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TIIBREESEE A % Rkl TERT
LTwb720Il 0-ALADBEEANEL, &
PEREEBELLTVWIREE 25, JFTOANL
EROETBLUOEYHRSREF P/ —LP
—450 DEBIIEI ANLDBEORE R, X4
TAT 74— Ny 7 EEA LU TALAGK
BEEALAS-D 2 FEL, ZORBRE-ALANE
IZBFENCER L CADPREICE S,

B, ALADBETFOERELITERRI, =
I ALAD IEROET T AKEBL LT, &F
O YU ES & SRR ERES T ONG. BEEE
B Uy vIEIR HT-DIE, 59y v ol
ED1IOTHAH 7<) VT & MEEEEL K5 —¥
(FAH) DERBRIEBIZL - TT7< ) VT & MEE
B DO RBENTHEY 7 Yo7 UM
ERIGBRICEREL, FEE TRUETREEL

FISHZTTFPRABROBD TINLRETDH 2.

Y7o V7 kb VIiZALAD OIEEZ BEARIC
FHET 5720, HT-1 BEDHK 40 % TRV
74U VIRERERT S, —F, $RIZALAD®
SHEIIEA L THEKEE I CBEREEZHE
T A2, BUSRTETIE-ALADBRER
HEL, ADPHEBLOPIEHREIRE FIET S
EVHB. THNICEELT, ALAD BIZTAT
DEAGERETIIHREESEEADK 50 %
WWETLTWA LD, k) hWHREBEE Tt

4. FERAIP D% SE®) [ |
ADPOFEFEIZHAEMIZIZHEERD 2 Wi

MNREIZALNEY, TRUBETORED H 5.

BUNEARREEL EHE L, BRI MmO
BHRLT 4 VELRHAFOP RN, MOR
ARV T 4 VEERTEL, SURERICEE
Bk, WIUEZ & OBEMEER A SN, BH
DENLREY R IEHC L 0 BRERE - FEIR A R
BNELS B, BEZLoTRETEROBHE
THRENOFNH L. 0 ETRERIEILIEGE
Hk7b. AIPLFE UL ADP CHEBERE K
. Fi, —RRICEmMIIASREZ W,

5. W EERIRE

ADP TR H S-ALADEEDOB ST L
THNMT 2, ~NsEE~y 7 (AIPORE, K1
PER)POLDEMEND LI, RFBE~D
PBGHEIIEMIZ 2. ZORTHROBERL Y
4 Y VIEEIZR LR AW, FRIEKA ALAD &
EEO10% E£MIETLTWEZ LS W
FlpEkbhOFES T2 bRV T £ ¥ (Zn-PP;
PPIZHESHICE WHAME L D 0) 25ins 5. &
ha7aRNV 7 4) B X URMERF 71 bR
V74 v OEMBALNSLD, FOMFEER
HThD BEEROELVT 4 RO MIEE
vy,

FEEBWTITIX ALAD B 15T O HEH TH
%’5'11).

ERoOTEL, BEEEFOY VIEB LT
ShEE OBENSUBETH . SihFL OE
WM SRETRET 530, AFLY, b
yrunzFLy, TOERVEYEESNEE
D ALAD HEEY~OBREZHEL TBL.

6. RELTEAIP DRESH) [ |

FRETFOBE, KEOSVa—-AHHRB &
URHEREER Y, MOBWERLVT 4+ VEE
FREDMEZITH. 72751, ADP TRREMR
T4 VIEE LTOBRBRICRRT 6L E9 T
BBBIADH B, NATNVEFZ VEHEIC X HIRE
BRIOASHEINTWEY, FBHEOHREFRI S
NETLHD 557, BIRIERSEFF I
HLTHEMEVZAIEF Y RIEB LT
v, BRI EE R 54 Ty bR BE,
FREHR, 8% EOHEMEALAD HEWE~D
BELRECZEMT A &) EFERELZTH

IRETOHREF TIZADPOBKRERS X
UFRIIHRA TH Y, EHAHPD VOB
BETIRBRETEZ Y. Doss B2 X o THEMITH
BENLFAVANDE2 NRZOBREE LR
2, EBDICHRABECEEL WS, —F,
A —F v OBREAPTRESRT CITHEK
HHOSHREELRYEL, 6FICHEREL
FUTERIRRPUELZAZDOORF -
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ALAFREBEINEERE L, IR THRICI DT LAWREES5 D00, FERMIERILER
LTwaY F72, BMAHIBEORVF—-AE HETHRCLTEDYY, Ri2Y ADPOFREADE
TR, FFRTAHLIVES ADP ORIRICHEE  BRIAHTH 5.
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7) Plewinska M, et al: &-Aminolevulinate dehydratase deficient porphyria: identification of the
molecular lesions in a severely affected homozygote. Am J Hum Genet 49: 167-174, 1991.
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Variegate porphyria

Key words : @M RNV T 4 ViE, BRIRVT7 4 Y VENP), Fa bRV 7 4
Uy UEEEEE (PPOX), YR FRVT 4 Uy, FEY YA BHEE A
Y (PBG), V¥ T I LT UE(6-ALA)

1. B =

185

3. WmE L

B (LHM) RNV 7 4 1) VI (VP) (variegate
BRI LRERENED, TR
BICHEV BE & L), ~NAERRROT
FEHOBETHLTO bRV T 4 )5 VL
3% (protoporphyrinogen oxidase: PPOX) [EC
1.334]DEEMIFERHETICER § 5 ¥ Hak
EEAEMERBATH S AURV T 1Y VE
WHEEN, SEERERVT 1) VE(AIP)
E R, B EFFRRTF L 2o THEBECH
BB EORBMERERBEL D 545, —
T, VP TIEHBBUENSH b5 Z LAV
BT, HIOGREEMOKERR, BWERE, K
B ONEsHE, BRILE SEBELESHLEN
SERE . EB, BEO) BIEI ETIEE

PEFANE 2 S IR FIERD AR D b 5.

7B, VPIZoWwTiE, LRORFEORSRE
EEDEREEEDY 3 — Y= (George 111,
1738-1820) AYEICRABE L T2 LT 58 D
HY, BHEOIFETESTBWTREERREW?

2. & Z

VPIITRTOAFEICA LN, T—1v8T
B ZOHEEIZAIPO 1/2BEEIMTVWAS. L
2L, BT 7Y HICBWTIZAIPLED S VPO
T HBEEATE (AN 1,000 AI23 A). 2 i,
17THEREOH IS Vv FABRREREOHE L
5, WhWw 3 ‘founder effect’ (BITAERIE) 12
B30 EEZLNTWBEY. EHETIZ 2007
FF TS5 F 0 VP EFIFER INTHSY,

Naoto Maeda: Division of Medicine and Clinical Science, Tottori University Faculty of Medicine BIUKZEEZFI

L A e

0047-1852/12/¥%60/H /JCOPY

PPOX XX bV FYTHIEEICBEL, A
EERICBVWTIHHOBRZE LTS O &
V74 F X7 bRV 7 49 VX
~NOBLRIS E s 2B TH A, VP TR
PPOX% 2 — F¥ 2 BIETOERLHI DS
PPOX #fnTFOERL L TIII ALV AER,
FURVAER, ATI54AER, REEER,
WAZREED THRAEF TR 170 BAHE S
LT\ % (The Human Gene Mutation Database:
HGMD). IhoEEDATFUEEERIIBNT
{2 PPOX OBEZEMIZER NCHTHS50%
ET LT3, ERCEIEEEE LTidd
FTLIE AL, ERREEOPER < 3E
EFEOT I TRET 2. BHEOS ITHEENIC
ANTHES, FNCIVEENTIHEANTH
BEERTE, IhITRA—ZEBEOSEES
HROPEZ . FEBESRBIEFICRES
ThHhHVBRETZ L2070 EEILNE.
MREDORIEFHRETF (VP TIIEPICL D &
BEV)NOBRER L, "AOFEOHEAD L
CENLAHEEDOTLHEIZ & ) NS FTRYE 23k
WICBRERT AR [WERZRETS
(AIP Dfa % ).

VP2EHT, BEEREETLIRNVT 1Y
VIERRETIIRKEOENLT 4 ) R EE L
TREERBICERT S Bv74) vK%H
BT 55 P ¥ u— VBB EDSS L,
400nm DO E RE S5 L RhRRIRE
& 7% 2T 630690 nm T EDFREEIEE FET 5.
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EEEEC, —EERBICHEIN RV T4
VAT IERBORA RERFRNSTICIANVY
—RERTHIETRORBICEA D 7575
Z OB CEA SN ESEBEREFEEE DR
LB L URIRTF FOBLEREL,
EEMSTEETHICES.

4. i * i

PPOX BZTEREETHREEN I B, £
BRICVP 25T A DI 6 RETDH 75
BIZZ D 6 B BE TR E B HUE 2 —
DIERTH Y, BUABHEREOA, HLL
BFE 2T 2EMNIIL LA R

1) AaMER AP OFEESHR)

VP O S HEMNIRARESEIEE LI LIZEYIC X
S THEINSED, ERPSIZAIP 2 EOMO
BHEERNT 4 ) ELERBID O, HE
W, BT TR 5 R IR W
JEERAE N EHEL, TR KBRS~
BA 5. AIP L ER, BN, E1, Sl
E, BIREAONDZ DS, WEORER
IR AR YE O DU RRE, BT BRIPRE R I
WERRENOER L AR T 5. AR, B,
$5EL, EE BEIAETI S VPTEHIIL
TBEOE L 3 ERERA L BICAL
h, ZoOWOFRHRERARBIHEI SVEYD
58, iR, RVEVH, ¥ AMLAR
NCEBLDRENRIZES v, T/, AIP
ICHANTEMRELRTHERD R, BER
MDETZEdLhv. —RICEEMRTORIE
127w,

2) BRBER

VP ClREHEBEEIC L 2 RHEES RET
B ENB Iz, BEEFERTEEING
EHE. VPIZA LN S R ARAERRK
HTHY, WETFE, HE, B3R
BERICALNS. 9 LizKER/NRERE
W ADOICHEREZET S, REORBED R
BO—D2T, DohEERTERTL, bIh
THMEP S RERDOV LA LR, RATHE
ERRE UBIRER L 2 5. BB 2B L8N
BEHRLEBLOBREELZET H13h, EHR

A BB FEIRBEREEY U — X No. 20

Hir, BCEEENAONS, HAERICIEZE
HMERD D, EERITRITERD . 235,
BENTOBEARTRARB LIV EELEEE
RERETHILFHEBEINTHEY,

Pk Xz, VPTRRAMRIEL X URE
BEEDEMD 2 VRS B 720 IR D
TEHERY, AIPRELEHRTH R AR
FEDORFBIZT SR OhBh VI EHFE W,

5. W EERIZEAIPOfE, £1%
BHE)

Mo MER VY 4 U VIERR, R
FIZRNVEEY 5V (PBG), FVITI /L
7 VEE(O-ALA) SEBRICHEMT 5130, U
ORVIAYYBITa TR VT 1) Y OH
MPBRDLNS. RMERFORNVT 49 VRIE
BEBEML 2. VP CTEREMNY - EMchy
POOLFTEERICTT PRV T 42T VAR E
N5, FICAUREFICEET L0, Mo
BURNVT L) VELOENCERTHS. 7
L, BEEBEROAZET S L) RERYCI
INSDRB & UEED B EE IR
&5,

WEBWICH720, VPOSZWICBITZHD
S AL M I MR AT T 5.
AIP LB 7O RV T 4 Y VEHCP) 25&
HIZE20nm A EICHIBEROE - 2 FHTH
DR L, VP Tid 626628 nm R 2 ¥ —
7D ENDBS,

DNAEHTIZ VP IZBWTH BHF o gold stan-
dard ¥ Wz %% VP OEMLEETFTH S PPOX
BEFOERIIOVWTIE, BBPETL—HOD
VP E) T PPOX BIZF OB AT hh, F#
OERIFFAZE SN TWAE

6. BEE T

VPIZIR ST, R PBG ASIEH ER® 10 4514
LERTEAICEIEEFIVT 4 ) VEEHIBTL,
FREZW A HFOT T R RIS RET
H5. VP OABRIEICHT HEBIZAIP &
BRTHLAIPOFESR). &%, BEFTE
BRI BT 2 ROBER L, —BIICES
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FRIIEL 2V, LrL, BHOBRSLREY
RIBRIIFERZ B, BN LIRS
BRI REZRBITIEEINTH S, BIC
FEFRUEYOREY 2HEHIC L YV BET S
ZLAHBH COBETEBEORBERITON
EMNI VEHORELEITH S VPTO
R OMELH 257, BHEMTIEREILSH
IR LV WAw, BoRERV T4 ) v
iE & FR, VPICH T 2 BEARMEGEREERL,
FETHE L TRERERZFRET 2 BFORE
PRRITH 5.

BEREEICK UCHREETFE & ek
KThbH HNBEZETRERPAEH LY
VAT =R ETRT S, FEERKC

x4 B H ¥ e FIRIEEIE 22 v,

BEIZE, BERICOVWTIHERBREELLE
LICEBROEFBEZITY, T2, 22T
EICHFREHOY A M2RTRE, BETFHIC
BoHb FHWICRFPBGBLUTELVT 4 Y
VEOPERIT) ZENLET L. LEZEN
LAEEERLTD, BEERIZWESIZ
TR ECEROBROBITREY A5 Z
EHURETH 5.

BEEOEETFEEFRAZES LTI, R
D DNARATIC & Y RERABTEEBEOHR
BRESTHY, ROBETFHRRE LGS
OEEBH - REBERCHEA TEEBEA Y B Y
VIR ELEET B,

-
bi%
7
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Y
1
~
I
£
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Hereditary coproporphyria

Key words @ &RV 7 4 1) ViE, BEEIFTORVT 1) VEMHCP), N—F
TRNT 4 YV, aTuRVT 45 VB LEEE (CPO, CPX),
AFARNT AV Y, N=FuaRV74YY, RVFEY 25
(PBG), ¥IWVZT I/ 7Y YE(5-ALA)

1. # =

#BiEHEaTORV 7 4 U VEMEHCP) I, ~A
EERRDO6FHOBETHALI TRV T 4
V) 7 & v BLEEE (coproporphyrinogen oxidase:
CPO, CPX)[EC 1.3.3.3]0#EZHIEMERT I
RS 5 E A AEEREERERTH 50

HCP Clt, CPOWBBOERPMRETICL -
TENVEFEY 25V (PBG), FVFTIIVLT
U VB (6-ALA), BXUREREL 7 4 VKT
HBATURNT 4 VHEPICERICERT
DGR, BOEWE b %Y 9 B B HENEARESRE,
BLO—HOBETHNRBREIC X 5 AR
EEEELZ 2T 5.

2. & e

BURVT 4 ) VEOHTIEMBRRERY
74 VIEAIP)RRMAEN T 4 Y VEVP) X
DLHEEIRMEL, BRRTIRI0FARC2ADFE
EHE L SN, BEERELS RBEOD
CPOX BEFERREFIZZN LD DEZ NI
ZnEHERENDY. BOETIZ 20074 T
39 %1 ® HCP HEFIDFER S LT 52,

3. "H - /& &

HCP i3# 1z CPO BER R IBITHRIGBRE
ERSMb o> THRIETLERTEBETHS. F
TEALEKIANE LT, BEEHCPEE
TH 5 CPOXERRREE TII CPOFEHIIER
ADFHSORICETLTWS2, REEDHS

Naoto Maeda: Division of Medicine and Clinical Science,

FEREREELF

0047-1852/12/¥60/E/JCOPY

B HEA

EIEEICOoTHCPERE LRV, &
B EEEERURICA SR, ZFhUM DR
ERBOTENTH A, BUEELD I LHC£EL
BIETH. ANREZAIPR VPIZEML, E
Krdvrahs & oREDH»% 25 HCP
DMFEIERE L OREMEER X D S FaRER
BEERLEMI D 5.
HCPOEFERZ I 7R VT 4 VO
FANOWBIZLBH0T, REHENVT LYY
FETHAHBMBHERERNVT 1) VEPCT)ICHE
B35 hbb EHEOHBEZICLDK
BEERRL, R CHREALCHRERERL %
D, TOWHIELEDNALND. HCPEED
ILREEREETEDDOILEERD20%BRE
TVPD 60 % ICIHEET 5 & A %wds, Bvifiz
NIEHEERD A S iz v AIP & Q&N 38
ETHZ LIk B.

AnN—=FaRI7 1 1) >4E (harderoporphyria)

[ eIRt g

ANLEERIZBWT, CPOIZa7uaRyy
4N 2FIHS F) A NERE D VFERET
HBEIN—FTOARNVT 4 ) FEFETTT MR
N7 4 77V IX~OBEALRY B R B FUS % fill
BT ABETHY, Liz25>THCP TIIEIER
HBTHhra7uRNv74 ) VUL, BCEKED
0-ALA B LU PBG PMENICBEERTLH I &
%5,

-k, NTURGERKOWMBLIrLAETH
ZeHHARED LAREENT DEERTIE
CPOEMBIEROH B EEICEFTERTT S

Tottori University Faculty of Medicine BIKZEESEE
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o, AERIYVEEMOHCPE LTRET S
A, DY) oD TENRIEHOEHER L
LT FERHLIOIN—FTORLT7 4 ViEER
BIETBHIDH B0 HCPOER TH DN —
FUENT 1Y) VETIREEFON-FOEY
7 4 Y OBEIMPEFRIT, BRERE LTH
AEEEE, BEhE, FRES L OCREER
BEIESRED NG, N—FORVT 4 ) VE
OFEE LT, ThEFTHESALZN—FOR
V74 VEBRETRDEL ED—FOMIE
EFIERBIZKIO4ED 7 I J BREBEER DA S
NAZ s, EEBIN—FTORVT 1)/
FUyRbTa RNV T 4 YTV IXNORR
BERICB T AEERGEEZ LN, BETE
BERFA L OBFEIEEIN TN S

4. 2k LRI

B ELERAE L DNABNTIC X 5. R
PBG OBEIIZ L o TEMENL T 4 ) VEI S
bz %4a, HCPOBRICEFEEF T 7R
W7 40 OBEIMGEREAD 10-20045) B LU
Z DERMARCP I CP DA BMEIE L
BRTHE". VPLELRY, HCP CIIEfEF T
o MERNVT 4 OBIMEA LR, JRF D
TRV T 4 ) ¥ HEET B HINERMEITKRT,

BOBHERLVT 4V VELOENFHEI W

%38, HCP TIZR™ 6-ALA % & U'PBG i3&
HICoABEML, EFCIEREELZTRT.
HCPIZB1F 5 DNAETIE, BHOMES X
UCRZANREEEORERTREL TA20, BE
BIUZORRIZE o TRESH EOERIIE
WTKREW., CPOXEETFERICEHL CEHE

FCICECROIER & ISR 50 O E R H
# &N T 5 (The Human Gene Mutation Data-
base: HGMD). FZMED 5 3B OPOFHED
ZP) %)s—xm‘

5 BABEEFR

EBWELT 1) VEO—RIIEEICET D
(AIP DFEZZH). AIPICHRTEBED T L AF
%L, —BRIETFREIBRIFLEVZS, BEEOHE
BEZE) BUERECHLTEANLT VTR -
FASERT HYY B FAI VEHEDOALT IV
FR—PERTF 4T 74— FRxw 22k
LAEHR I 5 2 CRIBMEDO BRI EA %
PHIT 2 (HETIEALT V3 — Rk

RTHHDS, 201245 ABIEARHFEFTH
3). BED60-80 % IFEDTEFE ARV
W0 R EMERIED B VIR AERICH LT
MEFEEL LCE1IEREOBIIN AL TV
¥4 — b @Bmg/kg/H) DGV EFHEL SN,
JERB L CIRFTRPSERBICEET 9. 2720,
ZOBA TSR ACRERE, 77
£5F V- ay s EOAMEMNEC S
BRE LTOBERNEEY T — T VB BEL
5.

HCPOHESHIZBWTIY, AIPRVP LR
B HREIEY, HOE BE, vy KRR, &
PSR EOREFRREFOREFIRLEETD
5. FERBEGE N U TIRIETFRRiR, BB
D7) —r EOMNEEFET B,

DNAITIC & 2 RZNREF OFRZER, F
SROFETFH, FESEHOBE, BOLREER
FEPOBOTHATHL EEZ LN A,
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Familial porphyria cutanea tarda

Key words : RIS RN 7 4 ) Vi, D ORNT 4 ) ) =7y

BLicEREER, SLALBEL HAW, FEE

1. 88 E= £

3. %

RIEMBESEERE ARV T 4V ¥ JE (familial
porphyria cutanea tarda: fPCT) &~ A &R D
5FHOBETHAL ARV T4 ) ) =4 Vi
W ME (uroporphyrinogen decarboxylase:
UROD:; EC 4.1.1.37) 2°& & O g 3 THME MK
TI5ZEEoT, NHHBBREEEEE LR
dry RNV T 4 Y~ (uroporphyrin: UP) D KE
PR AR &2 TRV T4 ) VEETH A", RAEIL
UROD # I — F§ % UROD EIZTFDO~T O#
EHER L S EROAEEEREERERTH
% (OMIM: 176100). UROD BIZTOWH DT
JVOERI L HEHEEEORE DR
BRIV 7 4 Y VIE (hepatoerythropoietic por-
phyria: HEP; OMIM176100) T& 4. #EHEEE
ENLBEBEEZEDLTWVWPCT, WhWw A INFEE
PCT(sporadic PCT: sPCT) % [ %!, fPCT % I &}
s L, BICRERNEIENHS—F, UROD OF
HRTIFEICE EE200% ITBICHET
HTLHHB.

2. & #

FAEN B W TIX1957-2002 £ F T2
M7= PCT 303 fERIHF, KIEREDH S5 7% PCT
B3EFOMENDLDATH R, —7F, #ES
T PCTEEDFI20-30 % FEEAIPCT & &1
29 BEOBLHIZIEIFL:1THE. FED
BEIZRIET 2 2 LBV sPCTIZH L, fPCTD
ZIE20BTETICHET AL SNBY,

UROD IENLERRICBWT YOI R LT 4 Y
/ =%~ I (uroporphyrinogen III, UROGEN
D SREINEFIMEIZE o TaTaRL
7 49 7 =%~ l(coproporphyrinogen III,
COPROGEN I # £ U A it % il § 2%
T# b, fPCT Tlid UROD Bz FHO~TuHs
HERIZ X 550 UROD [EHET B, &
BrawlzboWbEEF BV TEL TV,
IOz UROGEN L &EICEL B, THHE
FIEEBEETISEZ &, FieBw Tt
EZTCUPICR D Z B2 o TOEHEN 2 #E
T35 ZHLTHELAUPHPEBICERL, H
FREEZTHZ LT, e REEE
FHEBITLEEZLONTVA. FFIIBWT
UROGEN 2SBfb % 21T B A 1 = A A IZDWT
X, ~7ATEF I 70 —-2P4507 73—
O—2, CYPIA2IZX DEMLEI D 2 Ldshy
S TW5A2, b MOEERIZ< Y XITHTE
LEEDSE RN, SEEEBREOEAR
%4 L CUROGEN AL L THENV 7 4 1) U4k
EEZRETIEFMONTWEY. UP &,
UROGEN @EKEBEWTH 5 7K IERFI
Pl S N a s, —EdEBRN 2 BB %
FTUP &% 5.

UROD BIEFEE 2 ~TUBEEEICEL T
HEEOI BRETHEEETRTEERIL20
BEELABLONTEY, EEZFL TS
TLHBBET A DI TRV RICEREE
FIEEAETRTES L9 % URODBEEFE
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lo-73 /17y vm |

v
I rﬁ)lxrhk*z/wb-“/ ]

hy thene?
I —— |<—*—| PNy I/Luroporji omethene ’
ROS
.@ Lry ORNT 4 7 RS !
Tt |
T BET LR
............................... +
TR RRNT ) )= FiS=ti
------------------------------- 7V 3 — VBRI
________________________ T by ViR
[T RELT 4 g

Bl1 FEMBSERMEERILI U EREOA DXL

BEAsuEAEHICAELTWTY, #BHLIZ
UROD {EHA50% BEF L. THOARATIEIRE
LiwekEz b LHFoT, ERHEAD
72HIZIZ UROD {EHE 2 EE D 5 I HENIC
BFEE2 L) RMORFILETHLLEEZ
bhi. fPCT DA D sPCT & FRRIZEAT,

Tha—NVEER TAPaSURE, YAV
B (CRIFFHY 4 VA, HIV), BER EHH
iz s & sh, ZhOERFPEEBEORE
%4 L C UP & DR S UROD EHHE O #IH] %2
BlERILTWALDEZNFEZEHILTVS
(®1). L2 L, PCTIZ3wT UROD iEH %1%
TEEEZEFWLPIEHENLFRERTFIZ
%k, POTREAE LTHYOR, %
#1® PCT-like syndrome % 5| & # Z L7 hexa-
chlorobenzene ¥ UROD {&HENHERTH 5 Z
EMEH SN TS, =¥ ) —VIZALAFR K
ary—F¥eyoulrgy—Lunolnis
BROBEZHETLIIEMOATVS, £
7o BEAOTIVI—VEREREET VI —
WVRFBEIZBWTHRIME UROD IEEIMET L
TVWAEIEPRRENT WS, —JF, TArasy
RTANVABERPCTDRIERX 7 =X LI
EDEI IS LT AR bho TR,

Bygum S5O#MEIZ I NIE, 7Ha—VERS
IZ by URRAICBE LTI, sPCTIZHEL
TIPCT TRES VL wHEmIRE NS
IZBITASEFH I PCTOIIIZTRTOREHIC
BOUTHBLTALNEHRTH 5. SITENE
BEEZNMLCUPLREDRL T 1) Y EEE%
RHESTZHEIP, HMBHD-TI /LTI VR
(6—aminolevulinic acid: ALA) LX)V % LR &
FEIEFMOENTWE. HRFICEETS
EIZWRERF & LTid, sPCT & RARICPCTIZH
WTHBEBRENEZ BT =Y ZRDOFRREET
THhbHHFEBEZEFOT I ) BEEH p.Cys282Tyr
RHELDERPRECHEELESEZ TV E0H
E2H DY FABROFEESATIEISPCTB L
CPCT WTFRNIZB W T FEERI R
ns vy, LH»L, PCT 19609, Cys282Tyr
DREBEEEBESHICTER P o7z sPCTIC
BWTEEICHS LTWwaLENE L) —D
O HEFBZTFEE, p.His63Asp 20T,

Brady 5 D& TlZ fPCTREIZBIT A& ENT
BENTHAE. —7F, 9BDOPCTDH b, FAE
BOREREEP2H], ~TuBEEES2HT
Holzb LT, BECHESTTW2HEDD
A9 W2 LTH, sPCTE#E, PCTDIE
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BlOH BB TIIHEFEGZTER LI
MOBEERZLEE L TWAZ EERLTW
%. Lo CYPIA21ZD W T, PCTEFILY

7 AN BV TIERBESNOBE S L TV 572,

L MCBOWTRABEZORBZHENE ¢S
T 5H—163A/ANPCT DFIEICHS L Tw
BREIPIOVTEETENZRENS W
CYPIA2 547 £ d 7 AIZBWTIEUP A
BAEEMICB Cb2E2 5L, KBEYS
BEYLEHMIPCTEFRT LTI H L L
HMTE B2, 2089 BREOERTMLN
Twi v, B4, RPN TUROGEN 238k
BT CHEIL ST A U A uroporphomethene
A UROD OBAWHER TH L L LTHES
nih, BREFBEZLIHEDDY, WEED
UROD HEWEOFEITRER L VR 5.

4. % % x

PCTIZ BT 3 EEREDEEEF I o R
BRVT AU HEERBL TS, FHEOR
VT4 ) RDPERIIC X - TRBICENEL,
TR S OHRITBETLERLVT 4 ) ¥
Raphfe s, EEEBEE LA RS L
BETLEDEZDP—HEETHS. UROD OIF
R TIE sPCT TIIFIRICBRE SN S D13 L
T, fPCT TIPS, ARIER, B Mk
M BT AOEEETAFEHRE S Tw DY,
LA L, BEICHT5 UROD EHIZIER &% 2
515 sPCTIZBWT H B BEABIE LTS
Z NS, FFHED UPDSERBHIEREEEE
DERTHLEHEBTEL. EEICBVTY
UROD IEME T A4 L TWA PCT TR & D Ik
FIERA O E ) POV TS 2%
ST, sPCT 36 %) & PCT 13 % itk
LS L UL, REERO A I 723
R TENA LN o720 FEERLE
L7 DM NTITES IS ARTERT
BT LEREOMFEERD D LHT L5 K
FFREEASICRBELTAONALZ Ehb, B
WHHEBELTHWDLEARDIRETHS).

FFREEICOWTIE, RFHRET T PRV T 4
YUEDI ARV T 4 ) VDI ERT S

LI Lo TR EZ R RTHOLE
%Y, PCT ORI L8R & 1) FFEErs AL
WZH Y, FRIEEo TUROD EHEOE T A% 2
HZEIZEoTRVT 4 ) VRO EKABRIC
%Y, R, REORBBESTIERI SN
EVIHFENFZEZ LN TERY

5. R K iE R

BRERREE, FCFBICKENAEL A KE
FUHAERD, METEUTHRETAD, L
USRS IE 2 KT 5. FHREAIIE
B OMEEEEERD, BMENITESICULA
REUL, BERZE) XL, BHiICLo
TOLAREDEENEAT . HBEIEELR
WELSLLOO, FRFEFHRETT bRV T 4 v
ED L) OERBEER AR A AL S
ERFENTHA. LizhoT, BEIHEIR
BORRIZZoTWAEEERELRENWI &23H
b Bz FRETHIBERTICEEEZRD .
sPCT Tl L WM EE % UE L7 Tk
SR IEARRE LA A BB A, PCTIZH W
THRBOMRERT I ENH B, ERUSD
FERICOWTIRERICH L IFEE L EOSIHE
WIS U2 R % R, PCT I3 THINEE % J65E§
LEFFHNE INDY,

6. oW & EBIZH

1) BREREZSHA
JEHRBBUCHR T 5 EEEROFERE & RFR
VT4 ) EEDBIBEDEE, KV T4 VED
FCIBEENICPCTAEDN S, FETIIR
FUPHEEICR B2 RFkFBRLV7 40 ¥
HRIZEFETH B, 72720, MERITITZUPH
REILROLNEY. Rba7aRV74) v
(coproporphyrin: CP) % LA 5545, UP% L
BAZEiEEw T-AVEFIUERLT 4
PHRPTHREIN, BEICEHTH 5755 #F
ERE~NOMBKEILETH L. EEHIC
CPRAVasaRLT7 4 rasklish, #%
HITFEESE . (PCTIZBWT b iFHER
E, By A VAR RO AL LB
H5H. gBRERBLCmESR 75 VE
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AEMEERT. KEIEE CIRREMARFENIC
EERETOKBEERIEALNS. T/, BEREZE
2 A EMIMEF I PASEEWE OLED
BOLNED, RFEHRETT MRV T 2 VIE
BEEEORBIIRERNVWEWVY). ZOPASKE
HWEOMERBMTcOLER BETIONED
EEBELFLETFEEOWE S BE 2 LT
LB LTHEINAS.

2) BIEFLH

B RN I Bk Sk DNA % Fiv»C UROD
BIETFOEERZLZITVENT 5. BSETRIR
UROD Bz FICE RN FE E Nz fPCT D
idiewv, sPCTOHIZERET 5 (PCT LR
FTRUEZEOMBR TERRREL/ITH TH 5.
IV TIE 100 2 BZ 2 EEPRE SN TV LS
EROMEE L GREROEEE L OMBIZA L
ncwniwn,

3) &Rz
fPCTORZNT, FL UROD HIEFOER
EELTWTY, LT LIBETZ2HIITIESR
W, DFDEEEPMEEN) ZERFmES N
TWwh ZOZ kil sPCTEZZHNATWS
BEORIZIPCT I EITN T LU EEEND S
ZEERBELTWS, WHIZERENR TIXR
LZ%BwA, BETFEHZITLEENTE 5.
MOBEERN T 4 1) VIETRSHERLV T 4
D UEEBERETTORLT 4 VE D EEB
BHEEEE L RBRLVT 4 Y EBEERT
720, EHPLBEIILRAZILYBHB. FDD
WIERFDOUP, CPBITALAZEZETHLE
BHHD, ThHIERRERESIRET
BETHY, BRBEERICRoTWwWa. PCT TIZR
FELT 4 ) MRIZEICUPEBETHY, ALA
(EE; i R Y (RN

7. REEFE i

1) #& &

sPCTIZ¥U A, o4 VAEFE, Thra—
VERRHEH 2 EPCTOREL W LFREETF
PEEICHERTE B4, TE20E0Z
hoZiBREERETLLENSHS. PCTT
WWEMEESERTH Y, BRREOBRET
EICER L S5, 1E500mL DB % 28
2 1~2 EATV, ANEZ UV VEM 10g/dLBE
7% % £ THHWIIMEHDOEL 50~60mg/
dLICET 95 FTITH% FU74) VEFE
FEICEET 2 ICIELEEZRTL LS
5-12 W ARLEBELTARD, FRIETIEIENR
PMELZTNE RS2 SixS ) 7HIz
X BB E N, BORTIEE—EBENIZAVS
NTWa, &FL—1, YXFV2, L%
—7 =0 v (CEFAEHB) OFR I HwE S
nTwa, 7Thra—VERERHIRT S, $7-
PCTIXSBRIREICH Y, BEMEfEoTWwaE
AEHEERETH L, ERTE/(SELWE
UHH B LIERILETH .

2)F #

EBIZHLFEELR EORBICL S, EHH
RIBBORER 2 & CIIFRERENE=% Y
VIHBBELEENE. PCTIZBWTERERD
KED) bRBTFERRREONRELE LY HI B D
DVZx LT B2 ERIE T2 < UROD BIEZF
WKEREPRESNXE D OEBERDR), &
BEORERERLIZAP LWL ) 23RS
HTwuiw L, HEBFREYRE2TD
HEHDICHEML L PCT S HmEShTHY,
BIRERRS25&E A b ar 5k L
DYAZ ZREPEDETL-DICH, ER
DEELEELIEFFLIVEEZ S, '

B B

1) Elder G, et al: Identification of two types of porphyria cutanea tarda by measurement of erythro-
cyte uroporphyrinogen decarboxylase. Clin Sci 58: 477-484, 1980.
2) Kondo M, et al: Porphyrias in Japan: Compilation of all cases reported through 2002. IntJ

Hematol 79: 448-456, 2004.

3) Bickers DR, Frank J: The porphyrias. In: Fitzpatrick's Dermatology in General Medicine, 6th
ed(ed by Freedberg IM, et al), p1435-1466, McGraw—Hill, New York, 2003.
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429, 2012.
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Metab Dispos 26: 1019-1025, 1998.
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hEF Al NAESRERERIVT 4) VE. MB Derma 191: 25-30, 2012.
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(VI Rv7 4 Uo—ALRERE

FFREFEERMRIVT « U U fE (HEP)

Hepatoerythropoietic porphyria

Key words : FFRFFERERNLV 7 14 U UV, YaRV 740 ) =4 Y BREREEER,

G NN EE e S e

1. 8% - EH [#]

T H A

3. WA B LVHE B

FHRFERME R IV 7 4 1) ¥ %E (hepatoerythro-
poietic porphyria: HEP) X, “"A&HRD5H
HOBZETHLYQRLVT 1) ) =57V HRE
B3 (uroporphyrinogen decarboxylase: UROD)
OIF, FRILEk, ZOMOBEBICET BERET
2k, HREBEREEEERBOY TRV
T4V REHEEE TRV T 4 ) VETH
% (OMIM176100)". AJEIX UROD # a— F 5
% UROD BIZF DR EHAULRED 50T
AT UEAEUERIZ X 2 EREHAESEEE
BB THS. UROD BIZFO—FDOTI VD
BRI L AEEBEEEORE TR SR
BRIV 7 4 Y ¥ (familial porphyria cutanea
tarda: fPCT, OMIM176100) T& 5.

2. &

1969 4ELIsk, T T TLOHD T OREHII
PEINTWEY. ARSIV EeFa22IVT705
DHENEL, BEROFRRICHEBLTALONS
UROD BIZTFOEERNFFAREENT WA, ST
1Y VIEDMOFRHTIEBOTENTDH B2,
BEADOEFIFRE SN TWEY, EBHFETIE
1972 I THE SN TRR, 2002 F T
5B HMESNTVWEDATH Y®, EiEH
BT 4 Y VEOHRTIEZT I/ LT YEEEAK
FEEEERBEYERNV 7 4 1) VEIZDWTEREHD
Bz, BOTENLRRETH 5.

HEPIZBWTIZUROD #2— N9 5 UROD
BETFOSEESE HHVITEE~NTOES
BERIZL S5 UROD 0F LWEHET DD
12, v aRV7 4 ¥ (uroporphyrin: UP) % £
R LIzKEDORVT 4 1) VKPR, I, B
IOEICROONE. RuT7 1) YEEERL
TEEAHBICBEING LRIV T 1 U RS
FhRE S, EUBRZRELCHBEEENLELD
HEEZo6N5. PCTEER Y HEP TidfRki
RICKED7a bRVT 141 ¥ (protoporphy-
rin: PP)DSER SN TV A, KEHHHHE
FL—bMLAHEHTT FELVT 1) ¥ (ZnPP)
Thb HbhaAlZInPP2&0D, &P~ Hr

CREEREFL - LAPPRELEREL H\WE.

RIMIRFPICPP O ERENDZ L H» 5, HEPT
R & HIEMERRIZEB VTS UROD IEHE
BTICRBERT2REL 74 ) VREBEEEL
TW5Z EHFEHETE S HEP TiZRMEKkP
UROD HEHANEED30% 2 TH-TEY, H
BRI L CHIE L7 fPCT Tl B L Z 50 %
THHDITHRTEIELS ZoTWAS, LA
> T, HEPXARINVT 4V VRO ERED fPCT
EHARTEIVBRETHY, —BITEROHBEE
WMLELS X VEETHS. HEPIZPCT L &%
DHEMCLITBEL L OMERTFILEFAON
WD, THOPEHT B LEFT 5 URODE
BEBEIET IR WEENIEZONS. £
B, ARIFRBREZBICERVPES PR o7
HEPEFISHE SN TWEY. 72, HEAFR

Hajime Nakano: Department of Dermatology, Hirosaki University Graduate School of Medicine SARIARZE KR
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IR MOy OBSREESNIEALRES
NTW A UROD BIZFICIZ I TPCT
CHEPAEDLETIBEOEERFREINT
V575 HEP T EN/A-dDIZ 14 BTH 5.
FNHDH) BLIPCT & HEP L O A THRE &
NTwWs 3 Dit, p.Phed4bleu, p.Pro62Leu,
p.Ala80Gly, p.Vall34GlIn, p.Glul67Lys B LT
p.Gly281Glu M 6 I TH Y. ThHDOHF T
p.Gly281Glu DHME IR LS . BEOLHE
BEEERECEIEELATUEAHIZELTS
BEET, BEEEFYUTICRS LAL,
UROD BIZFERDEGEEFINTUREKTH -
THHLPRPCT & LTHIEL ) 5 AR
TH 5. p.Gly281Glu D& THEEAEITARIMER
UROD EMAEERBDO5% % FTE-THD,
UROD {430 % 2B 2 R § i HEP & Huiig
LT DERPHENEFHFESN TS, HEP
BECERICEESNST IV BERSS T
FEICED LD LR RITThD, B ER
X o THEERTWw5A® UROD IZ&RES
A v—¢ LTERGEELRELTwED, 73
J BB p.Glyl70Asp DA, ¥4 v —JEHIC
BEBEE52 52 E12L o TUROD OEH %K
TEED I EPHERMEINTRBY.

4. B K fE K 3

HEP 2 PCT & e RKERFHERL 7 4 >~
JE (congenital erythropoietic porphyria: CEP) &
FPEDEEHE-L L) REEERYET Y. #

VIBKBBUERD A S, KL KIE UTHA,

B, KELRENELSL ChoABOKRERE
WINBELIEICBR T 500 HmE ST
%Y %7, BGEEEORSEE, £ESLERIL
#%2T5. CEPRPCTICALNSG LI Lk
FEMOEFHLZRITHEdH LY. KER
UbADER - BiEEEL THEDOREN S
Il 5 L FROBERPER - BA0fiEeE
BEOREL D 5. EBEUNDERE LTIE 50%
UEOEFCEMAED bNIzE )2 7272
L, @zomzEE TAEELEMIZI
L,
JEIE AL S EFID P BEFEET HDT, £0LH

L2L, BIEELTHL25E50H0,

ZHEBITIA CEP L DRl 2 B9 5. HREET
ZROLERD DB, HEERZRTIEFROMEL,
TRETE M, ERRCHEMAEREEL LI LD
B LD, TS O RGBS B R EE
BRIES H7=DIELLBDT, CEPRSHHE
EIE DLW RV T 1 ) VE (variegate por-
phyria: VP) TH £ L 2WMETH 5. RITRT
BREIRERD D, WREROEIRITIFIC S S
BZEDOVPTIZ LS ALNBFHRTSH A%, HEP
TOLRERERPEEIFESINLTWE, &
ETSWAERSNS L) 10> TUMIE, 8
FEFOBMEI R SN LY. BEFCIIEESE
OSRREDTH Y, HHREBRLTBEL VY
£bH5.

5. 2 EERIZ

1) BREREZHT

SERBE A AR L T HERAERE RV T 41)
VRO S — U CBT A, BRRERBAE
BHORVT 4 Y VEEF—N—=F v TT 5
DT, BT 4 VEBREFRRPEETH 5.
HEP %3 O ik TR ik PPIREA R EZ
AL, SHEPCTERELSBRDLETH .
EBLBZOPPORFFTIEZIoPPTH B, F
7z, MERUPHELRELTWA. RPFICIEKRE
OUPHROLNDL. a7uaXRL7 41 ¥ (cop-
roporphyrin: CP) 3o 5 545, PCT & FiE,
UPEMTH B, BEN7 14 YEOHEEM
B T o TV AR TR 7T-A VEE L IVFR L
T4 UERRETE, BWICEATHS. RIC
RERSMEZENT LV 7 0EEE R
FTHIETENT 4) MEE EWRICHERTE
5, EEHRIZECPBIUAVaTuRLT 4
U YOERBHRLND. FREEAKFENICIEPCT
& RIARIZERE T O /KT B = B B B o
PAS M E DILED A LIS,

2) BIETFLH

UROD EIRF DBIZFZWIIBWHEED 2D
WHEBICEHTH 508, BFETRERNFE
SN7-HEPEMIZINE THEN 2. R
MEBERIIEZEOFBHEX CHRITIETH 5.
REDEREDOEE L BRERDERER & DR
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£1 FFFRFRERILT ¢ U EOERNZ
S | L S RV 4 VR ’
SIEFE | EMGRE | AWl | FFEE | REET i . oy

. B TR o R | ik | mE | ®E
HEP | %BH# | +~++ —-~+  —~+ | —~+ |UP, CP, 7P ZnPP UP |CP, isoCP
CEP | #LE# | +~+++|+~++ - ++ Up, CP | UP, CP, PP|UP, CP CpP
fPCT | A48 | +~++ — +~++ — UP, CP, 7P - UP |CP, isoCP
EPP | FLEHI | +~++ - —~++ - - PP PP PP, CP

HEP: FFRFHERNV 7 4 ) ViE, CEP: BREFRFIRERLV 7 1) VE, PCT: RIFEBEREFRLVT 14
VE, EPP: REHMETOIERNT 4 Y Y, UP: R 74y, CP: as/uaRnur4>, TP:7-AVHRF
YIWRNT 4y, PP SO MENT 4 Y Y, ZnPP: B TOU PRV T 4 ) Y, isoCP: A VI TFaRLT 4 ¥

IZowTid, p.Gly281Glu D FEHEAEITMD
IRV AEROFRERESHRIERTE ) EE
THh5HH, —F%, p.Phedbleu DFEEAEFIT
BEOERMRD Y, RERNVT 1) VROPRHE
N —VWRE-HNVEF I NVRLVT 1) BN
TIHRBAE TH o/ &) FREDDH D, g
ERAY R CREFEIREINTHERRT
FRFUBOBAEMBHOTRETH D, EiEH
LHEEN TNV B,

3) &EBIBE(E L

FaE R D 513 CEP, PCTHICPCTH B W
I EPP & OEHHLEIZ R 5. CEPXRInEk
o UP, CPIEXSE L, HEP TiZZh bRV
T4 AKIIEEETH B ENRL S, PCTT
ZARIMEKF PP I EERETH S, EPP TIidIR
RV T 4 ) VRIZRETH S,

6. BECTFR

1) & =
HEPIZH 3 2 BRI HEEEIE v, BRES

BT D X ) ICEEREL T A, (EHERIZFR
ERENES SWEIERICDoTBY, Zh
BEFFA%2BEBTHDT, ERIZBVWTHE
R 2T o 2 F A L. B OB EE L
BEEEREEL) 2RETHY, SR-FHEF
CERIPREFBH SN EAE, 71405
— 2 HVBERETH A (FRFHRETT bRV T
1Y) VEDTRSE). PCTTHENBDOLNS
B~ T ) THIZ—RICIZEDTH S, 72
2L, suuXx vREIERTH o EFRE
M CHRKRERS L CEbEF - P EL- L
V) EBI DG H B,

2)F %

EaFPHI/BEVEW) @I L. HEPOR
RTIXUROD BIZFERERD~THEEKI
PCT & LTRET 5 WHEMSH B DT, RN
DEFEFED D DIZOWTHEETFHEREL, &
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Oy REDOPCTTHEREEZONTWBHA
FERIDLZENFUETH 5.
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Congenital erythropoietic porphyria

Key words : B REFRFHRERNV 7 4 U VIE, YaRfNVT74) ) =7 AR

Bk, EiReAlstass

SERMARFERME RV T 4 Y VIE(congenital
erythropoietic porphyria: CEP) iZ~ A &%
DABHDBEZTHAIURLVT LY ) =TV
111 & BB 3 (uroporphyrinogen III synthase:
UROS, EC 4.2.1.75) OFEMWETICXL b, MM,
R, BLXOEEFIZKEORLV T4 V%
ERDHLVIIHHL, OB EBEREEREE &
EMBFREEXET IRV T4 Y VETH D
(OMIM263700)". AJEIZUROSZ 22— F§ 5
UROS BIZF DR EHAUERD BV IIHAEN
T UBREHERC L BRGNS ERIEER
BTHA CEPIILHEBBERFEEL EHIC
2 LR M /MRIRAME & Vv o 7o 2R O
BERE) SN TH 5. AIER Giinther
{2 & o T haematoporphyria congenita & #74 &
h, WO TERERBREEL LTE&EINL
7-%, Giinther's disease & b i 5.

2 B % o

SHETH200FI R TILHMESNTS
D, T7VHRTAVAIANEZELRAZAE
DREBIDEEHE STV AEY. FAHETIZ 1920~
2002 4 £ TOMIC 9 PIDIFRED D 52, HEIL
HobNv, 1FEAEDEFINILYIBE T T
BET A, —ERABICBH Sh6bH 5.

3. WA LVRE [

FTEOANLERRATIEUROSIZLEoTR Y
O % ¥ A F V¥ 7 ¥ (hydroxymethylbilane:

HMB) 226 a R V7 14 7 —4 » T & (uro-
porphyrinogen III: UROGEN III) 254 5 X 11,

BIZRO»ORFER LB TREMITALDR
EREsNh b UROSHEIZTOERLZEIZI -
T UROS &R W 2 IEEE T 254 U5 & HMB
PEBTLY, ThEEFRATHERENIC
UROGENTI12Z1t9%. UROGEN Iz 1R
V74— Y BikBEREESE (uroporphyrino-
gen decarboxylase: UROD)IZ X o T2 71
BT 4Y ) —4 1% (coproporphyrinogen
I: COPROGEN Dizf@#f &1 5. UROGEN ],

COPROGENI & b IcHEEBRILShEhEFhy
ORVT74 Y IUPD, a7aRLr749 7]
(CPDIZZ&ML$ 5 (R 1). COPROGEN [IZ®EIC
NLEBROBETR#HSINLZ L3R, L
7230 C, T1REBENPOANLEZETLLZ LR
v, CEPIZBWTIHIBEEREORLT 41
J =0 Y RS ERRMAR ICERICER L,

HEEBLICL>TUPIBLUCPIIZEILT S
B, INERVT ) VEPKEICERT A
O, ARIMEKIEHETFHL UENEEm L5 &3,
CNICHIERE ZREOBENEL, #ITT5
ERMIRBAEE BT 525, Z OBE HIMER
RHBEENE X727, BMASEERER TIEH
MNEMDASONS, B XY EMBEATLET
BH, THUEIENVT 4 ) EOREEIRERIC
B, BmEF) Lo TEMBPIHIL,

SN o TRVT 4 ) VREERBRZIZ 5
ZENTE L. CEPIZBIF 5 euEa i gk
EORERFICOVWTE, MEFORNVT 41
YHEDPEBICEREL, RERBMROBHICK
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§:7u$w740/ — 7 UE{LEEE
| AR
§7Pm FELT 4 ) — b‘/IX

DO R T ) )= B
SN, AU,
;7ub+w74vzg

E1 FERUEFFEERILT AU ECESTAALSHES

STHEVT 4 Y EPHESNTHEEREL SR
EL, BHOEBICEORBMAKREEEL,

HIBERICES L) BEFEZEZONTND

CEPCIIEEORNBEZE ) REIIBTDH
UROSTEHEDETHNELTWBE EEZ LNDL DS
EIFNOCEPBIUCEPEFALIY ZOWT L
BV TDH, HRENTER SRR OKE

ZIREMARFEIICRE T A L RETARETH Y,

EEOBEFEEEILIASNZWY, Lo T
FEIZBWTEERERRICEE T 5FRLVT 4
) AR RE S AERILAF ORIV T 4 ) VR
HETZ25DTHY), KEZOLONFNEHICH
RTDRNVT 4 ) YEREEREL TR
BEEOMEEEL X230 TIE RV L HER
BB F7, KEERET D LEL VWML
LREE &2 L, FOR0FRREN R E
DEEWEELLD, ) LFERHFETER

HE, EBIIBITAMBREEDTHIIERICH
LEHEWTE D, FOMEERRELT v b
CEPTCIEZEZHEL A9, CEPETFTNVIIAT
bEEMEROBENALNSEY. LarL, &
WEEDPE L LML o T, &
BUAHCERICBE SN AR S LTIRKICD
WMEVEL DY, AK, #HE BIUREICE
LBEL 225 REFOUPBLUCPEEDR
BNVT7 4 ) VEORENLEAL TS Z LA
LMIENTHED, REFORVT 1) KR
EPFRETH - EHTIIRERELBETDH
o7k )Y CEP TIRETRE L VoM
BIZHRNVT 4 ) EDURET BHH, BETEE
EVBLL, BEFEERLETHERELEL S
FIER OBEWT 113 ORIE R D
BEAEOREGEEAES L T3S 5.

b+ UROS EIZFid 10q262 IZBFEL, 2
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TAF—-VY VT RREREFFHRERNREILE
I2DODTAE—F—%ETEH, BHTLHE
fEFEWIIXBLTC26BOT I VEBENOR A
UROS % ¥ X7 % a—FLTWwW3Y ZhFET
A5 39 D UROS BEFEEPHRESNT
W5, BOBEDPEVERIL CysT3Arg TH 5.
SZANEETNTOIAL TR LER 20
ERIFAEENR L > THBLAd 0TI %
{, ZHA2DONETHMLTHEL Ay PARY
FNEBRTHLI WD TWEY HEETFE
BoEELBRERDEREE L L, HHEE—
FELZBEEEHL. /v T by AEH
W EEBRT - 2R L 91, UROSTEMD &
bbb L) RBEEIBEBIFTHY, T
PThHo THERPRFTL L) RERTHN
EHREELTHABRETTHRTETD 5.

CEP O ERRAEIR D EREE 13557 5 UROSE
BIKENTHY, FERNTOSEOBEME
BMICEETLIREEREKELZ &727 &
I REEMNS, RADICEE UREERER
FTWELFI2REHNET CEEEDEND 5.

CysT3Arg DR EHARIIBRDEREL A T T
HY, BEKEICES, HEAVITHABREDLIC
BIMASLEILR D Cyst3Arg DEBRZH T
HUROSDYay¥F v o v 2 KBHE
THRESEEELZARD L, BAR L HEEL
T1% RFIZHE>TWABY. —7, Alas6Vali
BEROH 15 %DEEEEFT S, Cys73Arg/
Ala66Val DBEFEZ AT 5 CEPIBREDRE
BEREETLIOATH 7" F/z, IVSI+
4delA FBEFITHZE SN TV EY., LaL, [
UEEFEZ & DEAR CHRKRER DO EREE D
BR3P BBEHREINTYS. 2008%25
KRIZET 5 2 AD Pro248Gln & EHEAKD—
FHiTRCEERE L ERIINL, BERZEIE
Mz&72L722% dI)I—HEIEFOBRLEL
RLZ2bO0BMIEALNE 72 T

F—RRANTMAIP 2 R EEAHRICET L 4HE
o B 1EEICBWTIE, UROSBEEEMNS
FREE L ARICIEFESRD0.33% T £ TK
TFTLTWRIZh b o THEERTSH 72

INnHDZ Lz CEP® UROS BIZTFOERLL

SHTRBYRBR 2 B85 2 RF I ICHERET
B ERRBLTVS.

CEP 281 5 UROS O F 4B 2 IEHET X
% { O UROS BIZFOERITER T 5 75,
UROS BIZTORBAL AT 2BERTTH S
GATAl # 2— F§ 5 GATAI BZTFOERIZ X
h CEP DR RFM &R L 7Bl A S h
TWaY, F7z, EEHALMIEN X EHEE
H7a bRV T 4 Y VEEX-linked dominant
protoporphyria: XLDPP) DB HEZFTH B 7
3/ V7)) YEEEKEEE 2(aminolevulinic acid
synthase 2: ALAS2) E{ZF DI ALV AERN
CEPOEREEICEEYL52DL VI HEND
%, UROSEIZFIZF UEfzFH, Cys73Arg/
Pro248Gln # 3 2 CEP D 4 fEBlD 9 &, ALAS2
HETFIC Tyr586Phe # b0 LEFIIE7 I /B
B#Z 72 0wiho SEFAPBETH L DOICH
RC, LVERIENZ EPHLPITEINTWY
5. Tyr586Phe 1 ALAS2 DiEM% LR &4 518
B2 & (gain—of —function mutation) Td
D, CEPICBVWTALAGRKZIRE S ¢, BRE
LTRVT7 4 ) VREAZEMEESZ LK
> TEERICEFSE LTS,

4. B K E K %]

CEP DERFREROEREE I Lho L BY, £
& LTHEAFT 5 UROSTERDOREIZ L 225 €
DIEIHPITEMORRE & EMBEDOEED X U
NRBEOREIIAS (BB

1) BREAER

ERES CMBERIOURERE K2 AT,
KEEBRT 5. KERESALRY, WHiE#K
FELVRRE ML E & 729, BXEORFER
FEbALN, BEZIMETERICULAZE
L. 29 LERERYEST &, F& BR
Hird 5\ SRR OBEN 2 LRIBEEL 2.
BEBIHRENEL X - 7ENbH 5. B
MCiERbE LBRNREZRL 2. BXRO
ZELRBNTH L. BEFCIBRLEEZT
TIREEI2ER S D2,

2) MEFEAER

HEMHEE MO AIEDORYIFTR TH 5. Bk
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