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BEATUBEBHICALTATY, BRLEi
UROD {EHEAS50 % BAr L, TNOARTIIFEIE
LiweEEzohb LizdoT, ERHEED
FeDICIZUROD EHZ E#ED 5 WIZHEENIC
BTEEE L) RMMORTFPLETHLEEL
b5, fPCT DAE D sPCT & FERICERATT,
TVa—VEEK, TAbParURE, vANVA
B (CRFFLR Y A4 VX, HIV), BEZ LHH
Hicdbdh, ZhoRTPFEEBZEORE
AL C UP &R DR S UROD MO ¥l %
BIERILTWRLEDEZNIEHINRTWS
(E1). L2*L, PCTIZ3\ T UROD fEH % 16
TERLZEVHELPICHEHSN-FRERTFIZ
3w POTEREREL LTHYWSGN, £
#? PCT-like syndrome %#5| & #2 = L7 hexa-
chlorobenzene iZ UROD {EHEDOHEHRTH 5 =
EDFEHEINT WA, ¥ —VIZALATE F
Oy —ERT7 0Ty —E¥inolzniss
BROBZEZHETLIZEMOATWS, %
7, BEAOT IV I— VEREEREBET VI —
WARFEE B W CHRILEK UROD M AMET L
TWBZEDPREINT WS, —F, TArusy
SRTANVABERPCTDORIEA I =X LI
EDEIITHEE LT ERIEDbIo TR,

Bygum 5O EIC I E, T o—VERR
TAMaTVRAICEL T, sPCTICHEL
TIPCT CTiE S R WEmIR &Y. JF
BT L HAFIZPCT DIFIZTRTORERNIC
BWTHBLTALNAHRATH S, SiITEE
BEENLTCUPLREDRNLT 4 ) VREEE
RET 5135 HMEBEBRO-7I V7Y VB
(8-aminolevulinic acid: ALA) L\ % PR X
FHEIERMONTWAEY, BRFICHET S
EIZETF & LTid, sPCT & AARICPCTIZH
WTHEREEANEZ O -V 2ADOERBETF
TH b HFERBEFDOT I/ BREM p.Cys282Tyr
RELHAERPREICHEELSZTVD LD
255, ABROFEESETIISPCTE X
CPCTWTFHIZBWT D REERSEYICH
NoE&ws. LaL, PCT 1941, Cys282Tyr
DFREBEEFISHICT ER o7z sPCTIC
BOWTRECEHSLTWAEENE D) —D
? HEF &fzFZ% 2, p.His63Asp 20V TI3,

Brady 5 O#E TIZ fPCT REICB T A& ENZ

BREMTHB. —F, IADPCTDH b, Wz
ROFTHEEEF2H, ~F uEEER2 AT

Holtl LT, BECEEST TV IHEDD
B0 WwFhiZLTh, sPCTRE, fPCTD%E
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BlDHBETICBNTIEHEFBEFEE L
BOREERZLEL L TWLZ ERRLTW
4. FiBRo CYPIA2 122oWT 3, PCTETIVL®

Y 2B TRBENDES L L TW BT,

LMIBOWTHABEORREZENEELS
HTdhbH—163A/ADPCT DFEREICHE L Tw
BEHEIDITOVTEEEN REHNEZ W,
CYPIA2 3% B T AIZBWTITUPE
BAARERICEB S e 2 E 2L, ABREH
B LEAIPCTE2HFRT A2 WHRMELHD &
WHATE R, ZOL) iFEOEHRTMON
Twi\w, T4, AP TUROGEN 258k
RAFPEV AL X T4 U % uroporphomethene
PWUROD OBEEWMHEERTHAH L LTHER
N2, BEEZEZL2HEDHY, ARED
UROD FHEME DFFIEILRIER L VR 5.

4. & iz 0

PCTIC B 2EBREDHBERF MO E
BARNVT A VELEBLTWS, FFEEOR
V74 ERIEBRINIC X - THBICELEL,
TR EOHBRICBEET L LRV T LY ¥
EphE S, EEEEE A U RS
BETLEDEZP—HEHYTHS. UROD OF
PR TIE sPCT TIEFIRICRE SN B D10 L
T, fPCT IR, FRiMEk, B2RERMESF
Mg IC BT HOIEEETAFEHE STV B,
LaL, REICHITHURODERIZER &% 2
5N 5 sPCTIZBWVT dHEMBBEAE LTS
ZEHs, FHEEDO UPEHEBHEREESE
DERTHHEHBTESL. FHIZBVWTD
UROD i T A4 L Tw A fPCT Tl & 1 &
FERDPECONE ) PITOCTIEL PR
o T\, sPCT 36 & fPCT 13 Bl % HhBik
FLAMEIC LU, ERERO A I 7123
R CENALN o728 FHzhLE
L7z AR M NI TESICO S AR TR
B ERBBEOMRBEEEDL LHT LI, K
FREBENXHRICBRE L TCALGNLZ L2 D, &
BPREBEL TCWDLLEALRETHA).

WEEIIOWTIE, FRERETT FRLVT 4
UVEDIHIENT 4 Y VEDIFICERT S

CERXE o TRWIITREZRRTHDOLE
%0, PCT OGEISHAT LN REE L&
ZdH Y, FNIES TUROD EHEOET A%
B LIZEoTERNT 41 VEDERDIHERIC
%0, BR EEOLREBBRITIZRI SN
EV)REFEZ LN TERY,

5. g K fE K

EEEE, FICFTIOKEIEL S KE
WS AERD, iIEZEUCHEET S, L
USRS ENIEZ RS 5. FREAEE
T8 DREFEE % R0, %M&ﬂﬁfﬁ%k@%k
BEUSD. EELNED B% L, BRI E
fﬁ%&&&@&%#@%?é.&%@%%%
WKWELDDOD, FRERETTIRLT LY ¥
ED L) ICHEBRERICEAROIREELSL T
CRENTHAS. LT, BEIEEIE
BOBRRICE>TWAEIREHELRZWZ L2
5. BEHzERLTIENRTILELRDS
sPCTTRHHMLVWEREE L2 LB LEMATI
B ERE RS A S NE Y, PCTIZBW
THRABOFRERT I LD B, HELUSO
FERIZDOWTIZEEICH 5 IFEE LR EOEHHE
WIS U2 A RS, PCT I THIREE 2 5E Y
BERIFBVE SNLY,

. B EERBE *

1) BRERES
FEARBEUNC R T 5 R IEROFTE & ReR
W74 ) YEPHEDEE, KV 4 VED
PCRHEENICPCT N SEb NS, RETIER
RUPA BB Z75, RMERFRLVT 49 ¥
KIZEFETH L. 72720, MEFITIIUPH
KBIZHOLNLY. FEhasaRrr4)r
(coproporphyrin: CP) & k55475 UP% L
HAZEWERW. T-AVKRFINVERVT 4T
UHRPTHRE S, BICERTH A5, B
FERE~ORRKEILETH L. EFEHIC
CPRAvaTuRR7y 4 vikkiaEh, %
FIIHFEEENE V. PCTIZB VT OISR
H, B4 VARFROGHE AL LEN
HbH HEWERELClESR 729F
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MEMEERT. KEIREE CIREERENIC
KETOREEELEALNS, T/, BEREZRBE
12 & B A M4 B BRIC PAS (5 MW E 0 ik A%
BOONLY, FEFRETT IRV T4 VIE
BErEEOILEBEIIRERZVWE W), ZOPASK
HWEOMERBE COEEL, BETIILED
EEBIELETEEOWENSELZ 2 LT
LB LTHESNS.

2) BIEF2H

BRI E Bk Sk DNA % fi\vwC UROD
BIEZFOEERBEZTVENT 2. BFETI
UROD Bz T ICERIFE & 17z fPCT D
X7, sPCTOHICHETET 5 (PCT 2B & 202
TRYEEFHEOR TEREREZWITPTH 5.
BT 100 2 B2 D EEPHRE SN TV SIS
BEROEE L BHREROEREE & OMBEIZAS
nTwiwvy,

3) &R

fPCT DHRZNT, FL UROD BIZFNER
ZELTWTY, LTLIFETA2HIITlEER
v, DFNBRERSMEAE W) T ERFESN
TWh, ZDZkiE sPCTEEZLNTWVA
BEOBRIZIPCTREEFN TV HEREND S
T EERBELTYS WEIZERK R TIEXE]
LAV, BETEHZITLIEENTE 5.
HOBEERNVT 4 VETREHMERNVT7 1
U VELBEEITORLVT 4 U VEDERRE
BEREEE L RPRVT 4 U VEEEEZRT
720, EPULBIIRAZEEDD. FDD
WWIRFDOUP, CPBIUAIAREET HLE
WA, b IEBERRERERICRET
BETHY, BBREISICEoTWS, PCT TR
PRV 4 VEREEICUPEETH Y, ALA
I E .

7. BEETH o

1) & &

SPCTIZ# 1 5. 74 VAMEFEL 7Tia—
NVERSPEH L EPCTOEELW LEREF
PEEWICHERTE 2G4, TEAREDZ
NOZBRIEIRETLLENHS. PCTT
BEIMFEEPERTH Y, SHBRIREBOEET
HERICARE EhA. 1HE 500mL OEIF 28
2 1~2 4TV, AEZ TV VEN 10g/dLRRE
%5 % THhHWIZIIEKDED 50~60mg/
dLICET 5 TITHY% BT 4 VEHIE
FEICEET A ICEBLEEZRTLTPIS
5-12A BEDELTELD, FRETIZEL
BRBELZTNER S V. JivT Y THIZ 0
TX OUERE SN, BRTR—BRICHAWS
NTw5, &FL—1Fl, Y25V, 40F
— 7 x0 Y (CRFREG) OFNERHRE X
nNTna, 7ra— VERUIHIEST S, 7,
PCT X ZBRIREBICH Y, BilZFEo T 5
AIHH RS THE, EREBEASELWEE
WD LICERNPNETH 5.

2)F #%

EBICHIFEEREORBICL B, EHH
RIBEDIER 2 &I HlESEDE=% Y
VIBPEEEINS. PCTIZBWTEERD
RED) bRETFERREONZ RN ) BHD
D LT (Bl 2 X RIZFZ W< UROD BI5F
REBRPREENRX % d08EROE), &
BOEBZHERLFFL 0L E ) PiREmS
HTwiw, LaL, ORBEFBEYSLHE2FO
HEHICHEEL L PCTRHEINTHY,
BICREEND B3R vuyr s ide
DYVAZ ZMEEPE VTS DICH, ERE
DEERERLIZAPLIVEEZ 5.
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Hepatoerythropoietic porphyria

Key words : JFRIFERERNL 7 4 U VE, YO8V T 1) ) =7 Y RREBREE,

AL R

1. 8IS & #]

3. HEDH LU B |

FFRFEREAR NV 7 4 U ~¥E (hepatoerythro-
poietic porphyria: HEP) i1, ~A&KRZD5%E
BOBZETHLIYTRLT 4 )7 VBLRE
E%3% (uroporphyrinogen decarboxylase: UROD)
DR, IR, ZOMORBEC BT 5 EEET
ZED, HBREREREE L RPO TRV
74 ) VREHBEEZTREVT 4 ) VETH
% (OMIM176100)". AfEiX UROD # 2 — K
%5 UROD BIZFDOFREHAUERD 5 VIIHE
ANTUBEEHERICL 2 EROAESEERD
MWRETHS. UROD BIEFO—FDTI VD
EEIZL 2ERBETEEORE S FKEEREER
B ANV 4 Y »E (familial porphyria cutanea
tarda: fPCT, OMIM176100) T& 5.

2% %

1969 4E LIk, ZHh T TL0HIH E Y DEFIH
FEINTWEY, ARL VEFa2ITHD
DHEDL L, BRORRIKBLTALNS
UROD BZFOEENFEEENTV A, BIV7
1) VEQMOBETREDTINTH 57,
BADEFAIFRE SN TR, RIETIR
1972 FE 2D THE SN TLUE, 20024EF T
5B MEESNTVBEDARATH VY, EiEH
RBVT7 L) VEDOFTET I LT Y VBBIK
BEEREERV 7 4V VEIZOWTHREHD
S, BOTENLKRTH 5.

HEPIZBWTIZUROD # 2— 35 UROD
BIZTFOREESYE, drVIEAE~TUES
HERIZL S UROD OF LWERKTO-0
12, v aEV7 4 1) ¥ (uroporphyrin: UP) 2 %
RE LKEORNVT 4 ) VEPR, IE, B
JUEIZRDONE. BVT74) AR ERL
TEBAHBCBEEINL LRIV T 4 VRN
g s, EHBRERELCEERESAELD
hrEZ2 N5, fPCT & 8% ) HEP CidiRil
RICKEBO T M EVT 41 ¥ (protoporphy-
rin: PP)PERINTWAEY, KESHHEZE
FL—bLAEHTSTFELVT 1) ¥ (ZnPP)
Thb HbLRATInPPEED, S~ v
LEEEE XL — M ULAZPPIRERERL RS,
IRMERFPIZ PP S ERENAZ & 45, HEP T
EFE & HICEMBRIZBWTS UROD HH:
ETICRRTAZRVI ) VREBEZED
TWB 2 EHFEETEX S, HEP TldRIMEkHF
URODEEDPEED30% 2 THRI-THH, [
BRICUTHlE LGS fPCT TR B L £ 50%
THADIZHRTEIZELL ZoTWwWa, Lz
2T, HEPWEARNVT 4 ) Y KOAEFKEH PCT
LHRTIYVERTHY, —BRIEROBBE
LK XV EETH S, HEPIIPCT L &%
DHENCHEER LOBERFRBEEALON
TV, TNOMPEHT S LFERFT S URODE
HEBIETSE2WHEESZEZONE. £
B, ARIBFIRE 2 RICERTH S 2k o 72
HEPREBSIRE SN TWAEY. 7, HEWHD
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IR Mayy OBEEPHEE S NI RG] D S
nTwa>, UROD BIZFICZ I TPCT
CHEPE LY TIBHEOEENFAE LN T
w575 HEP THH SNz DX UETDH 5.
ZN6DH HLPCT L HEP L O 5 THRIE &
NTw5bH DL, p.Phedbleu, p.Pro62leu,
p.Ala80Gly, p.Vall34Gln, p.Glul67Lys B X UF
p.Gly281Glu ® 6 HEHE CTH 57, TN L DOHFTIX
p.Gly281Glu DI EH R DL . BHEOHHE
BIZMEREETIEEZATOESHICAELTY
REET, BEFEEX YU TICRL. LL,
UROD Bz TEEDOEEEI~NT UESETH-
THHL%PCTE LTHREL D 5 AR
Th A, p.Gly281Glu D& EHEAKITHRIMEK
UROD {2 EHX B O 5% % TH-TH Y,
UROD {&ME4%30 % 2 % /R 3 fthod HEP & HEK
LT DERPENEHRESINTWSY. HEP
BETERICEZ SN T I ) BERISTFHE
BCED L) BEERITThD, EREER
FZE o TR ENTWAEY, UROD IZKRES
A<v—L LTEBEEEERBELTVAD, 73
J BRER p.Glyl70Asp DE, ¥4 < —IEHIC
WERE2 52 LI12X 5 TUROD DIEHE#E
TEE2ZEMHEHNINTNSY

4. B8R E K I

HEP X PCT & B RMWRFHER LT 4 ) ¥
#iE (congenital erythropoietic porphyria: CEP) &
PEDbEEoLL)LEEEREET A% M
WIERGBBIERS A S, KL, AJE, U5 A,
SRIE, WL EPELDL INSEBOKRIEE
RSBANBEDIBEICERT 20 HE S Tn
B2 Fie, BCEHEEONE, SECEENR
EH%ETAH CEPRPCTICALNSG LS il
FEBOEEBELZRTIHEdHEY. KER
UbADEE - EEZEL TREDORRESE
Bl 5 L FROBMRPER - EAoWiEeE
EHELS 5. REUASOERE LT, 50%
D EOEFTEMIFZD ON/IzE )2 272
L, Wi#oMsLEET5EEREMmIZI <
B, L, BIEENTH25653H0
PRRE R LS R DBIFET HDT, £ LD

HIEBITIZ CEP L OER 2 ET 5. KREWT
ZRODED D L. HERRTIEIFEROREAL,
BEHEEM SRMHAMERTELEI LR
HDHH, INLORIIEBEEEEREE
KRBT H72DICELEHDT, CEPRHHE
BEREEOSHERIV T 4 1) VfE (variegate por-
phyria: VP) Tb & L AHETH 5. RFTRET
BHREREED S, #RROERITIFICHES
BHEOVPTIZEILL ALNAIATH 57, HEP
THREBERLEZIRESI N T A2, &
GEFEWPERINDL L5 12k TG, B8
FEBIDREAFLR N5, BREF T RIES
BURPEDTHY, MREBRTEHELZVWE
b 5.

5. BELERID z

1) EBRE2

SEARBEE FARE TAMBERERVT 1)
RO NS —  THETT 5. BREER B &
BMBORLVT 4 ) VEEF—N—F v 7T 5
DT, KV74Y YMEREFTRIEETH 5.
HEP BF O MK TIEARIMERF PPIRENBEZ
RL, TNFIPCTERELSERLDETH A.
EBRLZZHRZOPPORKFTIETInPPTH S, F
7o, MEEFRUPHERLTWAS, RPIITKE
DODUPHEDONE, a7aFENVT 1Y ¥ (cop-
roporphyrin: CP) 3 328 51548, PCT & [#%,
UPEBMTHB. V74 KOBE%EM
B T o TV AR TIX7T- A VKX Y VRV
T4 YEBNTE, BEICERATHS. RIC
EREENEZRET ALYV 7 a0EE2 S
FTHIETENT 1) k% EEICHERTE
5 BEPICECPBLITAvaTORLVT 4
D UOERBRARSNS, REEBFIZIEPCT
& FBRICERE T O KA K R B i & B o
PAS GIEME DLEVA LIS,

2) BEETZH

UROD BT OBETZMIIBMHEED 2D
WKHECHERATH LY, RPETEIEEIHE
SN7-HEPESIZINE THE W, EE
BRBRIEZEOIBE X CHITIRETH 5.
BEOEBROEE L BREROEEE & OB%
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£1 FHEFRMEFIVT 1 U EOERIZE

HEP | %08 | +~++ | —~+ | —~+
CEP | ZUEM |+~+++ |[+~++| - ++
PCT | #48 | +~++ | — |+~++
EPP | 2LBM | +~++ | — |—~++

—~t

UP, CP, 7P ZnPP UP |CP, isoCP
Up, CP |UP, CP, PP|UP, CP CP
Up, CP, 7P - UP |CP, isoCP

- PP PP PP, CP

HEP: FFRIFHMERNL 7 4 ) ViiE, CEP: SERWRFEERNV T 4 U ViE, PCT: RIEMHMBHEERNV T4 Y
ViE, EPP: REFHMETT MENVT 4 ) VE, UP: JuBN74Y Yy, CPra7uRr74Y >y, 7P 7-A VKRS
IWENT AN Y, PP U MRV T4 Y, ZaPP: HiISR T U VRNV T A Y Y, isoCP: 4 VI TURNVT 41) V.

22w TiE, p.Gly281Glu @ & EEAEKIIMD
IZABVALEBRORTEAMIZETE ) EE
THAH, —7, p.Phedbleu DFEHEEMFIF
BREDEANED Y, RPRNVT 1) VEOHEE
Ny — V5= NVEREFYNVERILT 4 ) VB
TIHBETH o728 VI MEIDH B, ik
EVALY B CTREFHIREEINTVWERERT
BRFLUBOHRAERZH DTS Y, EiEf
DIE SN TV B,

3) &R (ELD

FERRIEIRS 513 CEP, PCT4:IC{PCT & 5\
12 EPP & ORI MEICHR 5. CEPIERIMER
o UP, CPEAME <, HEP T 5D RV
T4 VREEETHEENREL A [PCTT
ERIMERF PP IIBERETHS. EPP TIZR
RV 4 ) RIERRETH 5.

6. ARETHE B

1) & =
HEP I24§ 2 RIBREBIR I 2w, BREE

RS L ICEEREL TS, FHERITFR
BRENEP S WHERICDoTBY, Zh
BETSAZEBTHDOT, ERIZBWTHE
M ETo 2D v, B0 EE 2 L8
BHREEREEL ) 2HETHY, SRFHTRE
WERTPRERBH SNG4, 7415
—EHWBRETH S (FRFHKETT PRV
1 U VIEDREEBIE). PCT TRIENFEDONS
BIRH~ S ) 7THIZ—RICIZESTHE. -2
7ZL, 70uXx REFNERTH o ERRE
M CRRRERS & CEbET -y B E L L
WO SEBIDIRE D D 57,

2) ¥ %
EGTFRIPBVE V) HEIT L. HEPOR
RTIZURODEBEZFERO~T O EEAKE
PCT & L CHRIET AW REHED D 5 DT, KRA
DIFEHEDD DIZOVCEEFREPREL, £
BEBTHLEbhoBEAE HEWPZA b
Uy EOPCTTHEREEZEZ LN TWARA
FEBTLIEDDLETH 5.
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Congenital erythropoietic porphyria

Key words : ERERIFERERN 7 40 VE, vaRV 740 ) =4 Y IIERK

BE BREESEREE

1. BIE - F& [

FRERFEHERLV 7 4V VIE (congenital
erythropoietic porphyria: CEP) ld N & &%
DAFBOBEZRTHLIURNT 4 ) =7
111 & B B# 3 (uroporphyrinogen III synthase:
UROS, EC 4.2.1.75) DiEHETIC L Y, ME,
R, BIUOEBEFICKEORNV T 4) V5%
ERHHVITHEH L, BHRBEEEEEE L
EHEMHRREELZETLIRENTIAY VETH S
(OMIM263700)". AEIZUROS %I —FT5
UROS BEFOFEHEEUERED LV IZHEEN
T OBAEERIC L2 EREAESEREER
BThs. CEPIIGHBREEEREL LB
I E R M/ MRIRANE & v o 72 & AR D
BEZES SIS TH L. AER Ginther
IZ & o T haematoporphyria congenita & #% &
h, MOTERERFEFEL LRSI
728, Giinther's disease & b FFEN 5.

2. & e

SHETH200HHREPLHREEINTS
D, 7T7VIRTAVAIANZELHL T ANE
DEFIDTHRI N T BY, HAETIZ 1920
2002 4 F TORIC 39 PIOEmENDH 57, 2L
AN, 1ZEAEOEFNILYIEL F T
T HA, —HRABICZH SN E6dH 5.

3. HEB LURE

EEDOANLEHRATIZUROSIZE o TR F
BFyAFVET v (hydroxymethylbilane‘:

FE &

HMB)2:6a RV 7 41 J —4 ¥ T E (uro-
porphyrinogen III: UROGEN III) 2545k & 11,

FIZEO2PORBBEL B TCREIITALNR
B END UROSEBETFOERLEITL -
TUROS 05 EHET2S4E L 5% & HMB
BERTHD, THNIZEANTHERENIC
UROGEN Ii2Z4{t9 5. UROGEN It R
VT 4 J =4 v p R (uroporphyrino-
gen decarboxylase: UROD)IZ L » T2 71
BT 4 =% 1% (coproporphyrinogen
I: COPROGEN D izft# &L 5. UROGEN I,

COPROGENI . dICHEBLIhEhEFhY
TRV T 4 IUPD, a7uaRiv7 4971
(CPDIZEALT % (R1). COPROGEN L3Iz
NLAEBRROBRCTRH#SNAZ L3R, L
72 oT, TRHERBEISALEZETLLZ LD
v, CEPIZBWTIRIMEBRKORILVT 41
D =7 Y B REARFERRMA I CEICERL,

BEERILICX > CTUPIB I OCPIIZE LT A
B CNOEBRVT Y P REICERT ST
O, FRMBFKIHETHLLELEELZT] SR T,
CNICEEBEE ZREOMBENAE L, EITT A
ENMERBAEE BT A4, ZO%AHMIER
PRGN &7, BMAEERER TR
HEMASHSNE, B X Y EMEEATES
BA, THERNVT 4) VEOEEITREENIC
<. MMziT) LIk TEMEIFL,

CHICETENVT 4 ) VKEABREZWZ 5
ZENTTE B, CEPIZBIT B IEk B E
EORERFIZOVTIE, MEFORELT 1Y
VEPEBICERL, RERRNMROBRICX
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YORNVT 4 Y ) —F Y RREREE

\

TORNT LY ) =7 VR

(370K 74 2 1€ a70FNT 1Y ) =5 V1]

(SRR T Y )=V et ITTRLT 4 ¥ 1T

aFuRNT 4 ) — VB EEE

TOEENT 4 VI

TabrRVT 4 Y - VB LR
4
L TE RN T

Fel* i 7Jzuaxs ¥y —¥

B1 EXRMEFRFHRERILT « UELETINLEREE

S THRNT 4 ) VEPER S N CEEBREL S
EL, BHELEL I UCZOREEREREEL,
KEEHICES LI BREPEZ ONTWV 5,
CEPTCRFEEORNEZE ) BTRIZBVTDH
UROSIEMDET AL TWA EEZ SN LD
EFOCEPBLIUCEPEFLIIIADOWT
ZBWThH, HHEBE CHREINEEORE

TSR ICRET T A L RE T ARETSH Y,

KR OBEREELITASNRZWY, L2 T,
FIEITBWCEERERRICES TRV 7 4
) VR RERSDERILF ORIV 7 4 ) V4RI
HERTH2HDTHY, REZOLDHFHFIZH
RTBRNVT 4 ) MFEERL TR
BREEOHIBEEL X 72750 TV LR
ENb. T/, MEFNRET S LE LWL
CHHETRR R &L, FORODFERPENRE
DEEWEEL LD, T LILEELZHETER

L, BEERICBTHBEEOTRIIERILH
HLHEMTED, TOMEEHRELT v
CEP T EX# £V 5% CEPEFVT T AT
bREEMNESOWENALNDLY. LarL, &
CEEPFELEZPEHLPICR o T,
BUANOERICBE S AR L LTHRERICD
REVNEL B, A, KE BIUREICE
AABEL B2, BEFTFOUPBIUCPZED
FNT 4 VEDOEBEFPERLTWDLZ L)
LAICENTEY, FEBRFORNVT 1) YKk
EPRRETH - EFATCIIREREDIRETDH
2728 wH Y CEP CREFRE &V o2
HIZD RN T 4 ) VEPRET B, BTIEE
EFRA L, BEREEBECEHBRELEL S
FHERIHOBEWT I E ORHR R LA D
FEAOMEIEEIEE LT AR D 5.

v b ® UROSEEFIF10926.2 IZBFEL, M
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YAF -V I RERLRFHRERNEH L HE
I 2DDTUE—F—%BFTEN, BEITIHE
EFEYIBLT265BOT I VBEILSR A
UROS% ¥ 37%a—FLTw3Y ZhIT
P55 39 O UROS BIETFERPHRE ST
Wb, RDIMENSVWERIL Cys73Arg TH 5.
ZANEBRTNTOY 4 TR LEEER, 20
BRIZABENRICL o THER L DTIE:R
{, BADNBETHN L TEL Ky PARY
FVERTHBH I LD o TwEY. BETFE
BOBELBEREROEEE S L, HIrEE—
FELLERYEH LY. STy IA%2H
W EBT— 7 HRT X 912, UROSEM A
Qbbb &) BBEERETETHY, T
PTHo THEENEFTL LI BERETHN
WHERRBRLLTHABRETI THRREWURTH 5.
CEP ORRRIER O EFEFE1ZFRF 3 5 UROSTE
HIEKEHTHY, FERNTOBEOBMYE
AR T 2 ERERREKELZ ST X
) BREEFP S, BABICEE UERERE R
T EIIREMN T TCEEEDEID 5.
CysT3Arg DR EHARIEIRDIEERLI A /T
HY, BEKEICES HEWIIHARBEDIC
B AT B, CysTBArg DEBR 2 FT
HUROSDY aY¥F > Ny vy 2 KBHE
THERAIGEEZARDL L, AR HEL
T1% KRBT oTWABY —F, AlasValid
BAEMOK 15% DIEE%HF$ 525 Cys73Arg/
Ala66Val DEEFIH KT 5 CEPIZBEDK
BEREEBTEDATH 72" F/z, IVSI+
4delA IBEFITRZE SR TWAY. LaL, |
CEETFH % b OEERE CRRERO EEED
BLRLPDEEBEEN TS, 200ERS
FKRIZET 5 2 AD Pro248Gln & EHEAHD—
FEHECEERELERICmA, BEZES S
M%&72L72% b)—FIEBOBRRLEE
RL7ZDODBMIZA SN o722 7z,
FA—FRANTSATP 2 R EHEMEICE TS 410
KD B 1EEICBWTIE, UROSBERIEMS
FIER L FRICIEER RO 0.33% LT F ¢K
TLTWAIZL Db S TEERTH 720
INhS5DZ LiZ CEP® UROSEIZTFDERDL

FHCHRRRBE 2 B8 52 R F 28N HFET
BIERRBLTNS.

CEPIZB1T 5 UROS O AW 2 EEET X
% { D& UROS BIZFOERITERT 575,
UROS BIZFORBZAHTAEERTFTH 5
GATAl % 21— K9 5 GATAI BIZFOERIT X
b CEP DIRIRBM 2% L 7S HE S h
TWaY, F72, EEELPICEN XEHE
H7a bRV T 4 Y VfEX-linked dominant
protoporphyria: XLDPP) DEKEZFTH ST
I/ V7 Y ERAEBEER 2 (aminolevulinic acid
synthase 2: ALAS2) BZF D I A& v AEHEN
CEPOEREEICEEL5 25 L VIREND
5% UROSEETIZF UE{EFE, Cys73Arg/
Pro248GIn # 3> CEP D 4B D 9 5, ALAS2
BT I Tyr586Phe & 2 1IEFIIF 7 I J BR
Bz b2 Wlo 3IEFIDSERE TH L DI
RC, LIVERIGENZ EFHLAIERLTY
5. Tyr586Phe (X ALAS2 DiEH% FR X251
HEAEIS 2 B (gain —of —function mutation) T
D, CEPIZBWTALAAKRRESE, KHRE
LTERNT 4 ) VREEZEMEESZ LI
> TEREMLIZES LT,

4 BB

CEP DBRRERDOEREE I LD L BY, £
& LTHERAET 5 UROSTEEOEEIZL 228 %
DEPITEMORE & BB DA E B & UK
ARRBOREICKE (FBEINS.

1) BEER '

HEREDICEHRERIGRIERERZEL,
KBRS 5. KEBRIFLALZY, EEHK
FELOWER EBMELE & 723 BXHORER
FELALN, BERNAMETERILULAZE
Lh 29 LIERERYEBET &, FiH AR
Erd % IR OBERT 2 LRIEZ LT .
FEEMICBEENEZ X - TEMNL DS, BE
HCIeERtE L BRRETR LS. BXHO
ZHLFHITH L. BEFITIBRLELR
FIE ETBERD H B

2) IMA&EZHIEELR

EMBENSAEDRBNFTR TH 5. JBR
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B SEMHEEmMAERICA SN, HAEDZERE
BN AS LB RS B, BEOBMIZE T
D, ERCERET AEmECTREL 2 286 F
TEEEREID L. ZkEoOBELEL, B
BEREASTIE Y 5 L PLMERBANER &7 1L, &l
OWE, BIMERDBLUSBREEZAELZ 5.
3) ZOMmOFER

R nwLFRkT 4 Y EICERT A Hif
BHILLHRON, BOOWERT S I L TRE
ICEMPNBEZ LD FBRVFALILTEZN
BAE, RICEEREIGZHEET LYY S
BOEXERET L. GHEBEICL AR, HE
BIXUBBEICEENEL, EEMATIEERIE
5. BEIVPFBBRICERTS BIXHRLVT 4
U U ERIRE T A7, BEREEERLTHEE
PN HEL, BREFLLIBEND S

5. B EERIBE x

1) ERFRESHN
LECERRAEIR & FRIRMR AR T b & IR
W2RET S REMCTREMIFED SN, R
MERPEEE & U CIRLFIDARE, BER
MERRE, Z4ME, IFERMMA, ARk
Howell-Jolly IMEDS & SN BY. Zft, HEARIL
M, N MUY VT, ERAREY IV
VY ERMBASND. IU/MGEA, BHinskigd
BAOLNEZ LD L. BHITRTEIRLVT 4
YV OERICL o TENEEFET 5 IERFIxKAA
bhb. ELERECTIZEMICE S LDHER
BHhOND, BREZEIEMTET VA )E
FKAT 75 —EOERANALNBEY RL7
4 ) VIERETCEHRORPICHREOUPLS
JUCPIMEEINAE Tu bRz v
(protoporphyrin: PP) d JRIEKP TLA LT
HIENEWw, MEFOUPIBLIUCPIDE
HLTwa, FEHICHUPIBLUCPIFKE
RSB, BEEFIZIEICPIMHE SRS,
2) E&EF2

FEEZWTIZ X UROS BT EROFEEASHEH
THY, EROEBEEICEEL S 2 ) 5 ALAS2
BIUGATAI BIZF LD TCEROMBEKH
TITo>TW 5.

3) AR

HATE 5 5 ERBEIER B KD 5\ IdkiE
Wiz &AL LTI, BERERE, £
BEARIERE, TERERKEREZR ERETONED,
INSRWTNRBELT 1) VRREDRET
o WORVT 4 VETIE, FLRED>S
BLWEHERREEL)ADOE LT, HHRF
IRMEARIL T 4 1) »fE (hepatoerythropoietic por-
phyria: HEP) 2SR Z M & LTEETH 5.
HEP3@%, HRMEFICUP B LU CPIidMHM
&Y, PPREALTWERNRESITHEST
FL—PML7APPTH5S CEPOEREMTIIHE
FYERE ARV T 4 ) v (porphyria cutanea
tarda: PCT) % % WX S HHER VT 4 Y VIE
(variegate porphyria: VP) & ORI ASULEIZ 2
LA RN S B, PCT, VP & HIEE, RIEk
FOPPIIEETHS. R LEBELALCY
BEENHBHDT, MOFENVT 4 U EHDH W
WBETEEE DE% %123 5. PCTIdRILER
12 CP, UPIXME SN, VP TIIRFIZALA
BIORNVEFECY ) =7 Ui ahs.

6. BEETFE [ |

)& 8

RGN ERIEHBMETH Y, BERBHK
DETIZERBECERDLEEINS. 1991
EORMOBENPLE5HE TIEMIHRES
NTwb. BBLREMKFEEOEEMH L
THITENTEBY, HLAREAED FF—5 542
HE 7SR EE T EFHEREFL T
VBRI D FAET AP, HESEE LT
BHOBMENEETHS. RKVT7 1Y VEOK
WEEZ40nm 2 E—27 L LTHHEXET
TREDT, YENRELIHRNTHS. F
72, BREREBE CO Il RN, STHRE T T
ERBIERN T 5F Y 79 A B NETH 5.
REOU L ABIMERERARE 2T 5.
BIMEEE 2D EITEITH LT,
MR THY, BT 4 VEELIPH
TAHERD LS, REBCOI-L5E, HEA
WOHEE 05, B Z D EFN IR IMT
b, &lEERBBOYEICI—EDREND
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5, MBoRERVT 4 ) VEEFEE, FhiRO
MEITICIZ 74 V7 — 2R L, BRBEEE
EELFET A LEND D (RFHETT T
FEN7 4 1) viE(EPP) DS R).

RERLENS. REMOBMMICEVAELANE
VFu—Y AL EDMEE LS. BT RTO
TEGITEREIC D7 5B HILETH S, &
BT BB X 2 RNEMAOERIERFS

2) F #& 5.
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Erythropoietic protoporphyria

Key words : RFIRETT VRV 74 ) ViE, 704 55—, JEEER,

s

1. #i& - T ®

207

3. B8 K iE K %

FRFERME T T SRV T 4 U VIE (erythropoie-
tic protoporphyria: EPP; OMIM177000) i&, ~
AEBRROBEMERIIBATTT bRV T 1)
> IX (protoporphyrin IX: PpIX) iZ 2 ffidsk A
YERFL— SR, ANLERELDRDE S
%57 x s 5 % —¥(ferrochelatase: FECH;
EC 4.99.1.1) OFEHETIC L Y PpIX A ERET
LIORETAIRNVT Y VETHA. £
HIERISEEBEIE & ZIUE) BEERTH
50, % OEFICERLIEELZHETSLC
EDEERAICEETREATHBY. EE [
UANAEERIIBITBEPOSTH S, 7Y
SYEF TV NVCARDLT I VT VEE
FERTARREMETSTI /LT VEEA
BB 3 (aminolevulinic acid synthase: ALAS)
)b, RFBRTEHENIIHEIL T 5 ALAS2
DOEBEEFICL > THRIET HHWE, XEH
4% EPP (X-~linked dominant EPP: XLEPP;
OMIM300752) A3 & S T 57,

2. & # %

Wk T A 9 AT 75,000 1 1-200,000 11 &
HEINTVD, BOETIE 1964-2002 5E F T
WKIAFIOMES LS TB Y, EEERV
T4 VEORTIIEBEERERLT 41) ViE
IZDOWTHREENS V. HEE . FCRA,
TIVTANBEDL 2 NEOREFABTER S L
TWABH, 77 HBAOHREL WY

EPP CT& U A FEEROBREIIZMAZEDEE
wHh, BEFATIEERETE LTREIRTY
6D DB, FIERTIIHEBREORAH»E
Z5ARELETH LD, BEOREIIL-T
IR H T 5. ANHoERE LCQIER
ZOMOFSERIC, B, EIFE D BEEA
BE, NKIE, BBEEBELEL, BlEREUS
A, TEERMES. TRSEBIEEHERCE
1L, BFksE, FRUENMEE S8t Lb
OMERGE EXRALNLE L ST 5. BAEBFICE
ISR EFH OB OEHN L Shb.
HHRBRELERNICE T TR ERAORE,
MR DR A GRBE % S b A HE—D
FRTHBEZEND D, Z0iTh, TORIE
JEVEALRE, UHAREL, REOEROHZ
23254, REBOHGEZERZIC, GHRE
MEHEEEZ X272 0h 5. FRELHR
L, #TL-HEREE BHEFRETOMEE
L5 JRAENR20%IZALNEEWVIY. B,
EPP TiZfid RV 7 4 ) VETEL ) 54FE
TR, FHRPFNOMZ,
WEm 7 EOELEBHERIZA S LR, —J,
AR E B L2 EPP A HERE SN TEY, I
BERRBHILZ VY. BEOIRERGRESR
MA% 40 % REIZA BN B,

4. & eS| x

EPP X FECHBEFDOWMERIZL Y, #
ETEYWTH S5 FECHOEREPET T2 &
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1 FECHEGTFNDEEELZEOHEAEGHEILELD
BIENGE— 2
—FHOTIYNIEEMED DL, 1) —FHDOT YIVICLEIIVS3-48C %
DOBEDARIET 5.
W: BER, M: ZE, T:IVS3-48T (B4R, C: IVS3-48C(£HL),

Lo TRET A, AEETFILE 1I8FREMA
182131 ICBEL, 1By b i Y,
¥45kb DERICh 5. BEEWIIKRES %
E5EEL D0 L (NM_001012515.2), A7
543737 v+ (NM_000140.3) ® 2 7848
PHEAEL, BEP SRS NS FECH 4TI 8i
FEOFNIN T I VBEF6BRELL V. KEH
BEEREETH S, FHEEEOHREDL D
%Y. BERBIEZTHIREE S N5 DRI ORRGH
5, EPP3ALBHEEEORRTHE L
WhTE FRITEEEEBEETH I 2P
EREEEF YUY THRLIELIEEEL /2D TH
5. 29 LIBEHBRIGEEED 100 % Ko
BEUEEEDIRETE L. BRERIRETFLE
RETLHEEDI D, BELTWLEEOEE
LEHRENSD, I—1v/SHADEPPEST
&, ZERZAET S LEZONLBEOKE
REET, BERII0%BELINTE
SE4E, Gouya SI2 & o TEPPIZBIF A RELEE
WBEDOGTTFEGRFEN A D =X LRSI
2, S FECHEETDA Y brr3icHE
BEFERIVS3-A8T>CAHFERT HE AT I4
VUTRERBITHENSETY, BRELT
BHELD P R2ELLD, FUEVAEF
# mRNA 4% (nonsense—mediated mRNA de-
cay)iZ & o CTFECH mRNAEBSRATHZ &
EBRWICEHLZ B, ZEFHLR
EPP 25 EBIDFTRTIZBVT, THDELEIGE
BEFEEZLRVWEOT Y VICEET AL

bRL7 F7, BEAOERMEIMY v 8k% H
VT IVS3-48T/C D i#{n T8 & FECH BE R TE 1
& DB EFN, IVS3-48T/T, IVS3-48T/C,
IVS3-48C/C DIRICBERFEE KT LTWwAE
LERLE CNhOHOFEEHNDEPPIIFECHE
BFO—FOT7 ) VOBREEEZH S »IET
3D L) LRWBETFERICNZ, ) —F
DT Y IVOBIRTEE IVS3-48C 2 ftdHo 2
EWEoTHRIETHEVI) A A X LN S
nz(E1). 29 Lz#EERR—RE iR
HDO LI ICHBREN) 525, IVS3-48C DA
EBEAETH > THRNEREZEZRWVWDT,
HFTEREEEHLERTRETHD. BE
NIZBIF 5 IVS3-48C DHE I NEED DV,
BOREACHRTHAATIET Y VEERH 6
fEm . FECH #{EFICAE U W HIZk
DIEPZ, ¥ V287 LV FECH 111028
25z BBFICOVWTHIHE SN Twb, FECH
T UNRIHFRERTRIAv—2EH LT
5755 7TI/BMERLTHETHFECHATFLER
FECHZAF Lo~ Tuy 4 v —2BBLIzGE
(EPPEENI ALV ABRDOATF OESKT
HEHEICHL) I F AT —BRIPREL &
D, BEEEIMETIAEW) FIF U AT
F A TRHEIRENTVEY, ZOMFECH
EHETZISBITERE LTIE, —Ho0f
8FERBEDI) b—FOEBI/KRIE L L2AR3F
D2 0 —F VR X BB R FECHSR
HEOKT, FECHEET7UE—7 —HBIC
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B U EERERICL AEBEEEET, Yot
— & — O X F VABIZ X AEEEEET A
SNTWBY

5. % 5 #

1) PpIX DFREIRE

EPP 2BV T PpIX X £EDH 80 % 3B HED
FIFEFRMBCEAE I N, RV 20 % 553 HFHR
TEEEINDEEZONTWEY, ENAREE
BCRBILICHA L7 AR IMERIE % B OB
PPIX#&EATEY, HIESIERLFICE
T35 MEFTETVTIVERKELTE
9 5. ZOPpIXIZHFEICHIY AEh, KB
EREANARD T FIRAFIZHW S UGS HE
HEhiS, 2 T—EITRINS THFRICE
VAN (BIFIEEE, enterohepatic circulation),
By I3EMCHEE SN S, 2B, PpIXidIEkia
HTH5H7-DRFICHRE S N

2) EREREEIR D RIEFEFF

PpIXi2400nm % ¥ — 7 & L T 320-598nm
T CORBEREIE(UVA) 2 5 TR ICHE Y
THEEWINT 5. REOEE, EREMIDE
PERT AR MERF B L CEF o PpIX 7%
TERERE2E T 2652 WINT % L EhieE S iEk
MEZEL, MBEERCY Y7 5F % Kb
T5IEIX o THEE, Rk BLULEN
FHIBICEEEX 5 2, EERIOMREEZ %
T2 eEZONTVWS, ZORBICIEERDOTE
AR EHAROBRBENEE L Tnd 2 R
RENTWAS, FiIZBWTIRIMESD PpIX
By AAEMCmZ, WFHRBEEXCHEST S
PpIX OEMMIZ X 0, B/NMEE~O PpIX HEHAT
1RHE S NBFNCIEE T 5 72O HT ) o WS
BEAZFIERIL, INIEHEE, B
WEIEL EHBPINTVED, FHBERIZY
PpIX O @ILE DA SN, WEEBE I, b
STWABEEZLNTWA, 12721, FARE
RLEFILEPP &A% TH D, T2
BEZ ETEHEEORTFIEIAHTH 2" Hik
B EPP O A BEEEEEICHXTFECH
OEEZEEMEL, T FEEZHE 758
ANFENI L5 FECH OFEHE T ICEE

T5PpIXOBMBRWORKE VWEPIFEE 2
TLRTVEVNIZLIZTVWEATHA D,

6. ZMEENDR

1) ERRRECHT

FRR B ERLB BUE IR & R MER PpIXfED k.
ARHELN, REOEVT 4 AMEPRETSH
TEEPP 25k < b s, 72721, FFREERH
FLTL BERBoa7aXy 74 VEHLE
ALTLADOTEERXET L. EFICLLED
PpIX SO S NBUICER TH 5905, BED
MERR IV ARIE T 2 L EHH 5. MEFHRE T
IEREEAEEEENAALONEA, FEALN

BETHL AMFERETCIHEELHISE,

NGVATIF—E, TAMHIUERRT 75 —E,
YIWVIINNGT VAT 2T—¥, BEYNE
YIERT A, EMERIRERLE LT EPPEFE

R MO BIRIEAR 2 B T CHRET S L

RIMERAHIEEZFE L TV EONHRTE S, £
7o, BEFRMIMMIZUVAZBHE L TR0 &
ZHNG, GEMARIAFHATHS. Zhoo
BAEREIFEHAREIE > TV ARETHNIL,
ETHERZREELETH A, REREMABTI
EHME R PASIH M E OEW R ILE D
AbNb BETHIMENCERELFALETE
FEOWMEN%E %2 L, WERMTOPASEHYE
WHEILAE ST 5.

2) &fnF2H

TEEZH B L CREENTRIEEICIEREZ

DO BEETFBI AT LENH S, @,

FECH B{zFIZERENFZETE 5 EPP D4
ARIMER PpIX fEIZIEH LB 5 %2R
B KESTH B, LarL, HRIMBkPpIXfEH
EEFREZLINCBZL L) REMTD, Xt
BB D B\ T2 OBEEIHE S 2 R AR T
FECHBEFIRWERZERTZ 2550301
NENCHEET 20T, BEBMICEETEERSR
ATo 2 A kv BAE, BRIRAYIC EPP#EES
DRFZATFECHBEFIIERIPAE SN2 E&
&, MLPAEIZ X 57V v DOEBRIEAT %6
ATIIERETHY, EFOMZ CHE
TLTW5A,
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FE AL DEFADVBETSIIVS3-48CIC L o
TEPP OREFREINTVAS. Lo T,
EPPRRICBWTILHImE O FECH & InFER
MEE SHE, BRERNICEEIR % B A EE
BEXx ) 7 THEY, BAEMEPPRERTD

BONEHECE S EPPENEE LI BET

WOBRIICR D EELERE, BEWEPP
BEROBRHERTH L. B1TVEETIH
THESNZEEDOEPP TH Y, BEMEDE?2
FIZonTHIRELEZ A, BEMREPPTH
LB LARRVF2RRAFAELZZ(FEF D,
RREEF—F). 9 LERBEOHIEMEEPP
BEEFZEOHBICBEIND L, MLV
MBEERDOA R LT, MHICKEICHRE SN
72 PpIX IR T 2 AL & ) Biriyiz
IRz AfERENH S, Lz, EPPL
W I NLFRICBWTREBEREORIIZOW
TEEFZWZHITL, EPPTHANLE ) 2%
EoOAICLTENRTRIE R b, FFEER
BH)7% FECHEBGETERIBEDL ZARES
ncwiwn, FUEVABERRATSIAI VT
BED X ) ICFECHOEMEMZIZHEETH LD
LERTIE IRARVALZRIIHRCFEER
Bl TWRESEVI LSRR ERTVS
—F, BEEZELLIXALVALZEZRLE
TETA E A—OIALVAETETHFRE
ERAHTLIHRL LAV LD S0,
9 L7-BHCld FECH BEZTERUNOERD
FFREREICHS LTWwALIEELLNS.

3) #h

MEMKEE ZHEE GRUERE
BEBOERZEL) A% ThOIEHRIMER
PpIX BIER#HHENTH 5. FEHERK Li1x EPP
PYADENT 4 VIEL OERIREREIZ R 5.
SRRV T 4 Y VIE, BEEITORVT 4
Y UVIE, BLUBEEEBERVT 1) VECS

VT b AR PpIX A LR 2 = kb B 7
BE REANT 4 R LR RANICBIR
Lt oBIT 5 LB D 5. WEHIOHRITIE
BRI BRI HAE T B BRI DRI S %
NCHE STV RO TEZOT N & SBICE
ARETHHY.

7. BEETHR a

& &
TREBEGERZ & 7o Dl Lo JGiRRE Tl
FPIXEASRERELTLEH DT, WA
BIEETHL. BEORMEREERREL
WCELTHRET S, ghuT vz ot
DOROFRGHFRENTW DY, FHEzRd
Uy AidRv. FEREOROR 5 AR
ROBBLENTH o772 DFENH Y, EH
Sha' BEOFEEICNLTIE BAER
BEolA 4 UREBRISE L BEIN TS
MLEF VY ARRZLY. BAREIE 2561
FBEATOILRAEGFFADHEITWED, &
R 5 OBE % PpIX R IEHEB I N W2 D,
L DEFAICTHEEOERIEL, BREINL
ENBMLHBY. LidoT, FBHEICEE
BWCTEHMBHEZT) OFEENTHL L EN,
EREFIDMESIN TS, 1B, i+
ORBEMOFMITBEIC L T, JeE8MEE
BREELBAFHRESNRTEYY, HMoOPH
BHLIEEZETL BEPLAELT LY VED
FEABINEREEZRETE T4 NVT =B,
FHLEEEINLRETH DY

2) ¥ %
KBERDAZRLTWARLE) EPPOAE
BFBRIBIFTH LY, EEOHBEENHFRHL
PEERTEARTH LD, FltoE=¥
Y VTR ECAT) RETH .
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Hepatoerythropoietic porphyria

=
H
)
-

Key words : FFRIFERE (B BEME) RV 7 1 Y V9EHEP), wufrz4 9y /4
U BREEEER (UROD), waRVT7 4 Y Y, MEBEEERVT 1)

VHiE(PCT)

1. 8 =

2. & #

FFARZEZRYE: (FFE REYE) KV 7 4 U VE (HEP)
i, TRRVT 4 F LR EERES (uropor-
phyrinogen decarboxylase: UROD) [EC 4.1.1.37]
DOEIEINEEERTIOER T 5. EREAESHEE
sz ey, BEERNVT 4 VEOHTYH
WO TENLIRETH AY. UROD B HRF
FRICHATHF COMEM2ME <, UROD K&
TTIREETHBYIENLT 4 VHFFIER
WCEEEINLZ EH»0, HEPRFERV T 41
VIEE LTHEEINLD, —F, HEP Tld&H
RNVT 4 ) VIEICALNS &9 RBERIEITA
LNY, ABBEIC L B REEESTREIRE
b7, ERENLED SIEERERLVT 4
VIEWZAEEINTWS,

HEP & [ U { UROD {EHE T ISR T 5 K
W74 VIEE UTHBEREF RNV T 4 Vi
(PCT, JIFER)»H 5. PCTICIIEETEE
b R WBEREO S PCT (sporadic PCT,
[# PCT) & &= O KM PCT (familiar PCT:
fPCT, EIPCD) D 2WmBBETNE. DD
%, HEP & fPCT 3 & b I2%EKED UROD #i%
FERIZERT D, PCTHANTUBEAHT
HBHDIIH L, HEPiZF&Ed L dEA~T 1
BEMEEZ NTWBY,

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

BRER AR
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HEP 3 #EEERNV 7 4 ) VIEOHTH D
TENLRRETHY, 1969 FDHE 1 HIHELL
J, ThT TOREIELEMRTDH 40T
727y, Kondo SYOREIC L 5 &, HAET
132007 SEER F T 6 BIOMENRA LN TV B,

3. RELKE

UROD MR ICHFTEL, NABBRICBY
L5FHOBZELLTCYORVI4 Y )Ty
HIosa7raR®V7 475y II~OBRE
RS % fli4 5. HEPIZUROD #2—F¥9 5
UROD BIZFDEROFTEAID LIZHESE
A7 OHEAETH Y, UROD EHEIETRTOM
JLiZBWTREAD 10 % RiHIIET LTw 52
HETHAHT7URLVT 1) ViL, BHARFIR
LEDBICERBEANLDEEDETH ) 5
UROD OMAE D X DR WIFICB W THIC
BEICERSNDDS, oS HICMmAICEEL L
RANEHEE SN2 BRECHEEEREICHKEIC
ERT 5 KV74) REBETAT MY
O VISR L, 400nm LB D%
ARIRENC RS L TR L 2525, ok
EZFBRFICFAET B IEEEEE (ROS) 2L » TR
BIREDEHBALRBES L R R 7F FOBAL
PMEES N, BREHEEREREETLICES.

—7, UROD BIZFNERIZEL TR, ~F

RIURZRE A
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MRERE (F2HR) 1

®1 HEPRRICH(T 3 UROD BIZFER

French(?),

F46L/F46L 2 Britich(7) " mild no Ged (2002), Armstrong (2004)
P62L/P62L 1 Portuguese mild no Moran -Jimenez(1996)
Q71X/G168R 1 northern European * severe no- Phillips (2007)
A80G/A80G 1 Australian severe no McManus (1996)
V134Q/H220P 1 British—German mild no Meguro(1994)

645 d\gf(;i Eg/ins 10 1 Pu;:;:g;fg_ mild no Cantatore ~Francis (2010)
E167K/EI67K 1 Ttalian no Romana (1991)
G170D/G170D 1 African severe ? no To-Figueras (2011)
G281E/G281E 9*  Tunisian, Spanish severe - yes de Verneuil(1986), Roberts(1995)
R292G/deletion 1 Dutch no de Verneuil (1992)
Y311C/Y311C 1 Italian mild no Moran -Jimenez (1996)

PCT: porphyria cutanea tarda.

*7 Spanish and 1 Tunisian homoallelic patients, and 1 Spanish heteroallelic patient.

THEADPCTRES D H b THAET TIZ 100
HdHE Y HPHEZIN T3 (The Human Gene
Mutation Database: HGMD). #® 5 % HEP
BITRAEENERIIIA LV ALE13H,
RE/MEAER 2O 5L 2o T3 (R
25, BOICHRE SN/ GRIEEES IZonwTik
HEPB L OPCTICHBL THDLNTHY,
HEP 28 fPCT DFERITH 5 LT HRUDO—D
EhoTw3Y HEOKEDEREHFEIZF
DOLNTVWRVHERBE LT, AN7Fu#EETPCT
BHRAET S L) %R UROD B TERERZ R E
HEVIIEENTUEATET IHEIERIC
BSFRHREECE D726 L7 #iZ, HEPTA
HN b G281E PN DOEE TIZ UROD IEHEIC K
ETREPRT XL 20NT OEAKTIZ PCT
ELTRELRWY, ZEPHEIRTWVA.
¥ 72, HEP Ti3 UROD Bz F+DEEIMIZ &
o> TEERY V7 L LTOEERLEBRENIE N
PHEL, BRERICOEEZRIZLTWSZ L
PHEBEN TV B (F1).

4. %= R 2

HEP OZ { WEHAERE» S /ANBHIz»T T
T A, BEIFITIE, EEED OHRBRENR
b, LRI HBEE L LTEESF

B OB E TBIEMICKER TS AT
BT 5. 72720, AERISIEATE ERE
T, AXBELOBEIIR IRV EHL
FLIEH B, REREERIESh, RS
R ERMb o THE/LL, EISHEERELR
BEHOZEENALND L)Xk D, FRICEE
BICIEFEPRBRELR LICRBEEIC X 25
B (photomutilation) 284 U, FERERIFEK
PRV T 1) VIE(CEP, 514 : Giinther %, 5l
W) LRABROFRERSPHREET S, F
NCAEIMEREILL L CHRELZ &S 5. 2R
VT 4 ) VLA SN L BB,
HEP TixA 6z,

5. W EEMNZ

HEP ® 4 b2 Rid, [ U < UROD &
KTIHERT 5 PCT L HBD/NF — v &R
Thbb REYORLVI4YV(BLIUANT
FHNVKREFIRLVT 4 ) V)DVEHL, T
BEEDIZZAVIATURLT ) OBBE A
5 eHHbH. 272L, PCTLEERY, HEPT
FRMERFIC T bRV 7 4 >, BRICHESE
FL—FL7TBMELT Y ¥ (Zn-PP)2S
By 5. 72, HRifnEkek UROD &M
1%, fPCT TREEADHKI50% THBDIHL,
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