEFIZEI VBT L TnAE, £
7z, Thomas S™IZEH 2 T AOEREE %& st

O HEDBHBHE TR BRI

IZEE, JR¥TURO IS EEM O 1/20 EISES
L, 1D EEFELTCwBEAZREL T A,

X N
1) SRR
14(2): 69-84, 2005.

FECHRE SN RERFRER VT 1 Y Y EOLEFAMBIT. Porphyrins

2) Kappas A, et al: The Porphyria. In: The Metabolic and Molecular Basis of Inherited Disease
(ed by Scriver CR, et al), p2103-2159, McGraw—Hill, New York, 1995.

3) HIUAE, xR ANLERE . AL 750 179-186, 2003.

4) Giinther H: Die Haematoporphyrie. Dtsch Arch Klin Med 105: 89-146, 1911

5) i, B B RSEHEIVYLV-E ZENEIEYBIEEREENLE(—%

[R7 4 v IRGEERIE.
6) EHEHEHE, R -

BRI MR 239: 47, 1920.
BEERELT 2 VES 1HIERE(1920) 25 91 4E R (2010 4E) 0 BHi.

EFOHHFEFRBEHD SRR EREERUIESEE) PR 2B EERE - S HNAERSE,

p24-30, 2012.

7) Fritsch C, et al: Congenital erythropoietic porphyria. J Am Acad Dermatol 36: 594-610, 1997.
8) Desnick RJ, Astrin KH: Congenital erythropoietic porphyria: advances in pathogenesis and

treatment. Br J Haematol 117: 779-795, 2002.

9) To-Figueras, et al: ALAS2 acts as a modifier gene in patients Wlth congenital erythropoietic

porphyria. Blood 111(6): 1443-1451, 2011
10) ERESEHEIT A -

B IZERLY T 4 ) v OEHLZBEEIC X - THREDH S N RERFERIER
V7 4 1) ¥E. Porphyrins 18(4): 1-4, 2009.

11) Rank JM, et al: Hematin therapy in late onset of congenital erythropoietic porphyria. Br J Hae-

matol 75: 617-622, 1990.

12) Pimstone N, et al: Therapeutic efficacy of oral charcoal in congenital erythropoietic porphyria.

N Engl ] Med 316: 390-393, 1987.

13) Minder EI, et al: Lack of effect of oral charcoal in congenital erythropoietic porphyria. N Engl

J Med 330: 1092-1004, 1994.

14) Kauffman L, et al: Bone-marrow transplantatmn for congenital erythropoietic porphyria. Lan-

cet 337: 15101511, 1991.

15) Thomas C, et al: Correction of congenital erythropoietic porphyria by bone marrow transplanta-

tion. J Pediatr 129: 453456, 1996.

— 209 —



e

(1) FmmoRs

b

BT USRBES SRERLT ¢ UL RBES

BERERILT U REEE

SEEETONRIV T 4 U E

Erythropoietic protoporphyria
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03
04
0.6
0.4

© 0.5

463
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202 187 275 FFRLTE
168 199 463 AL
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66 81 106 ETF
9 30 34 199 7
19 15 16 T
19 15 11 HTE
28 31 48 s
, 33 36 14 £
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Hereditary coproporphyria’

-

VTR T
morh

Key words : sBfEHE I 7ORL 74 U U SHEEVT7 1) P,
ATFURNT LY I F A FY Y-V EEE,
NNVFRENT L) Vg, ATARNT 4 Y Y

1. B5 - T3 -

BRI 7 a RN 7 1) YIE (hereditary
coproporphyria: HCP) IENAESHRD6FEHOD
BETI IV FY7TOBEMENCRBEL, =
TaRNT 41) 75 (copro’ gen) M D ¥ T —
VBABIUBOFaYF VEBEIL A LRE
YVFEE 2EDOKFEREL, T bELT 4
Y0 IXOERE T 5 copro’ gen oxi-
dase(CPO, EC1333)0ZERITL o> THIET
A7 (H 1), AEEFED cDNA(LE 1,062bp, 7
I/ 354) HEE S, SRS (14kb, =

7V vy DRBIET O, REERAGq12)
LIEEN TS, CPO I copro gen I #LFH
THIEIXTER N

Kfiﬁ&%w74U/FkEL %ﬁﬁki

RNV 7 49 VIEAIP) L 80 &R (R
Fo-73I /L7 VERALA), Ry FYY )
7V (PBG)DEMZEME) ) TH S, ERIE
BT, EELEAREZECTESALHL (A
ZOR30%) (FEDY. BiabBEEko#EEER
&b fHen¥H, TOMWIHHRER - HE
HAFEiy, BEMDBOLEICS NI &3
DEWRNT 4 ) VEERLTH B

2. FELER

Frw—2 CAOWAACHLOZADE
WMEBELVWDNEY, HERFOLOFLRL,

1977 ZCIREHRTULIH, BETIEHA
TH 200 FIP 1T 2 v, ERATEITIE 1966 4E1C
E1FHMEY DY, TOK210FE12HFTIC
41 FloE (B 136, iEor sl WA 1
B LB nE I BOTENLRRETH 5.
ARV T 1) VEOHILASATIZEEEE 63
B, FiRE 4061, KB 256, g/l 18 61

OMET, ZO3HHCPERFEBETOHEREN
—FHEL, TOHEELTEZOSREVS &
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nzY Tl RBERVIAVIDATY—=
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BEHICBWIE LI HEY L H B,

3. ®

HEERTH S CPORETREEN—Hr R
21T AT OEAETIELCPO OFEWEL
EEOHS0BICETL, a7a8r7 49
(CPYII B Bk 0% A 5. AIP RS 4k
VT 40 VEVP) LR SERVT 1Y
VREDIFETH DR ALA, PBG DMz
O, ToEPCEEFTOTOCIRVT LY Y
(PP)D¥EMD A %75 AIP, VP Tik CP DN
FALNT, ZORTHHERENTES (FE.
HIEG (R EBA R TREFREISEE O 2-10
%)OCIE, R BEBEPICALVFORLT LY
CURHENT A, %B, NAVFOFEILT Y Y
ERFREESERETHY, HCPOERE
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