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Erythropoietic protoporphyria

Key words : #RFEHMEETT PRV T 1) Vi,
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Uy gy —8, NHLER,

wE 8

3. BREBRE K

FRIFEFMET T MRV 7 4 U V4 (erythropoie-
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YEFL—MNEE, ANLEEL SIS EMET
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AR A B L72EPPAAHERE SN TEY, I
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M2 40 % FREIZA S 50,

4. &8 73| 7
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ZFEDTH D FECHOEESETT52 &
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BHELa P 2E LS00, F ey AKF
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cay) i & o T FECH mRNAE SR $H 2 &
FEBMCERHLA B, EEFBEork
EPP 25EFIDTRTIIBWT, ZOLEIE
EFERZL VWA 7 Y VICHEET A E

dARLA F7, BEAOERMMY v 3%z H
W IVS3-48T/C D& {%FH & FECH BRI
EDOEFRERN, IVS3-48T/T, IVS3-48T/C,
IVS3-48C/C DIEICEERTEWSKT LTWwaA T
LaRL7 Iho0EEHNS EPPIIFECHE
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EE5 L) WP ERTERIONZ, dH—F
DT NVOBIETFEIIVS3-48C # ffEHo 2
X o TRIETHEWV) A A X LPERE
n:(J®1). 29 L-BERERR—REEEE
BHO LI ITHMREN) B4, IVS3-48C D&
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HLEFTEMHEEE L EFTRETHS. BE
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DIED, 2232 LT FECH G128

252 5BFICOWTHIRF SN TwA. FECH
NI GFIZERTRTFA~—2BR LT
5%, TI/HREBEREETSFECHGF L IEE
FECHAFLDBANTUFA < —%2 R LI=%HE
(EPPEENI ALV AERDOATF OEAKT
HEHEETHL T —ERIFAREL &
D, BEEEMETTLEW) FIF VY MAS
FATHEBRENTVSBY ZOMFECH D
EHETZ25IEECTERE LT, —d0%
B8FEREHRD ) b—FORBAKRIE L 72HRF
Horo—F N R¥EEICE 2B RIELR FECHSR
HEODKT, FECHEET 7 UE—F —HBIC
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FRARSEERME (P8 88 RV 7 4 ) ViE (HEP)
i, vuRNT 1) )5 BURKEERESE (uropor-
phyrinogen decarboxylase: UROD) [EC 4.1.1.37]
DEEIEHETIGER T 5. Biahesitg
ERRE LY, BEERVT ) VEOHTY
BOTENRFERTH %" UROD 3B RHRF
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HEP & [d U < UROD I TICEERE T 5 R
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HEP 3 BIZERV T 4 ) VIEOHFTHED
TENRRETH Y, 1969 FED % 1 FlEREY L
Sk, THRFEFTORERZEHFTD 40 EFNI
727% . Kondo HYOFAEICL 5 &, BHET
132007 R FETIZ6BlOFHMERALNT NS,

3. RHELRE

UROD IFHAEMREICHEAE L, NAEHRICBY
LZ5FBOBRELLTYURN T4 Y )5
s arafivy 4 745y NI ~OFHKE
s % filt4 5. HEPIZUROD 22— F% 5
UROD BIZFDERDFEHELEM S L ZHEE
AT OEERTH Y, UROD EHIZTRTOM
Jiz B TREAD 10 % K IE T LTwv 52,
RETHL YRRV T 1) Vid, BHKRIFEK
ELBREERZIANLDOERDOBFETH Y A D
UROD OAMEHED L D IEWFIZB W THI
BRENCERSNSDS, o EICmIicE L
RANEHEE SN BRECTHEBEERBICD KREIC
BRTL KV 74) R ERETAF IS E
O — UV IEE RS AR <, 400nm FB D %
ARSI BUS L CRiRIREB L 2 245, Tk
EICFIFRICEA T 5 EEEEE (ROS)ICL » TR
BROBBLRPHEEE L R XRT7F FOEL
MEESH, EHHEEEETLICES.

—7%, UROD BETOERIZEHL T, ~7F

BEURZE L
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%1 HEPRRICH!T 3 UROD BIZFE

French(?),

Y

]

 Ged(2002), Armstfong (2@4)

: F4§L( F46L British ( ?) mild ~mo ;
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)
VI34Q/H220P. 1 British-German mild no - Meguro (1994)
64551;ﬁii;;510 1 Pﬁ;ﬂiﬁﬁi;z? mild no Cantatore ~Francis (2010)
E167K/E167K 1 Ttalian 1m0 - 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 Falian mild no - Moran-Jimenez(1996)

PCT: porphyria cutanea tarda.

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

TEOIPCTIER b &b THAE F TIT 100
M T YA EN T 5 (The Human Gene
Mutation Database: HGMD). #® % & HEP #E
BITHREENERII ALV ZAER 13,
REMEAER2BO L > TWE(ELD
25, BRANCHE SN G2BIE B R IZonw T
HEPB I UIPCTICHB L THRDHLNTEDY,
HEP *{PCT DA EHTH 5 & T HRPD—D
EoTwBY, HEORFIOEEFLFBIZH
DOENTVRWEEBE LT, ANFuEsTPCT
BRIET A LD % UROD BT ERIEL k€
HEVIEENTUEETET A HE AR
BEIFHRERCTE 725617 #ic, HEP TA
HN 5 G281E LA OEE TIZ UROD HHEIC K
T EREBRET XL DT OBASETIZPCT
ELTRELRZWY, RENBEEINTYA.
%72, HEP T UROD BIZTOERIPMIC L
o TEBES VN2 L LTOEESERIE:
PAEL, BRERICOEELERIZLTWE I L
P/ ENR TV E¥ I (F ).

4. fE K

HEP % < (384 RH A /MBI AT T
RIET S, MAFITIE, EEEZED SFERHEA
o, FLEED O ERBEUE L L THERF

ER OB BB HITKESLTLAR
T 5. 72720, MHBERUSIZETE, BREME
T, HAEBZELOBEIIROPNL W 5L
BELiEH 5 FEREIZRYES R, kS
e &b o TREEIL L, FICHRBERELR
R OSEEDSHASONS X H X% 5. FFICEE
BITIEFIRPLBE LR EITRIBEEIC L 258K
B #3E (photomutilation) 254 U, JeRMRIFEK
PRV T 4 ) VHE(CEP, B4 : Giinther i, Bl
TSR L AKOFRERSCHEEET Y. F
NCBEmMEEnS X OBREL &3 5. %R
VT 4] VIEICA BN B ERE,
HEP TixA bz,

5. 2 CEBIRRH

HEP O AAbEEMAT R, F U < UROD D
ETICHERET S PCT EABED/N Y — v ERT.
Thbb REYOELT 4V (BIUANTS
FANKFIRNT 4 ) )DPEHEL, T/
EBEFIZZS VTRV T4 Y ORBEER
LT EHHBH L, PCTEERD, HEPT
FARMERFICTT VRV T 4 v, BRICHESE
FUL—hrL7Z7T MRV T 4 ¥ (Zn-PP) 7S
FERBRC N 5. 72, #RIERT UROD &
i, fPCT TREFADKS50% THSHDITHFL,
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HEP Tt 10 % ki L FHIE T LT3, K
1Mk T i3 UROD 1& i3 PP AL ¥ TS AN
LOIFFTHDBEEZOLNSL, BMLUVEER
R%EL, CEP L OENBLELREAICIE R
BLUORFERICHREINDZ RV 7 4 Y VE S
— VO, BLUTENENOEEBEEET
OEROENPERTHS. %8B, HEP TikH
WARNT 4 VEICEENZRPREVEEY
2V (PBD)RFNYTI LT VEE(S-ALA)
DOBEIIE A B iz,

6. BELTHE

HEP IZ3§ B IRAHEHRIT 7245w, PCT &

By, SAWEERT BN~ T 7
Thrrzunx RS IENTHIY. K
FHEROFEE LT, KEt%EE - 51ET%
KR, A7) —v R ETTELZTHEEN
HHGBEL BT S, ERIMBICHERL, B
FEALF B D72 01 ZIRBG D H ML 510
g 5.

7272, HEP CIREFERIZRIIICDIZo TA
LNELOD, BHIERWIZIEEAEDERT
BELAMPCIFESE, HERER SEALNT
BHT, BRICAEGHFRIEIBRITFEEDNEDS
SHREIER % ER UIBIT T 2 LEN D 5.

- Be it
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2) Elder GH, et al: Hepatoerythropoietic porphyria: a new uroporphyrinogen decarboxylase defect
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Acute intermittent porphyria
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Key words : BRIV T 4 U ViE, BUERRMERILV T4 VEAIP), o
FYRAFNE T VEHREEE HMBS), #VEAEY 4V (PBG)

0-7 3/ v7Y YE(5-ALA)

i C &I

RNVT4) VIEOSHEMO S b, BMEMK
PRV T 4 VIEAIP), £ RME(RE) RV
741 VENVP), #EEaTeRVT 4T
$E (HCP) B & UFALAD RABHERNV 7 4 ) VIE
(ADP) D 4 JHENZ ARV 7 4 ) VIS &
n, FTOFERE, HBERER, BAEFR, BEAS
R EEBRICBWTHEREBT 2EH5HBE . L7z
55T, KETIZAIPIZOWTHRRSE S, AP
FEMELVT 1) VEORERETHY, o
FRROBRIID > TEHARD b TEEIC
TR F2 BV 74 VETIEMEESH
WHNBZENREL, HHERPWHEL: ExRE
LT Wi, ARRICMFHE L TIERER R
L7z

1. NLRBERIVT U VHE

1) NARBEERILT « U

ANLL, ANEFOEURIFSaY Y, Fh
J0—A, HYT—E RVFFIF—-ELL,
BEOERL 7O b OWi% L Vo SRR
BBEET ALY VT OBRSFHETH Y,
HERBEORBRINICES T2 ER AR
THBHY. NAOEERZIZIZTTXTOAEMIE
Tiibh a3, WILEBWTIkEL LML
BHARFRIIBWTITDIDE, ~NAERE, 3
PV RYTHTOTY Yy eH sy = )v-

CoOADIMFEEICIEE D, W THREETEOH»D
HHEORNT 1) Ve TERBEICRISL, B
I Pavy FYTHICES TRERIICAL LR
5 (E1).

RBNT7 40 VIER, ~AEKICES5 T80
DEZD I B, HAOKEE IS % T 5 0-
TIJ VT UEREREER(ALAS) 2B b &
DT ODEEEDWTNIOERD, FLLTE
Noxa—FyHBETOERIZL-T, &TF
FEKRETLIEIGERT S, NABGBRIC
BT BT XTORRMAHED BN AR
SHLUTHEEZAELTWED, LOBERTORESE
AEEINTWEINPICL > TBREICEESIRS
PR (RTERE) S8 5720, FhEnRi
DR BREEAE LA LI A, Thbb,
RIVT7 4 ) VHEZEEEENICH BRI D het
erogeneous IR B S 12 B2

2) g, BLTEMRNT 1 UED

BT

FERECEIL T £ VIEIR, TS5 ANLRTER
ROBREADEL LTTHBRTES 2206
AVITEHMENMBATEZ 2L T,
e B CHEENTEZ(ELD. I,
NAERROEEREOTEEIRND 2 KA L
HlERTH I L B E TENENEIRERY
KRR THEENRTWALZDTH 5.

BIZE, ~NABRROEERFE TH S ALAS
T AL Fu®Rd A5 VE S v EREE hy-

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

RRAERRE IR

0047-1852/13/¥60/8H/JCOPY
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mitochondrion

glycine

~

cytosol

» J-aminolevulinic acid (ALA)

T ALAS
succinyl CoA

heme

Fe?t 4 FECH

protoporphyrin IX

T PPOX

CPO

l ALAD

porphobilinogen (PBG)

l HMBS

hydroxymethylbilane

UROS / \“ (non-enzymatic)

Uro’gen III

| (o] |

Copro’gen I

Uro’gen I

Copro’gen III

Proto’'gen IX <=

/

-

1 ANLABRRERIVT U IE

NLERRICHE T ABERE B TR T)RERTSOH 57

BT 4 VIEE, B&Y

DHERISEMIET 2 0-7 3 ) L7 ) Y BRAKEER (ALAS) B ¢, 7o0BED I
DIEMDET T RRBIERTA7:0, FOEEFNBEINTVWERIZI > TERLEFR

Bebmlet sl Lilhas.

droxymethylbilane synthase: HMBS, 54 por-
phobilinogen deaminase: PBGD) [EC 4.3.1.8]
OFMHEEIEF T 2BREETH 20T LT
BHTEH6ETHY, T/ HMBSTEMDS
EEAD50%ITET LTw3 AIP B3 TIHiT
TIEANLFERYE QBRI EADA L5358 T
AL T, AIPIRIFSERV 7 4 ) VEE LT
SREENL. Fio, RFERE(ERME) T2 bR
V740 ViE(EPP) OBEEBRRTHL 70
9 % —¥ (FECH) ® ALAS {235 5 ABx i 12
TR ELHADICH L TEETIZ2-64F
BELI2WYD, FECHESRSERAD
50 % KIWGIART L 72 B4R T3 -8 BRI BRICHT
RO 7a bR/ 7 47) UBRHERETLHI L
27 Y, EPPIZBHMERIV T 4 ) VIEICHES
NHZEilhd B, —KIC, HFHERVT 4
U VETIEFHEICBIT AN ARIRELIE
EINLEZPRFRTIEHEERIAONT, LS
- CHEIMAFREEITE Chv.

—7%, BRI 5%, Atk iERRE IR
ZEMETLEMRNVT 4 VIE & B GRA
BIEZ IMETHIRBERNT 4 ) VIELIZHHE
ENnsg, BMWERIEZOFADMLNI X,
BICEIEMTH L EhD, BRNICEZHS
OREFRLVERBEEZEZONS. 2RV Y
14 1) VWX AIP, VP, HCP, ADP ® 4 JREIHs
aZEh, BEERVT 4 VRECIEBFEMERE R
N7 4 YHE(PCT), FFARIFERME (B8l K v
7 4 ) VHE(HEP), SaRMARZFERME (B #ME) K
W74 VE(CEP) 3 X INEPP @ 4 I & &
ha(R1).

2. Bis - &¥

AIP X, "ABRRICBITH3IFBOREET
% % HMBS O R GEEN)EEHETIOER
452 VP, HCP, ADP L HIZ&MRVT 4
U VEIZSEE NS,

AIP %, BEREMEERVT 4 ) VEOHRTIZET
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£1 KNWT U EOHESIURZREOFRH
, sl o A
A 7 (s 2) Bz | RE ) BE | mman W | BEN
s wat | mE | BET A $
- g (~2007)
ALAD KIBHEAL 74 U | % - % | ALAD | ALAD | {L2, ##%. | R 6-ALA(PBGH | 1
> # (ADP) R R | E )
FREE. R
Rz e
SPERIKHERILT 4 ) > | % - 5 | HMBS/ | HMBS | 1422, #i&, | ¥ PBG. 6-ALA | 193
352 (AIP) PBGD R, B
. W, R
¥ Wiz
W\ 2 Cgmmasasns 10 | % | CPO | CPOX | L3, #i, | R PBG, o-ALA | 39
Wl | vaEHCP) HigEik. B | COPRO, 3 f& o
ek, JFREE | COPRO
SREVE(RED LT 4 ) | % - 8 | PPOX | PPOX | 1L, 4% | R PBG, 6-ALA, | 54
% (VP) ¥HGEIR. M | URO, COPRO, 3
SEBk. WERERERS | i PROTO
=4
WM AL T 4 ) > | Bt | UROD | UROD | sk, JFFRE | B URO, 3MEwh | 318°
% (PCT) % £r 33 | isoCOPRO
| [wisRsriE (BBt # v | % - % | UROD | UROD | EERsEikigw. | R URO, I3k 6
9 4 ) ¥4 (HEP) FrREE ¥ PROTO, JfEH
. PROTO
B | SR HARFIRIE CBBAME) |9 - % | UROS | UROS | MMiEHk, JEMm | R UROL b | 35
% F7 41 viE (CEP) BEREEE L % L. | COPRO L URO I
i RER. R
F
RIS (BRI 71 I | % - 4 | FECH | FECH | RsEik. FFBE | M3k PROTO, | 181
RBN7 4 ViE (EPP) & FF R PROTO

oW TR () 2 B8R E N n.

"PCT AN L REMSH Y, HREUEFEANICIE L,

REMROERLBRERITRHTH L. 2B, WBE

TJUAEF)RRE HRAZFHTRIBEEDOS
WEETHL. BlIIAYz—FraehleTs
Jba—a v XTIZALI10FH72 D 60-100 AD
BERESh ZhiZkEoOHI0EOMHEET
H5Y. BEHDBEOLEICHRET S AIPIEE
e REMEEERE L 505 BRTHEHI1C
ZRTFUEBOMEYND Y, EBICHET S
b D HMBS BIZTERREREZ D 10-30 % 2
BRRTELZWEZZONTWS, BPETIE
2007 4 F T2 190 Bl d T ) OMEBIDH 575,
REFFRPRAE LG, BLORBEELRREE
ZEDDHEERICIEICELFEET L LTS

ns.
3. REERE

AIP T3, HMBS Bz TZERI2#E D { HMBS
DFEMETICEY, ‘vz VREEMETH S
RNVAEEY )5V (PBG)B L U 0-ALA 2B H
IZERT 5. BNRIEOBMTHIHRRORE
Wi BfE0LIZA FTAEKENS S-ALA
HEVIIMMORBED L 2MBEETHHLE
ZAHNTWw5, BEREOFERE LT, E Lo
EY, WARVECOT NG VA (EHEFRE
IRAER, HEER) KiE, BME o) —EER
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RRUEHZT ATy ), BYER EHERS
NTWBE ZOXAH=AnE LT, EWRBHC
Bi5-4 % JF cytochrome P450 D5 (=~ A
AR, B X THLEE R BEGEIC X % heme oxy-
genase DFFE (=AHETHE) 7 &, ~NL2DF
ESHRL, BHEELUTALASHFEIRDIK
MOPEBICHHZ EHELTHL

BIZFERBERE BT 2HE Y ERESESR
YEDRRZ D R 23k ATH S Thbhb, FH
UERBRETHERE, BIEOBRAEREL
FTF—y R EICL ) ERENEYIINT D EZ
Wi s, B2 BERELTWLHRRE
KL TCRFREYOLEILIIKREL, —F
BRIV CRBEOREE TIIEEBIT/N IV
EFEEND. LY BEAMICIE, BER, BE
VRioBY%, FRakR, Ry PBG Y 5FLH
DFRER R EVHEEBERF L EN5,

B, REMGREEFEERELT, "VE
V- VRER, T rH, FvwhAE &
CLETEE, =X bus YEFZ ESmehT
Wb, BEIHFREYIRER, BF24FH
VDIZEL 5. il 4 OFEYOREEHERICD
WTIIBEEY A F 2RSS L L w(lhttp://
www.drugs—porphyria.org/], [http://www.por-
phyria—europe.com/], [http://www.porphyria-
foundation.com/], [http://merckmanual.jp/
media/mmpe/pdf/Table_155-4.pdf] 7%z &).

4. fE ®

AIP Tl aMR V7 4 ) VEL R @
W= KEEE Wb b, B, B, E#
B EOBEEIERD T, @8 I B R 7
ComREMRER BECQOBMERER £
T EOHEMREREET S 20 b&id
I ALNBERIEFETH 5, ETEBOAM
HERZ D LWL BRI Z v LEH Bk <
A, RBESHMERES, BEESEREZES 2L
BENTHB. BIEGEREIGEZ S, R
WLVENCIZEZNRICZ UL, TR
L TENENNIEERN L L0, F0E
ANTIEPIRE, MR, R AR CERT
BT EHNEL, LIZLITANEER/I LY X,

HMEL HEIVBLATFY—LEELEDENL.

SURIEEIARRRLE, FRR EOITEIEL
EUREERTIHT 2. BEZLIZLIZBIK
RPEMEBRELE T BRTEH-THRABEE
2 SPAIR AV E ¥ REE S UWEREE (SIADH)
IRET BEF MY v AR R0, BEET
(ESd s el

ZWoOhhwE TERESET S HNT,
FEET & 2 2EYIARBUIH SRS,
SVEERIIEICHEY 2. MRERIZ VT
BEEETHY, WHOBRETIIHRLEDOHA
WHAAOND. HHETIRREL Y b, I5E
ML VTS HHETRESETHY,
ASCUABRREE A & AT L, BREEES X OE
BB AE U B, HIZ 10-20 % OAEG) TERFRE,
WEIR AR RREIC & D IEICE D, FD—JF CTHRED
LOBBIIERTH Y, —EORER) TIXIEWH
M BBIE 2 RS, SRR R /NIRRT,
—BYDOKH, BREESELLILDIDS.

29 LB WRENE i3 30 AT L,
BYHL Y EMICEBET S BERMMB L
HARBRICALNEILEIBOTENTH L. B
FOBFEALIIED LA OFEZ R
L7zoBIZIZREICTEET 55, 10% Ko
BECIHEBLTEVET. 2B, ®VELRBE
L7z AIP T, P4ERDRRICERE, FHED
EPHEEIEL B 5. ‘

5% &I, HCP, VP &Ry AIPICEEE
R OEBUBRUE) dA S Nevs. AIP Tk HMBS
EHETICED 0-ALARPBG L oz RV T
4 VETEBRE M 5D TH-T, LT
TOBEFERIBIC & > TERT 2 BERZ R
V7 4 V) 1K (photosensitizing porphyrin) %
mLlZzurschs (1)

5. B WA

1) %{b2HE

SERB & CBARE, AERGRETED),
R EPOEWRVT 4 ) VENERDNT:
e, BROCHRETREIIERP PBGORET
» 5. 2HHTIE, RPPBGIZADP 2Rk< &
RV T 1) VHESHETRTITBWTIHREW
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AIP: acute intermittent porphyria ZSMERKRMERIV 7 4 1) VE, HCP: hereditary cop-
roporphyria &f&ZMEIT 7RIV 7 4 Y VfE, VP: variegate porphyria &l (RE) R

V7 4 V9E, S-ALA: d-aminolevulinic acid

8-73 /7 V7Y “B, PBG: porpho-

bilinogen FNHEY /5, UP: uroporphyrin 7 TRV 7 4 1), CP: coproporphy-
rin IRV 74, PP:protoporphyrin 71 FARNT 1) UL

WZHEINY B (EH A @ 20-200 4%) (¥ 2) (ADP T
(X O-ALA OAYHEM). $FICAIPTL ) BE%
AL, F2oFRLMO2HEL )RV, —
7, RpowaRr 74 ) ryBLFasaRfu
74 UEIMIIESRNTH Y SRR
2w, AIPTIZ VP, HCP & £ b, #EFEF~D
BN 4 YEOBRESIME . £, 3
L B HEIER R () ICB W TiE, R
BIUHEATORLVT 4 ) VEKEEIIBBGA
EFEZRYT. s 3HBMOENIIT—HK
TIRB L UOEBEOEFERETIILTLLZ Y
Thy VRERMELONEV) 2, HELEZ
NENORETIHFRN D OERnD, HE
ZhloTREERLVT 4 Y VIEE LT
LT#Ho THER . FooENEE LT
HPLC 447 R A i 8k vh > HMBS B R IE M 0Ol
LWRETIRD BA, — AT 2w,

WEFRICE X, JRFPBGASIER ERD 10-
10050 Lo BEL RTHEICITAIPEZED T
EWRVT ) VEDORERE Z, BHITHE
EHBTRETH 5.

2) BIZFEIN

ERo LI, kLY AIP OERRZHICIE
R 0-ALA % PBG %l T 5 AL FER
AwebohTsl), SWHoORELBERZ D%
ORBEIL, BMIICBIEEEEL LR

CRIASNRTWS., LALAD S, S,

REDEREY, HLHVIFERELREICEY, F0
R EICELRIICEES, whWwBE T LAY
— UBEET S, ) Lz eERICL, KE

DBEETFILFOEREZT, RV74) VES
R OZWCHERERRETOMITTbN S
oot
AIPICBALCEARNV T 4 Y VEOHFTHBE
{FDOEEBEETH D HMBS BT 10—
v rENnY, BREFLELTINETICRK
LB ALRE, IALVALER, ATI4
VUTEREEDTI0HT ) OBIETERS
wEIN TS, BERFERTEI L, V=V
DR VHEEBWASWETH D, EETHTIE
ZEERIV T 1) VIEZWTICHIT S gold standard
EEZWVWR B T ol ABETERN
AL NE RREIEETH - -RRAPD
REAERKE O IEHE R ITER & € OIFROFIET
W - FIEFEEAFT R L 2 2% AL ETIE
RN T 4 Y VD BIGTIENT DI 68 % fi a3 R
LNTWBAS, TRk 224 FEA S HF E5%
B4 (G R BRI BIEMR
VT4 VEOEEIEEREL S CBE - R
BORFICET 29 I I L, RPEO
AIPIZoW TR IR T TIREERBO 18K %R
DIFFT D HE S N T» 3.

6. BELTHR

AIP ZEZO TEMERIV T 1) VIEITHT B
AR, FETY (FEORE - BRE) &
SHEBEDSEAL 25, BERIEEERVT 1)
VHED 4 35E (AIP, VP, HCP, ADP) ¥ XTiZ
H@ETHDOT, TRIWBMICHAT 5 HEE
HF, FCHFRETREL BREZHEL,
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BAuY —%BET S FHEYIRETHS
PERTHEPICOVTIEA VI —% v MY
%38 UCHE#RIE o 5 (RTak).

BRI BT B MEERE LT3, ALASTE
BOHEB LTI O —#HAZENICKED
5-10% 7 F ¥ $5# (3,000-4,000mL/H) ® i
FHEDSHV SRS, F I ALAS EM#I o B
BTy AF T OFRAES bITbh s, SHE
gEE LT, MERE, WM, B, ARiICxL2
aL7ae Il VREICKEDOT EF [ FALE
b, BREICE o THEMISHEELASEEICIX
BTHZHHT S, 2SNV E Y — VEEREITER
PHEXEL-0ESTHS. R ESIME R
CHEMRERICH LTI p-T ey h—3H
whHna, KUY A X ARETIEE
REMIEICMATY T ENRLZHET A, ¥
TENRLIFREA OB TEED LR
Z LHEZFEPEDLGAICEONS. D7
W, BERNT 4 ) VEOATIIGE T IR
DAY O—VIZERDEERT D BICEELH
TIIPFRERZ GO/ ERERDLEL 2 5.

MEREFR OSSR 2 FRSIFTE 5.

NIV OREIRTE S SRR O R R 2
BHRETY, BKTIEEWEREIRD L NE
—BIRFEL o TV E (EPETIIRARTH
B, 20125 ALY IV I F—NVT4 VT
A(BR) 2 HARGRHEETR). E MAIVIERAST

4774 —=F Ny 712X THTDALASD
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fH8R) RNT U AEICERT 32X LT

RBIVT 4 VEE : :
ADP ALA dehydratase deficiency porphyria ~ ALA BiAKBEZER\URL 7 4 1) VIE

AIP acute intermittent porphyria SMEBRERIVT 4 Y U
CEP congenital erythropoietic porphyria RRUEFRFHRE(BBHE) RV T 1) ViE
PCT porphyria cutanea tarda MRS RNV 7 4 ) Vi
HEP hepatoerythropoietic porphyria FEHERVT 4 Vi
HCP hereditary coproporphyria BEEHEITOELT 4 Y VE :
VP variegate porphyria ZREEE RV T 2 ) VIE P
EPP erythropoietic protoporphyria FRIETRYE (BBEME) 70 PRV T 4 ) VI %
ANLERREE , ' ' 2
ALAS &—aminolevulinate synthase ALA & EER %
ALAD d-aminolevulinate dehydratase ALA BikBESR
HMBS hydroxymethylbilane synthase HMB &R
(PBGD) (porphobilinogen deaminase) (PBG L7 3 /%)
UROS uroporphyrinogen III synthase Uro' gen I A HLEEE
UROD uroporphyrinogen decarboxylase Uro’ gen i R BEBE R
CPO coproporphyrinogen oxidase Copro’ gen BR{LEEE
PPOX protoporphyrinogen oxidase Proto’ gen BR{LEESR
FECH ferrochelatase Txuy gy —¥EEARR
FN740 CHEWE = L
AlA J—aminolevulinic acid S~-TI/)VTYVEE
PBG porphobilinogen RFEY) 25>
HMB hydroxymethyibilane ERraF v AFNVE T Y
Uro' gen uroporphyrinogen ZA=E: ) A S RV
Copro' gen  coproporphyrinogen aFaRVT4) )5
Proto’'gen  protoporphyrinogen TarRVTLY )T
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Key words : 8RNV 7 4 U Vi, BEIKRNVT 4 ) VENVP), 70 bRV 74
) 2 EBALEE (PPOX), 7O MRV T4 YV, FNKEY 24
Y (PBG), 0~-7 3./ V7Y v (5-ALA)

1. B =

LREE(RED RV 7 4 ) VEE(VP)IE, ~&4
ERROTHEHOBEZE THL T bENVT 1)
2 47 WAL EESE (protoporphyrinogen oxidase:
PPOX) [EC 1.3.3.4] O BIZINEHR T ISER S
L ERBAEEEBEERETH D SHFELV
T4 VRIS, BEBRERVT 1)
VHE(AIP) L ARk, EMREHBFREF LR
TR MBI R EOBMERE BRE L
9 BH, —HT, VP TEAEHBEESALNR
5 Z L HIFECT, HOBRSH ONERER, 18
HRIR, HEOMEEYE, BRILE $EERY
EHEBEHEREES. £EB VPEEDS L
FEU LERURIEL BESY, REEROA
PBRRD LA, ,

B, VPIZowTik, YHOFEDLHE
ERFICREFEDO Y 3 — V= H#(George 111,
1738-1820) S AIEICBB L T2 2 753 b
By, BEBOEERSTBE, KEEKREW?,

2. & 2 -

VP RTOANFEIZALR, F—TvNT
ZZFDOHEEIZAIPO12EBELEINTWS. L
2L, BT 7VHICBVWTIHAIPE D VPO
T ASEEAE WV (N 1,000 A2 3 A). Zhig,
170 d s+ v FABRZ L@OMEE L
T 5, Wb ‘founder effect’ (BIZAERIE) 12

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

BEERIEPIR

0047-1852/13/¥60/H /JCOPY

LBbDEEZLNTWVDY. FHHTE T 2007
FFE TS5 6O VP MEFIDHER S LT 27,

3. WA LRE

PPOX I b2V FUTHEBICREL, A&
EHRRICBVWTTHEHOBZEL LTI bRV
T4V IXPo7a MRV T 41) VIXA
OBALR S % fit#it3 5. VP CTlZ PPOX % 2 —
F¥2BEFOERZEI D, BF, ERoOAN
T OEAKIC B VT PPOX OEEEGEM X IEH
NZHRTHSOBICETLTWA, skED
BIEFREHETFVP TREMICL B EHEW)
AMb o> TNLADTESHEAL, ~LHEEYE
PHRNIERER SN DR, SWEREE
35 (PR ‘SURRERVT 4 ) VE(AIP) &
)., Lal, ZEOREEEILTLOIELLE
%L, BRREBOFHES ZIEEFEOT ET
BRTH T BEOZZEEMICATT
BE TR VEBLTLIEANTUESY
RTD, TNFETRERA—EROFEESEOR
HiE v, FEEARBEIEFCAHEETH D
B2 B0 T20EEZILND.

VP2 E®OT, BEEERZETLEZRVT 1)
VHERHRETIIRBORN T 4 U MESBEE L
THEERBICERTS. RVT4) ki
B 55 b — VIS DS <,
400nm AL ORISR % B S 1 2 & Fhi IR
& 7% 5 T 630-690 nm L DREE X FT 5.

BRCREE

— 138 —



MBAEMRE (FE2HR) 1 477

LR, —BEERRBICEE IRV T 4)
UOTFIREBOR A R EYFENSTFIZTALE

—REBRT LI L TIRORRBIZRS ) LT 575

Z OB CEA X NIENER IR EE O B
LR BB LR ) RTF FOBRbERAEL,
REASTEET LIRS B, —KIC, R
VT4 VEOZFREIZBIT A EBERORER
BITEEOEE TEEINIENVT 4 V&K
O L8, HX~OBRZEREIRET 5.

4. fE ® 2

PPOX BfrFERZHTHREED I B, %
BRICVPARIET HDIX6HBRETH L, B
2% DR 6 OB TIEBLHE Y B HOiE 23—
DIERTH Y, SENBMEREEDA, LKL
EWREZURET HEMIL LAL R

1) 2MEER

VP O S HENIBMERIEL ERD> 5 1EAIP
BREDMOEWERNT + ) VEE RO
v, RIS, BREER T T ER AR A &
IRV~ BEEL, FAEERR
KBEEEA LIRSS, AIP LR, MER PR,
B, BIE, HRGAONDEZ EHFHS. M
i DS R MR T IS AR P O IU R R, TS
BRI R MR G BRI AN DB 2RI T 5. A%
B, B, ghEL, R, EELAELH S VPT
E, 29 LRIEOS BH -8 ERAL
BRICALN, FOMOFRER(ARICHES
FVE Y DES, R, SVECVH, B A
FLAZOICEBHDIFFRITZESE L .
F7z, AIPICHARTEURELRTHEI L
{, FRZERVETIEI R, —RICEE
BRI OFAEIL 72 .

2) EBER

VP CIZ R BREIC X AR EEETRES
L2 ENEL, EEREBTEEINDZ L8
%\, VPIZHLNEEEREKBERERET
HY, WEIFE, BHE, BHEHL: CEREE
ERIZASNAG. 9 LK/ KA ERS
LZOIHBEMEAET S, O L FHO
—DT, UVoREENTERTL, bIFrist

BRrOREMOTSALRY, P THEEFE
B UARIREHE S 2 5. B R TR L - 3BALIEE
WMLBBOOBRLELET 5130, ERLEMN,
BilZSBIEMNA SN L. FEERICIZTEHED
HY, EEHRICHEIERI R, 2B, HEN
FUEAATRARPE L VEELEEEREE
T5ZEPREIRTW 5,

PEDX )iz, VPTIREMRIES X UK
BEINEMD D WIIHET D 12 DITHRIED
TEFR(SHE Omk) &%), AIPRELH
RTDBPREPAREOTRITT HFET oL
Z %,

5. B EAIBH

BIFE ‘AIP’ 3% 2 204,

SR EMMORMER IV T 4 ) VERR, R
FIZRVEEY ) 5V (PBG), 6-73I/ V7
) VR (O-ALA) SEBICHMT 5134, Yo
RVT 4 rBETaTaRVT 4 O
PBRDOEND. RMERF ORIV T 1) VRILE
HHIML 2w, VP TIRANE - SMmcsh
LOFTEMERICTT IR T4 ) VB ER
D, FFICANBERICEET D, o
TRV 4 ) VEEOENCERTH S, 1272
L, BREROAZET S L LEMIITZ
NOLOREB L UEFEOEALFLIRT AR &
5.

WIS H72), VPOBKICBITA&RD
S AL F R AR BRSO Th 5.
AIP ¥ HCP2%& 12 620 nm fHEIC 86 HEED
Y—2 %23 5DIZx L, VP Tl 626-628nm
BB -2 BRD 6N 5™,

DNABHT X VP IZB W T H B gold stan-
dard &\ 2 5% VP OEMLEET THSH PPOX
BEFOERIIOVWTIE, IRAEVIRER,
VR VAR, ATS5AAER, REER W&
AZERZEOTHRAET TP 170 RME S
TV 5 (The Human Gene Mutation Database:
HGMD®). TAETH —E D VPIEF THENT DS
iThih, FHROEERIPFEEEINT NS,
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6. BEETHR

VPIZRE S, JR PBG ASIEE FE 10 5L

FERRTHEICEREERNV T 0 ) VR LB L,

HREZH 2RO TH 2RI RET
H5b. VP OBVEFIEITH T 5 IEH AIP L [H
BTh s GIFAIP ). SURELHRET
LPRFOBREPFERE 25, @FE, BREFTIE

FROBRE L MPEEOAL TRIFRISERL

—RICEGHTFRIZELS 2. L2L, ZHoO
BN E RERIORRET Bl &8, B
Eb%d WIRPICEELEZITILEENT
HBHY, FICREFREEY OAREY 2 HHIC
FOVRETHIED DD ZOBEFIBEEDE
BERITHID, B IAI VEROBRELENTH
5. VP TOFBHMOHE LD 555, BERET
EREL S NZIREE & 1TV Lo,

BERREE I LT b ST B & SPRERREE A2

FEBABERERE Y Y — X No. 21

KTHD, HEBRELBFRERSLAEH LY
VA ) -V OERRETIRT L. FEERIC
X9 5 A% 7 NIRIGHE (& 72 .
foEERVT 4 ) VR ERKE, VPIIHT
LRARIEEEE R, BHEICIERBICONT
IHREED LD ITEBEDOAEIREZITV,
F7z, PR OTEICHEREROY X P ERT
Y ERFHCED L. EMICRFPBG B
TRV T 4 ) EOWEERT) TEHFEEL
V., el R ENOHREEEZRLTS, BEER
BHRVBEICIET Pz ELER OB OER
TRBEADLIEDTETH .
BREZOBIZTERSAZ I TORIE R
BO DNAMEHTIC & ) RRWNEBEREEE OFHR
BESHTHY, ROBEFHRPREL -GS
ORBBH - BB BEICHEZ TlRED Y VR Y
VIR ELEERTA.
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