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_ R & et
porphyria
6-ALA | PBG UP CP UP Cp PP
ATP ++++ | F++ + + ~ ~ ~
HCP ++ ++ | +++ | +++ + +++ ~
VP +++ |+ |+ ~ + +++
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PBG: porphobilinogen, RN FEY 75>
UP: uroporphyrin, wHaKV7 41 ¥

CP: coproporphyrin, 27 TRILT 4 1) ¥
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HEINTWE, BEFEFITEILAY -0
TVHEEDWPTEETH Y, T woltAd
EFEEFHAS P RIE, HREEETH-
TRRNOBEMERFIEE O LEELE 2D
WROFETFH - BETFHITREL 257, #&
EFENIEEEERN 7 4 U VESHICBITS
gold standard & & 2 W2 5%, BERHIETIE
RWVT 4 ) VHEDBAZFIRNT A BE % FE X 1R
BRTWABY, R 22 EEE AN B 265
B4 (BERERETRITRSEE) EEESR
W7 40 VIEOEENESFRELR S CICBE - R
BOMBICET A JIC I L, BAPED
AIPIZOVWTRINE TREEZHO IBRR
DI DHRE S Tn B,

5. RELTR

AIP2E&DTEERVT 1) VEIHT 2R
REFIT R L, BETY (FROEE - KE) L
FHEFEDSERE 25, BREEERVT 4
VIED 4 9%EI (AP, VP, HCP, ADP)3 XTIz
HBTEH0OT, WRIHEMICHET . BE
H¥, RFIFREZBREL, BIEZHEL,
Bho) —2RETS FHEYIZETHS
PERTHIENPCOVWTEA ¥ F—F v b E

R
2
7
P
Y
1
N
I
%«
B
2
w
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%38 U CHEHAME 5 A (RhR).

SWHCB T 2GR EL LTIE, ALASTE
HOMEB LTI —WHEzr HHICKED
5-10 % 7 ¥ 7 $Ei# (3,000-4,000mL/ H ) @ 1%
HESHWSONS. FBFALASEEHH OB
HTY AF VY OBIRMNEES bITbh b, SHE
Rl e LC, PEJE, WEnk, B, AL
7UaNTRIIVRBIIKEOTE A PO
BLih, BEICE o TEMIEELZEEIC
R THZEET S NV Y — VEEREIIAE
REWEICL-0ERTH L. HRCHEIME
T CEHEMEERICES LR AT ey =28
Awbhsg, & MU v AMEI X AEETIE
BEHEICMATY 7T ERAREET 248
VTENRLRZHHEEHOPASTEED LG
B L ARESEDBEAIEONDE. 2D
728, BWRNT 4 ) VEOBMEIRRRE CILE
Boay ba—-VICRLEEET S BREEDR

BITRIPRER 2 SO EHEROLEL RS,
MARERI ST BT 2 FRVHRTE 5.

A2 VORISR ORE R 2
BERETY, R CEBWARIES D bhE
—BIRE L 2o TWBEY, BROETIERAZET
HHQOR2ETABE, VYIvIR—NVF4V
TAMR) P OEBHEEF). B PAI VRS
TA4T T4 = Ny 72 Lo THTOALASD

FELMHL, ERPRBPANDOAIAB I
PBGHHEE Z B &S, -0 v )NTEANA
7 VFE R — NBEHTH B Normosang®(Orphan
Europe, Paris) (3-4mg/kg/H) 5L VS
NTBY, EEFRGHHTHD4-5 HEEDOHE
HMER T E A CEHER A DN, R
FOBERIEICT L CORBF~ORIER 2 {#&
B RETH B2

FoM, TELETIEH HNEEL AIP BE
U CHBHOT bR AP HRE SN Tw 5.
BRI X Y RPPBGIHHERE I ERLLL, &
HEREEIER SN, BEOQOLIIMLET 59,

WIFRIZLTh, BEFEREZHETAEET
i, EROBLR L HST, hul—%
ERLUCEE, EECSE, BRENE, e
Y L ERLEYER L —ERR L, BE
FRCE 2 EENLETH D, FFICHE
a5 A FORME L RS E
KR LR ClEebhv, RRERBHT 8
WAL FEY, REOEMLDE, Sk ERg
BB LR RERIMTASL L9,
AIP 2 &0 -8RV 7 1) VEOFHRITEIC
YEENDLHDEHFINL.

BE, AIPEFNVTI A FAWT, BEEE
OWEZHWE L-BETEAFERLRALR,
BIF R BAEATR ENT WS,
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ALA dehydratase deficiency porphyria

Key words : &RV 7 4 ) ViE, ALAD KIEMEENV 7 1Y VEE(ADP), -7
IV 7Y VERBRAKER(ALAD), FAFT I VT VE(6-

ALA), BF 0 VIE, $hdE

LB = =
ALAD KABWER V7 4 1) ViE(ADP) 1, ALAD

HHEEA

FOEEIMHEREN TS (R1). HHEML
SHUREMRET, ALAD BETFERF—F O
MIBETFOMFET 5T D HEEHRTIE

BETOERCERT I HEEEASLSEEE FRELEZY. IhITOLEIAHEILDOH
WERET TV TI VT VBEARERE SRV, ATz FUTRHREED2%IC

(ALAD) [E.C.4.2.1.24] DIEMAKTIZ & o THIER
HTOFNVFT I VT VER(O-ALA) DA
WEFICERT SRR, Mos%RvT 4 v
SE (BHERERERVT 1+ U VIE (AIP), HBELRL
74 VEWD), BEEITIRVT 4 VE

(HCP)) & FR:D B NIBARRESEE 2 RS 57

BEWRVT 1) VEORTHEDTENLT
BTHy, 19790 1 FIRELR, ZhIT

IR C B IEFISHRE SN TWBITT &L,

BADOWEZEICH M, Doss porphyria’ & b
I 5.

2. & L= ]

BWAEFTICHRTEE(FL VI, Av=
—FV 16, NVFE— 146, kE1H, $C
B ORDHE I NS, FRFNALAD &R

ANTFOEESERBHAOLNE L SNTBYY, £
BICIREDPEIZL 29 LAEBERRRENS—BH
HFETLWREEED 5.

3. WHEEWRE

ALAD BNLAEHRBEOE2 AT Y7, i
bbb, 2H5FDO-ALAPS 1 FFORNVEFEY
77 v (PBGDES G % il 28R T
H5(AIPORE, H1%2Z8H). ALADIZ~AE
BROEERETDH D ALAEHEZ (ALAS) 12
I L CHFCOMMMEED K 10045 & B iz,
ALAD BIEFONT O BEERAECIIREEYE
HEBEADO% BENETICE LT, HER
HRTH2 0O-ALADOBRFEA IR 5 FBE
ADP X LTRETA I L3k, ZhizxL
REBAEEAD L BEANTFOEAERAE

£1 hETICHRE SN ALAD REMEFILT 1 1 2 IE 6 BIOBEIGFREN

case no.| nationality | sex | age | exon/intron | mutation type seq.uenc‘e references
modification
1 Germany | M | 15 | exonl0/11 missense R240W/A274T 2, 8
2 Germany | M | 15 | exon6/11 | missense/deletion V153M/818delCT 2, 9)
(273£s21X; stop at 294)
3 Sweden | M | 3| exon6/11 missense G133R/V275M 3, 7
4 Belgium | M | 63 eoxnb missense G133R(heterozygous) 4, 10)
5 Germany | M | 17 | intron3/3 splicing IVS3AS-11: C—A/T 5)
6 America { M | 14 | exoun5/5 missense E89K/C132R 6)

Naoto Maeda: Division of Medicine and Clinical Science, Tottori University Faculty of Medicine BIURFESFH
BRI
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ERNHRBERRE 2R T 183

TRERFENEEADE % RHIcE TET
LTWh0IC0-ALADBREENEL, &
WREEZFBELLTWIREE 2 5. FTOANA
BROETBIUEYRSELEF 70— AP
~450 DHBIZHEINLOBEDBEKRIE, AF
TATTA—=FNy 7BEZ2N L CALAGK
BRALAS-1D)%2FHEL, TORKE-ALANE
WBRICER L TADPRBEICE .

%3, ALADEETFOERL ZERRIL, =
WHIC ALAD EHOBR T3 28EBLE LT, BF
Oy VIEB L SR ESH T o NS, #EEE
BFuy vIEIEHT-DIE, Fa ¥ v oiie
FZOL1OTHLEIYNT X Ve Fo—F
(FAH) DERIRBIZE o T7< VT & MEE
Bt OMEEY THEF 7 V=T M UD
FEAIBENCERL, FEE TREEEEL

FIERITFRAROBO TINLRETH 5.

H 7 Y= V7 b i3 ALAD OEE & BARIC
BHET 2720, HT-1 BEHE O 40 % TR2HER LV
T4 VEEREET S, —F, $HIZALAD®
SHEICHKE L CHEREEICBREE2HE
T 570, 2MHHETIE O-ALA DBEFHER
MEL, ADPEUONRMEERE FIET 2 2
ENHBH. THICHEELT, ALAD BETAT
UHEAERETIIEREENER ADRK 50 %
WERTLTWARD, X )ARWERIER CHF
BERREL) A ETHEEI R TV B,

4. FEIR(AIP D% 2H) &
ADP DFIEFMEMICIIHEESLD 5 id

AR AON DD, ZNLUETORES H 5.

SENREAREREE ERE L, BRMICE MO
SRV T 1) VEERFIPOPRW. LOR
ERV T 4 U EER UL, SWEERICIIHE
MR, BILEZ &0 BEMEBIERNA SN, B
DB T2 IBHRT X 1) BRI R NP5 ik
FEHRELI B, BELIoTRETROBHE
THREEOHSH A, 1 ETEAERIEIEG
R&7 5. AIP LU L ADPChFEEERE X
. F/z, —RICEMIZALNE W,

5. 2 EEA2 =

ADP TR 6-ALADPSHEEDR S ITHAI L
THEINT A5, ~NafE~<y 7(AIPORE, K1
2ER)POLDBEMEINDE LY RFAD
PBGHEEMIZ 2V, O THOSHEE LV 7
4 VEELIXERBY, FRMEkF ALAD EMEE
EEDI0% RMIETLTWSE Z EHE N
FRMEFFOHES T bEIVT 4V ¥ (Zn-PP;
PP IZHSHCEH WEMEE 0) 2 8inT 5. IR
haaRNV7 4 ) vB L URINER e bR
W74 YOI ALNEY, FOFIER
HTHb EFEFORVT 4 MEOBEMT R
vy,

TEEBINITIZ ALAD BT O SEHTH
%)5"11).

e, #EEEFUSVIES LT
ShE L OENPLETH S, $hPE L OET
I SRBEZHEST 5130, AFLV Y, b
YyruunFly, TUERYE VR ENEE
@ ALAD HEEH~OBRELZBELTHBL.

6. RECTRAP ORESE)

FRATFOBRE, KEOISVI—AHHEB L
UHEREELZ L, Bo&aERV 7 4) VIEE
FERDOAEZITH. 72721, ADP TRAMR IV
T4 HEE LTOWRRIIRGT 28 E 29 T
BWEIRH B, NATIVEFZ VEHEIC L SRR
BB HRE SN TVAY. FREOHEIZZ
NETLED 25, BRREERS AR R
HLTEHE VLI AZEFTV AIBELN TV
v, BEAERRENCIZERE RS A4 Ty b RBYE,
FHREH], sl & OSHEN ALAD HEWE O
BELE2EMT S X EERELT.

INETOHREHTIZADP DEEFERBB L
UFRIEMHRA TH Y, EAEBD 208l
BT TR Y. Doss 22 & o TEMITH
BENLFAVYANDPE2LNIZOBEE LR
Zd, ELBICHRAMICRBLTWS. —F,
Ay 2 —F v OBBEEFPCRERT CICBFE
OB BEREEZHRYEL, 6RIBCHBMEE
ZTTERIRPRPHEZALDODRF -
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ALAFRIEIEIRE L, IMTIHEICE DT LAWRERDH 2S00, RikiIEEMRE
LTwa® I/, BRAMBEONVEF-AE  BTRCLTEYY, REYADPOFHADHE
WL, BFRTALMIENADP OFRICES  BRIAHTH 5.
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Variegate porphyria

Key words : MRV 7 4 ) VE, BREIRIVTZ 4 ) VENP), 7o bRV 7 4
Y 07 VELEERE (PPOX), Tu bRV T4 U Y, RUKEY S
Y (PBG), FNFTIVTY VEE(5-ALA)

1. #& =

185

3. WELRE

HR (SR RN 7 4 ) VIE(VP) (variegate
BRI EAIRENDDN, I TRHERDE
BIZHEW BA & L)k, ~"AEAERDT
ZHOBEZETHAL T bRV 1) 7 VB
E#3% (protoporphyrinogen oxidase: PPOX) [EC
1.3.3 4] DBEEEERTIER T 5 ¥ 4tk
BHEEEERTH LY. BERV T LU VIE
WA EN, RUERXERVT 1) VIE(AIP)
EREBE, WL ESFERTL 2o THERECM
BB ECOBEEREREL) 275 —
HT, VP TIIHBEBBENALNS Z &I
BT, HARHFEIMALOMKERER, BUERE, B
E O, ARtE, SEELRESHLEE
SEREES. £, BEOI BFEMETEE

HFAE 2 FES T IR EEROAFRED 5N 5.

nB, VPIZoWwTl, SROREORE:
b LIEEFEDOY 3 — V=W (George 111,
1738-1820) SAYEICR B L TV LT 58D
HY, BEBOIFZEZETBWTREREREREN?,

2. & = ]

VPIRITRTOAEIIALNR, F—avXT
BEOBEIZAIPO1/2BEL ST TnwA. L
2L, BT 7VHCBWTIZAIPE DB VPO
FHBEAE W (AD 1,000 A23 A). Zhig,
TR OBH 2T v FABREE RBORE L
55, Whwb “founder effect’ (BIEAEZIE) IC
IBbotEZLNTWEY FHHETIE 2007
EETITE5F D VP HEBIPHER ST 5%,

Naoto Maeda: Division of Medicine and Clinical Science, Tottori University Faculty of Medicine
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PPOX I ba v FYTHEIZBEL, ~A&
ERRICBVWTTHEEHOBRL LTI MK
V74V FVIXpS T vEVT 4 VIX
~NOBALRIS 2 il ABETH B, VP T
PPOX % 2 — FT 2 EETFOEREMED DS,
PPOX EIZTFOEREL L TIII AV AER,
FURVRAER, AT54ABR, REER
FHAZRLZEOCHREST T 170 HE S
T\ 5% (The Human Gene Mutation Database:
HGMD). IhLEEOATOHEAEIIBWT
1% PPOX OEEETETRIZIE® M H A THI 50 %
ETLTwA2S, ERICIFBEREE LTEL
FTLIE %L, BRERRREOPEE QI3
RO T TRET A, BEDS ITEENIC
ANFOES, TR VEBTIZEE~TH
BEEZRTY, ZhEITRE—ZEEOSTEAS
HOBET . SEESRBRIAEFICAES
ThOVBERTEE2L20T0EEZI LD,
MREOFEEFFRT (VP TIIEYICI ST L
BEV)NDRERE, "2OFEOHEAL L
CEANLEEOTTEIC X Y ~ L RTERYE A5k
WICBREERT 2R AMERERIET S
(AIP DFR % SHR).

VP2 EHT, HEEREETLIRLVT 1Y
VIEAFRHTRREDORNV T 4 ) VB EE L
THRBERBICERTS. RVv74) ViEERH
BT A5 b PO VEIESRISENS
400nm EL ORI Z RBE S 12 L HRE
& 7% - T 630-690 nm fFE DAREEIEEFET B.

BIREREFE
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EREC, —EERBICHRESAZR VT4
UOATFREBORA BEYWFNS IR IVEY

—ZEHRTAHZ L TRORBIZRES D L3570

DB TEEENHEBRESIREE DB
LR BEBEB LR IRTF FOBLERAEL,
FHERBETEETHICES.

4. fE 7N

PPOX BZFERZATHIREAZDI B, &
BRICVP 2 RET 5 DI 6 HRRETH 525
B2 Z D 6D B CTLIRE YEREHUE A —
DIERTH Y, BUEEABMEREDOA, HLL
BE 2R TAEMNIL AL RV

1) &MER AP D% S50)

VP D2 NMRETREE LIE LIEEYIC X
> THHEESNADS, ERP S IXAIP &2 & oMo
BURNT 4 ) VIEE RSO, B
iE, B TR S B ICH
JEEAE L HEEL, EAEE PR R L
BAA. AIP EEBR, WESCCHER:, FEf, S
B, HERDBALNAZ L0 5. WEOERS
BT (AR P D VU R, T L BRI R I
WO ERZRET 5. R B,
$EEL, ¥ BELALH S VPTIEIIHIL
TeBVEDS IF 7 SR IR L72BRICA S
h, TOMOBFHRERHABIEIFVEYO
8, IR, RAVEVH], B, APLAR
L BIDRENIEIES L v, £72, AP
CHANTREREL R THEERD R, BRE
OB EBLhv. —RICEENITORE
13720,

2) BRER
VP T EHORBIEIC L 2 R EEZ RET
B ENEVD, FEFHEBTRESNSZ
LWL, VPIZA LN D FHIREIZKERK
HThY, WETFE, FHE, BEBL R
BEWICALND. ) LKER/NIEDE
BIAOIBBAMZET L. REOKRBED R
Bo—oT, DohEENTERLTL, bTr
ZIMEPLREBOTLALRY, PWRTHRE
R LAIREEE & 2 5. B R TR L 72 ERAL
BERLEABBaOBRLELET 2130, B

B, BICEHBESADONL. KFERICEZE
EMED DY, ELRHITERSRY. 2k,
BWENTUBEERTEARE LV EELEHE
ReB25Z P/ MESN TS
DEoXHiz, VP CRBMRENES L TRE
BEDHIRD 5V IHFET 5 22D IRIRD RO
TERERY, AP EEHRTH P RPA
FEDORRRIZT LU0V EHFE .

5. B LRI (AP O, £1%
ZHE)

SUHRCMboSMERIV 7 4 ) VERR, R
FIZRVEEY 5V (PBG), FVITIJ) L
7 YEE(S-ALA) ASE IS 5130, U
URNVT74 ) yBIRaTraREVT 41) vOHE
MDD SN L, RAERF DRV T 4 VI
BEBEMLUZY. VP TREMNY - Bk
PO PERERICTT MRV T 4 ) VAR
NEY, FICEERERICERET A0, o
BURNT 4 Y VELOENICERTH»S. 2
2L, HEBEROAZET D L) REMHTI
RO DRB L UBEOEILENEEIIAIE
LB,

RSB H72), VPOBMICBIARD
B AL R AR BT T 5.
AIP E#fEEE a7 RV 7 4 1) VEE(HCP) 23 e
I 20nm A EICEBEROE - 2 FT 5
DWIZH L, VP Tt 626-628 nm IR ¥ —
7 BRDHENE™,

DNAENTIZ VP I2BWT H BB O gold stan-
dard £\ 5% VP OEMLEEF ThHS PPOX
BEFOERIIOWTIE, BIPETH—HO
VPER] T PPOX EZTF O AT, #HH
DERFFEEINTNE,

6. BEETR

VPIZIRS S, R PBGHIE® EREO 105D
LERTEEICEIEBERV 7 4 U VEEHBTL,
KRB 20T TR LB TRET
5. VPOAMEREICH T AEBIZAIP L F
HTHLAIPOREZZR). B%F, BEFTIX
TERERICRIF RO E R L, —RRIICAARY
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FRIZELL 2w LaeLl, BEOERSAREY
RIEFIRIRE B, BIEME LA,
RHICRERZRECT I LRINTH HD5 B
BEVEFRMEEY OB R ERICE VEET S
ZEHDE ZOBETBEBEOREERTIV
A VEHORSELAENTHSB. VPTO
HREOHRE D 527, HERCTEHEILIZN
RERL VW, fiogEREVYT 4y v

B9 BB R PIRIER T %,

BEIE, BRIOWTIHBsER L E
HIERDOEEREZIT, /2, 20O
BEICHFREHOY R M eRTRE, BETFHIC
ZHh EHMCRERFPBGB LU RNVT7 1Y)
VEOHEERTIZENET L. kX ERN
DOEEEZRALTD, BEEREZVHEITE
TR ECEROBOBRTEEEZ AL Z

SEEFR VP IR ARARNERERR,  LLWHRTH L. 7
REFH L LCARRELHRTIATOEE  REFORETEEFAEsATOE & Y
PEEITH 5. B® DNARRITIC & ) RAWBERBZORE |

HRBESIN LT SETH LEfEs 2 BEATH ), WROBEFHOBELSE A
ACH. BHEEL R RERCTEN LY ORMBE - BRI CGEEY Y ) o
VAP VOERRETRT B, EEEREC V7R ELEET 5. =
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Hereditary coproporphyria

Key words : 8RNV T 4 Vg, @I 7w R N7 4 YEMHCP), N—F
TRNT 4 ) VE, avTaFNT 1) )5 v B{LEEE (CPO, CPX),
ITURNVT4Y Y, N=FOaRNVT L)Y, KVRE) )TV
(PBG), V¥ T3V 7Y »EE(5-ALA) e

1. 8 =

BEEIZ 7RV T 4 U VEMHCP) I, A
HEEHRROCHFHOBETHLIITTRNVT 4
V) 7 5 B VB (coproporphyrinogen oxidase:
CPO, CPX)[EC 133310 #{zHIGEMHETIC
BET 5 ERafEEREERETH 2.

HCP T, CPO{EENERIBETICE -
THRWVAEY /5 (PBG), FAMFTIIVT
U CBE(O-ALA), BLURIEERLVT7 4 ) V& T
HBHaATORENVT 4 ) VHBERRICBRICER T

BRER, BIEHE DR D b AMNEAESEE

B LC—EHOEE THLRE T X 5 ARETHME
KEREEZET 5.

2. & #

BUEHERNVT 4 ) VEOHRTERARBRERY
7 4 VHE(AIP) R EERIV 7 4 U VHE(VP) &
D BRI, RATIZI0HF A2 ADE
FEEE L ENDY BEERKL, RBEOD
CPOX BETERRRFIZEN LY D0
L EHEEEINLY. BAETIX 2007 4FE F T2
39 B> HCP HEBIHFER S T B2,

3. w"H - " [

HCP iti#{zM o CPO BERERBICH R VESE
ZERPMb o> TRET 5ZHTRETH L. K
THRALRMARANE LT, EERHCPAE
TdH 5 CPOXERREHE TIL CPOEHIZIER
ADHBOBIET LTS, REZEOHS

B HE A

ENIEFEICD2o THCP 2 RE L 2. &k
FBELBEEBERUREICALN, ZRURTOR
ERBDTINTH D, BHEIY LHI£EL
FRET A, BMWREZAIPR VP ICEML, JE
Wrsidons toRNE2or2vA, HCP
OMEFEIRE U TREMBEER X D dFER
BEE R ZENDD 5.
HCPORERBERIZaITORLT 4 ) VDR
BADEEICEADOT, HEHELVILY Y
JECHBMFEERF RNV 7 1 V) VECPCT) I3
B35, Thbb, REMOBLEEICI YK
BEEL, A CREML CHRISRENE &
D, TOWBEBANALNE, HCPBRED
I LEEERERET S D OIEEER0 20 % RE
TVP D60 %I IRT 5 & DS, BWilz
TS RERD A Sz v AIP & ORI X3
fea Nl Y

[N—FOFi7 ¢ U > 4E (harderoporphyria)
el g
ANAEFRIZBWT, CPORa TRV Y
1Y 25 IAHnS Y HVEF Y VHEEET
HAIN—FOURVT 4 Y FVERETCTE PR
W74 05 IXA~OBRAL R R BR UG % fil
By aBETHY, L7z > THCP TIRETER
KehrasaRrr4 ) Y1, BiLLEo
O-ALA B X U'PBG MMENICEBRIER T2 &
2% 5.

-7, "NTUBEGEREFOWMBAILET R
A WFRER LLEEE~T )ESK T
CPOBEHREFOB b BECTTERTT A%
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W, MR VEEROHCP L LTRIET S
2, b —o0BOTENRRREHOFRER &
LT FAEBBIONA—-FORVT 1YY ViEE
BIET BBI95H 550 HCPOWHB THH1N—
FaEVT 4 VETEEEFON-FRRV
74 v OBIMPERNT, BRERE LTH
AREE, BN, FFRED X OCEELR
BEEIFRDSNDE. N—FORVT 4 VE
DFEE LT, ZhFTHESNLNA—FOE
W74 VEBETEIRL LD —FOME
EFICERENICKIME DT I JBEBBRFAD
BT s, EERSN—FTTEVT 41/
FUPLTANENT 4 ) TV IXANOR R
BEBICBIAEERLEEZ N, BETE
BERHFME OBENIEE SN TWBO,

4. 2 &R

DI ELEME L DNAFITIC L 5. R
PBG W X o TEEEN T 4 V) VIEDIEE
b4, HCPOBIZREFF I /0L
W74 Y OBIQEFEAD10-200 ) B L O
Z QEMEAR(CP II: CP DA DR IS L
BERHTHAH". VPLERY, HCPClI#EMEHY
a MRV T 4 Y OBEMEAR LR, R
FUERNT 4 ) DET LA EBEITRIT,

MOBMERVT 4 U VHEEOENCEE S 2w,

%3, HCP TIZRH 6-ALA B X ' PBG i3&M%
HWicorBmL, EFRCEIEREZRT.

HCP 2B} % DNAEITIE, BWOMES &
URZRNEREORER TR L T5720, BE
BLUZFOFREICEL o TRESHELOERIIE
WTKREVW., CPOXEZTEECHEL CIEAE

ke 73

FCIZBRCROER % M 50 O EE 2
£ XN TV 5 (The Human Gene Mutation Data-
base: HGMD). A ED 5 RO OHEN
3;) Z)ZHO).

5. BEETFR

BHERNVT 4 VEO—BRIBERICET S
(AIP OFE % BHR). AIPICHRTEED Z L AF
%L, “MIFREIBEFEVR S BEEOMWE
BEZE) BHRECH L TREALAT VT 2 —
FOEYTHM, L PAIVEHEOANLT IV
FRA—PMEIATTF 4T T4 —=FRv 212Ehn
AEEREIHET 5 2 L TR BRI ELE
PHEIT B (HRTIEAL T VF 2 — FEHIEE
AR THHH, 201245 ABIABHEFRTH
3). BED60-80 % I FHIEDHRE ARV,
HYSETEMRES B VIZEBEERICH LTI
MEFEEE LCGELREREOCIN ZAAT IV
Fix— b Gmg/kg/H) OEGFER L &N,
FERB L OCRFTRPSAERICKET Y. #2721,
Z OGAITMRERIRACRERE, 757
15 FV—YayrhEOAENER &E
BB L TOBRNEEY 7F— T VHBEL R
5.

HCP O HEEHIZBWTIE, AIPR VP ELE
B, OHRIEY, HE BE du)-—RE, B
HET: EOREFHERTFORBIHRDIERETH
5. JERLSBEUEICH L TIZEF Rk, BT
D7 -2 EOWFREET L.
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Familial porphyria cutanea tarda

(Riftt) (PCT)

Key words : RIEMEBFEERE RNV T 4 ) VHE, YORVT 4 Y I —=7 YV ,
BLeREE, JbALEEL HEAT, KRS R E &
>
F MM RV R RV 7 4 1 ¥ JE (familial UROD 3N AEHRICBVWTITHRLT 41 A
porphyria cutanea tarda: fPCT) IZ~NLE&HHRD  / —% » Hl(uroporphyrinogen III, UROGEN 1{%
S5EBOEBEZETHLTORLV 74U/ =V HDPLRANVERYVEICEoTalaR®y %
R EEEE (uroporphyrinogen decarboxylase: 7 4 Y J—4% 2 Ill(coproporphyrinogen III, =

UROD; EC 4.1.1.37) 2@ & O lif 28 TIH M AMK
TTaZLickoT, HEEBRERBEEELR
eI ENT 4 1) ¥ (aroporphyrin: UP) D K&
P &RV 7 4 ) VIETH BV KIEIL
UROD # 2— F95% UROD #fzFDO~T 0
AUERICL 2B AEEEEREEETD
% (OMIM: 176100). UROD EIZFOWE DT
D VDOERI KBS EEEEORE B ERE
ERMEAR V7 4 U 4% (hepatoerythropoietic por-
phyria: HEP; OMIMI176100) T 5. &R
SN2 BEEZ RO L WVPCT, Whw 55
PCT (sporadic PCT: sPCT) # 1 #!, fPCT % II %
L, BICRBENSENSH S—F, UROD OiF

COPROGEN III) # 4 U % BUG % filfit 3 2 B
T#H5, fPCTTIX UROD BInFONTaFES
HERIC L BE5 8 UROD EHERT 259, &
FaanlzdbWwbERIIBYTELTYS

ZD7zH UROGEN SL&EICE L A%, ThH
FITEREREFI SR 2T, BT Bt
ZZTCUPIERAB I LIZE o ThEN 2SR
T2 ZHLTHEULLUPHPERICEREL, H
FBEEZTEI LI T, B ERE
ZRIERITEEZLNTVS. FITBWT
UROGEN 0SB L2 Z1T A A B = X LDV T
X, YUATEF P2/ —AP507 73—
D—D>, CYPIA2IZX WE{LE 5 Z &b

BHERTHFBICEETZ2H02MBICHET ->TW5EA B MOEEFIZ~ Y ZIHTE

5ZtddH5B. ALIE A ANTAR NS, SRANE MBS o e A i

o & 2 - AL TCUROGEN #B L L TRV 7 4 ) vk
I BAERRETIEHSNTWS?., UP &,

FOENC BV TIF 1957-2002 4 F TIZHE
E N7z PCT 303 IEFIH, FTIREDHS H7% PCT
X 3EFIOREDN D HDHATH B —7,
TIZ PCT 26 0# 20-30 % FBEMPCT L &h
Y REOBLIIFIEIFL:1THS. HED
BIZFIET B 2 &%V sPCTICH L, fPCT ®
I3 20MECTRRIET S & SN B

UROGEN 13 KBEHEToH 5 720 KA IRHIT
SRS B, —EIIFHEN Z BEBEBLE %
FTUP &% 5.

UROD B FEEZ~T U%/‘\‘I‘f{b:ﬁ LTw
HEED ) LREET HEEFERTIRERIT20
BREELRBELONTBY, ERZAELTHL
FTLORET HHIT TRV, RICEREE
ZIEEAETRTERS &9 % UROD BIZFE
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