4) BRAVZWT
OFABENE R BB - AR E, R
KFRE 72 &

OMORNT 4 U hE

(W oHI7E)

1) OERKRER, BLU3 -OBLU@ %
L. 4 DERABETONT R THLRWES, X
PEEBEE (GRIFERME) A7 4 U VIE & BT
Do

77



F1 ARV T4 VU E I TID AV ERR

PBG. ALA l)j:jlz CPII CPIIL L PP

EFH | A | B0 | R | AR | v | AT | ah | A | R
AP | %@J%@ﬁgﬁ EH || EH | EE | EW | Ew | EE
T A T T L T
R AR M - I

PRG: AT BV =42 AlA: 6-T2 V7YV UP: vuaR)LT7 4 U CPIl: a7 ulRnLrr U U100,
PP: 7ua hAWKA7 4 Y

ERERE IR DD
BRIV AR

FRPPBG S 1R E
(Watson-Schwarts5i %)

FRFPBGIEE @G_%;u .......

lAlP, HCP, VPLLA D& MR

1 BMEARIL 2% (AP, ]

VI UFERELS HCP, VP) DRETE
|
fReh ! 7R, AR :
PBG, ALA, RJL 112
' FR¥PBG, quALAa)ﬁ’ %, ﬁﬁqﬁﬁ/bjofaf/ﬁ; 1 S ENRE
— M
FREAPBG, FRFPALA —mﬁ-aﬂ_A%ATEﬂL
HZIEE REPBGIE®E L l
AP HCP VP
%ﬁﬂglgg o l Ry Ep— wiﬁﬂu’ PBEDZRDMGE || CPOZRMME | PPOERDAIE
. shehis
ALADR BRI D12 Ry {Fia ey
SERESE. A TR .

!

1 AMERLT ) AEDR 70—
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&f%:’z’ffﬁ’é&fii
i PP
I

t ]
K%Ti(ﬁ%%iﬂﬁ) B‘%’ri(lﬂ?’&)
FRepARIL T2 RepRILD4)>
T““L— | ' i
B%i*z*(tfp,cp) Bé’& &% =
l
BEHRS ﬁqﬂrl—f)]ww)*/
L \
I m &Y isoCP XP CPII
l \ |
CEP HEP EPP PCT VP HCP JERILI4)fE
X2 REERRILI ) FEDERIZE
R 2. WNT 4V EDSFE & R 72 LT R,
& 74| BEE RHELT 4V v AR Bk EEF i
5y BV [ B X OF oRiEE R’ATZ4Yy WAV BAT4U v
& |FIAIP |PBDD ALA, PBG EFEGEN | BN ALA.PBG
i ADH | ALAD ALA, UP, CP I PP CP, PP ALA, CPII, PP
g v p PPO CPII, UPIN, ALA, PBG EREFHAN | PP>CP, XP CPIN, PP
HCP |CPO CPII, ALA, PBG IEFEEFHAN | CPIT CPI
|12 pcT | UROD UP, 7P IEREFHN | CPOPP, isoCP | UP, 7P
——JHEP | UROD UP, 7P PP (FP, ZP) isoCP UP, PP (FP)
& % CEP |UROS UPI>CPI CP, PP (ZP) CP1 UPI,CPI
s [EPP | FeC R IC L Y CP I PP (FP) PP PP (FP)
Fh | ==

XP:X-porphyrin peptide, FP:free protoporphyrin, ZP:zinc-protoporphyrin
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SRR T A U VR (RIS RIERI KA L 7
4 U SEIZDOWNT)

5-1.AMRRERLT £ U EOZE
BTHEAN BERFEEZSEE

[AMRRMERLT ¢ U U EOAESIT]
FESBANT R T 4 U UEE, BT 4 U Ak
OBFIFEENEE LTHFHETREZ 2722
WIT S MR TR Z 2D X» T E
BREME GRIEBRME) oI hD. FFERL
7 4 U VIEIZIL AIP, ADP, VP, HCP B LW
PCT O 595754 BB 1213 CEP.EPP 23 & £ 4.
F7- T OMEBETRLT 4 U AROBFRIFEA
BHHNBHLDELTHEP 5. —F.,
IREISLIG D BIE, E ORERDEWNIC LY | Gtk
RRIERZ EWETERERLT 4 U VIE &
KECRBBUE 2 M E T HRERNVT 4V
EEICHEENTWD. AMERIT & 125K
FEHITH DI BEDOSEN IV ERANLE
bbb,

[BIEDOFHER R L UYRRE]
BPERIRMERLT 0 U EE (acute intermittent
porphyria; AIP) 1, ~AEHKARICKBIT 5 3%EH

D37 T 5 porphobilinogen deaminase (PBGD,

Bll4 hydroxymethylbilane synthase; HMBS) D%
KE (BER) IEHEETICERT 2x1) FHjk
GIEEBEERE L 5. Batta T e Ry
4 U V¥E (HCP) BIOEMMARNLT 1 U UE
(VP) &L BbizBaMERNLT 4 U JEICHEES
OB BEWARLT 4 ) AEDIeHTIEET
TV HEF Y ERWTH A TR OHEED
BWRETHD.

AIP TITOAMERL 7 ¢ U E L FEE, 14
(LB =R & W oL D IEE . (R, NEH7R &
DIEED B ARG DIE D>, 1V U AT R
FE7R & O FARARE IR, S BB I E AR,
SR EOBEMRERE 2T 5. ERPEZE
CTCENENDRIEFEN R LD, LIZLIEE
MEESA VYA, HBR, ERXT Y —RE L
P EN., FOEINIIARL, A,
BREBRTEET DI ENBN. bRHRIT,
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AIP |ZCiX HCP, VP & E7p Y FERER bk
WEE) 134 BV, AIP Tl HMBS {&
ETFIZEY 6-ALA X° PBG & W\ oW T o
U CHIBEE BN EMT 50 Th - T, LY T
DEEFRKRBIZ L o THERT 2 HAEZ O R
7 4 U 4K (photosensitizing porphyrin) 13
ML BETHD.
BMERIEORKETH A MRROETIX, BiE
LA, FTHEEESND §-ALA b L < [3Hh
DRBEDIZLDMRECHDEEZONT
W5, BIEOFHERE LT, x 0%EY, kv
FBUDTUNT A (EEETOER, HEE) |
A, BUE, BRYE, hu Y —BEIRE (I
hemeoxygenase DFHE) 72 E 3 EM ST 5.
HIEBFHEDAI=ALE LT ~NLEADDE
DTH B JF cytochrome P450 DFFEE (=~ LFE
AEBEAN) 8 X O hemeoxygenase DFFE (=~ A
HETTHE) . HDHVWITHREEIC LD~ L6
fHER E R E LT ALAS NFE S AR
NEBICHHZ L E2EFEL TBL.
EEFEREEE BT D Ry E R AR
EORZ Vo7 S i3kk2 TH L. 74206, A
U RRRE T EROME, BIEOPESLAL
BT —F R EI L0 ENENEY KT DK
VR ER D, b 20, BUERIE L TV AR
KE TR L TIFRED O EITL Y R&E L,
— 7 FEE LRI CRRBIE OREE TIEEEIX
INEWETFREENA. LD BRI, R,
HEELIRTDO B, FREJR, R+ PBG B, 5
FEDINOFIERE 2 EAEERF L S 5. .
B, AROLRBEFRER L LT vEY
—/VREH AT H FUTVRAZE, &R
BEESE, = X b r SRR ERM LTV D
D AE & OFEY) DL EMERETRIC DV TR E Y
4 ~ &= F A 4 B & X W

[ http://www.sakuratomonokai.com/ ]

[http://www.drugs-porphyria.org/].

[EIR]

BMERIEDS < 1E 30 BARUICRIE L. BEY
B LOARRICALND Z EIXELDOTE
NThH5. BHELIYVLHICZRIET S, BF
DIFE AL 1 ES UL IEEKEIORIEE R



L7cDBHIRIEFERICEE T 553, 10%A7H D &
ETIXHEHRTS.
BMEREIIARELLE), RIRZR & OITEIEL
ZETRIBMER THES. ERBE LW I
EPHFTRICZ L ERAT U —R K LE2
ENDZ L b v, BEIT U LIZRK
REMERE A&7, SIADH I[ZEET 5%
T hU U AMIEE & LD, BEFTIZIT WA
T,

B OO RN E FRERELET B HIT,
FHRET & 72D H H5EOEY B AREENZ
LB, BMEERIZE HICHEET 5. ik
JERITIZWTWEBIEE CTH Y | WIFIDBRET
R R OFHRRBRALND. HIMETILRE X
Db, &ML VAED. HIHETIE
ETHETH Y, PR THBFE~EETL, &
DK 20% D FEF C I 7 BB & BRIFRIEIZ 1
VIBIZED. £ D—J5 THED b OEIEITER

THY | —EOREGI CTIH AW R RBIEZ TR

HERIREO/ MR RS, — @ MO, Bl
BEERELDZELHD. LIER->TAIP DB
FIZB WL RS2 L ORMRE D
WTEEELRD.

[Afb¥mE] (F1)

eI K OBEERE, £EE GRRETFET).
FIRER ENSEMERLT 4 V) ERFEDN
e, ANIRE T N E IR PBG THD
*2). BT, JRF PBGRLUALA TR
PRV T 4 U UE 3 BT TRV T
LTEY (F1)., BiC AIP TEEZRL, £
T OFGE LMD 2 A LV RV, —F, JRF
DUBRLTZ LY rBLOTaraRLT 1)
HENMITIRRE B e T OB BN IS T T2 .
Fro, 3L HITRIEMXE (RS &k
WTIE RFBIOEERFORNLT 4 U KR
BEIMEREEEEZRT. 25 3HROERIC
XM 72 PRI K OVBEE D A LR E Tl
FTLbZ VT hy MefERBIELNRW D x|
B B2 TN ORE CRENL b DR
Wz TR H T > THEAEMER LT 4 U VIE
ELT—HELTH-o CRIERW. @Rk LT
HPLC S #r-°7R LBk F 0> PBGD BEETEMERIE b
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AIRETILH 2 B3 — MR TIE2 0.

W & R PBG S IEH _EIROD 10 %
P EZRTHBRICITEBER LT 4 U VEOR
JEXZZ., BEHIZIREERGETRETHD.

[&=7EHT] (K1)

PER IV, EFED X ST AIP OFRZWHIIT
R 6 -ALA =° PBG % HIET 5 EEFIE
BRAWHLITEY | B ORE 2 BET2E D
B ORI T 2 BEEHILFHENL
TET. L Lo, FiRil, wWEomR
5, HDOWIIERER EICL Y., TORERHE
IIXRIZ R Wb WD 7 LA YV — N F
ET5. 29 LI L ERIGITEDEMLRT L
FOWSEZIT RV T 4 ) ERRBONTHE
R BRI F DT TN D L DI oTz.
AIPIZBILTIERA T 4 U UEDOFTNE R
X ZDEMEEEFE CTH D PBGD (=HMBS)&/&F
N7 a—=2 7 EnA3)  BRkEFLELTE
NETIIRRERFHFANLER, IRA B RAER,
AT TA L TEREZEDT 270 &1 OER
FEERFE SN TV 5. HMBS EisF DT
T VA Y = DRWEEEZKI N RETH
D, Fiz, Wolt ABBFERNSH LN RN
XL RESR IR EEC B - T RN OEEM R I SE
PRIKE O EME R R & Z OO I T - F
BAASFIRE & 72 2 % 4) . B TRENTIE R IE R L
7 4 U VAERZENCEIT D gold standard & & %
W2 BH%5,6). BEDLBRETIIRLVT 4 U E
DB F T FTRE 2R X I IR H AL TV B 23,
YRR 22 4R ERA GRS R MBS (BHA
PR BRI IEESE) BEERL T 0 U VE
DEEEFPFE L O N E - 1RE OB RICB
T AT BRI LAUE, ATPIC oW TR I E
TIC2EAMD 18 FRTHFTIThhTW\d
(E1).

BT OKREE LT, fENTAREICMZ
TFRERDOEHENE, BACKRZ L, RROR 7
V== 70 5 V3R BN Il S 2 &
WO T BBl BT b RBRY J—= T % H
BETHIITEDLDTIHEDIERNE VDI D%
/. Lo T, BEEDLZ A, AIPEE
DIZARNT 4 ) EOBWIC BTz > Tix, £9°



BE PR3 & OVEAL M FTREZR BR 0 7L & #8
DiAF, FD D 2 TFDRMOBEER IOV
T OB T AT 51T > CHEDH 2155, &
5 ONZULRBMFIELEEZEZBND.

[ciEk]
% 1) Anderson KE, et al. The porphyrias. In:
Scriver CR, et al. (eds): The metabolic and
molecular bases of inherited disease, 8th ed. vol 1.
New York: McGraw-Hill; 2001.
%2) Anderson KE, et al. Recommendations for the
diagnosis and treatment of the acute porphyrias.
Ann Intern Med 2005; 142: 439-50.
% 3) Grandchamp B, et al. Tissue-specific
expression of porphobilinogen deaminase. Two
isoenzymes from a single gene. Eur J Biochem
1987; 162: 105-10.
%4) Sassa S, Kappas A. Molecular aspects of the
inherited porphyrias. J Intern Med 2000; 247:
169-78
% 5) Maeda N, et al. Two deletion mutations in the
hydroxymethylbilane synthase gene in two
unrelated Japanese patients with acute intermittent
porphyria. J Hum Genet 45:263-8, 2000.
% 6) Maeda N, et al. Three novel mutations in the
protoporphyrinogen oxidase gene in Japanese
patients with variegate porphyria. Clin Biochem
33:495-500, 2000.

[ 1 o]

AFR AIP SEH| OFEHTRE S, 2010 45 10 A BALE,
DBETI AIP 18 ZRIZB VW TRARFAFHT S
TN TW5D. AL 22 4EEEE A SR S2AT 5T
BHE (EHEMERETRIFZEEE) st
RNVT 4V VEOEEEERERZ LI
Wr - TR ORISR RS 2 WF5E ) BEER 2 BIEES R
£n.
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R 1 BRI U EDELZHEFE (RER)

AIP: acute intermittent porphyria, M RERIL T4 U
HCP: hereditary coproporphyria, iB{&iEa 7 ARIL T EE
VP: variegate porphyria, 28! (L) RIL T4V E

S -ALA: & —aminolevulinic acid, § -FX/LJY

PBG: porphobilinogen, 7RJLTRE ) /5

UP: uroporphyrin, "9 ERIL I

CP: coproporphyrin, AZER)L T2

PP: protoporphyrin, ZErRIJL T4V

YAMAGATA
(IVS12ds-1 g—c)
(G168T)
(730delCT)
NIIGATA IWATE
(1063insC) (R116W)
(730delCT) B¢ ‘
(IVS5ds+5c—a) vl y
SAITAMA
?;';‘;\EE (K210E)
NAGASAKI \ TOKYO
(R173W) (171M)
KYOTO (733delC)
Y | L A (490delA) (IVS1las-2a—g)
*el KAGAWA
‘} (982delCA)
HIROSHIMA
(730delCT)
MIYAZAKI
o ,} (IV511as-3c—g)

KUMAMOTO
(IVS13ds+3del aagt)

1. AIP HAHI[ 2010. 10
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52 AMERRIERL T 4 U UIEDIERE
K B W REFR

TR Tt

RAEEIT R BEOCETY FHFRODE
BE - BRE) ERERENEARTHD.

BEABICBITORETE LT, #5a,
TV a—)v FHERIER PN R A 22 & AT
W v ) —EEE LT B, REERFRE
FRIEHI L LT EY — LVREH LT 7
Hl, FUTOVNAZE, BOBHEE, =X bas v
BARERMLN TS BIEESER), 2%
ERIEETH Y LEZBIEBIEH L b D
ZEPDL L ERBTFRIS N DEDOREITY
7o o TIRIDOFEY % BI"T 50 BES LI
ez EEDZHRNLED DHAIB - T JRF
PBG Z A2 BRI RETH 5,

¥, BMERNLT 4V AEOEETFERRKRK

FICRTHEDERESERIEOREZV S S
A ThD. Thbb, RIUERKEETS
FEROME, BIEOBEREMFET —F R LI X
D ENENEDK T DREZHERRR D, 2 &
Z X BUERE L TV A REFICHR L CIEFHER
Y OFBII I W K& —HFEEHLAETTR
FIEDORREE CIIEBI ISV ETHEEND,
X0 BAEREIZIE, REER, PELETO B, IR
IR, JRY PBG G, 5 FELINORIERER &
DHEERT & S b,

1. 2VEH (BE1ERR) TR
£, AP ZHESEELIEYOREZHIE

T D AR LV EAERAE &I S E A,

AR KIZEEME L2 10%-20%0D 7 R oK
ZETHIRNE G 5, RKEOEEE 2707
5%, HRE, MRI & O -0 2 7l 2
1795, W, RH, R, &imE, SR, 5§,

RO, BRYSER, RV T7 4 V) EEZFE LN
W THEL, ARERE=F— L, BfFER
WoREFT N v AMERBIET 5, HEIZ
JE U T, MR OZERRE, KON, R o AT
WAEB AT 2, AVERIEN P& E—ESE & kT
ENBBEARIE. ~I (T, NATNT
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T BHDBWVIE, NA TAX= ) OREEE
B35, ~I UIEEIT, SRR B
BSE, £, BEICRD Z L2 <D,
BRORIBEETH D (KT, BE, ~2
VRFNIRRAT SN TE LT EABRATO
& 725, BUE, RIRINELZ D & L TORER
BBROMERT TH D,). BIER, RENTKR U
BEBRBA+025E1E, BEHIRAE (Total
parenteral nutrition) b & ¥ 72 . W1 72 SRBAE &
179 ;

BRRZRIGEE L LTI, TREEEMASE
DETHWD,

1) BIEOHEEZ BH L LIIRE

o THAIA—NRENIEDQFHRLT 4]

VIEEREESEELIETOEYOER S %
BIEEH (R 3 2 (BB~ & Y CBRE O IR,
L),

MBEIIZE T, =3 AF—BINT A
ZEE S5, ROBRARAIREREEE.
SEEFIRFE(TPN)ZIT 5,

T a—2ADFERNEE, BIEFREDS
AlX. 1 BYUEZVEIK4 007 T LDRK
e OHE % BIZIIZ Z Vv a— X OFIRN
BERTH, I a—Redul b LT- ik
NEHTH MBI AR,
ALAS OFEERIEMELZ IH L AatERIEL L
BEXHBLHEEDNATWS, KT, Kb—
BRENZITON TV AIREE, A VAU U &
PFRT % & S OICHRBE S 5 A%
TH,WENHETE D DO TRVIGATL.
A~ U RIF OFARA B G RRCK TIEHELE
ENTWD D ARF T I A RFNT R
R RERT),

NLTNX= (7427 K, Leiras
) HBHVITEBA~~TF > CKE. Abott
1), Normosang®iE (ENRAFR : ~Lb7
NER— MNURITHY T TICT T AR
ERRMN & E CHER ENEWE RIS FR
LRTW5B, DAETIX, HIE, IBBRFT
L AR TFE) 1B 3mgkg 1 B 1[E £
WICERE 4 BRI, AREDIT~2BHTH



2)

JARNA~LD EFZ5 &2 L, ALAS OF
REEEF S RHITAT 74— KA
Y ZITT) . S DERR ORI TOE 2 %
MDA VT 4 U AEDIRE L LTI
JRRBIZAI L 721 RIETH Y Bk T —
BPPRIE, ~ I VBRAIOBIRAER T, B8
EHILA T I a— 2B 5523 LIC/T
DT LR VETHIBETRETHD ERCK
TR I TV D, ~ I CRFIOFRIRA
®E51T, BT iuE, £ THROK
BIZORMBY | Flo, MRS YRR
BHNZHEH SN 75613, BRE O LB
DOEEOHIEICHHEILDEEX LN T
b,

ZHA > by ZHA Y ME 1 [E] 200mg
1 B 48 S #EE (REER .
Z J A v b (Cimetidine) X5 & LT
2B ERBEINTNDER, TOMK EDOE
AHEIAECIE VW E L EbR T3,
Cimetidinen /&, FFl&DOF k7 7 — .4 P450
DIEEIE T, TN HERICL VIEHELEN
HACFWEIC L VB SR S5 ERY
WV 4 ) EERESED, Ll Z
O¥FETL . NOBIEIERLV T 4 U UE &I
MU B BEEE LTl ey,

Sk RE PR

My, M, BE. AL 2 I v
1 10-50 mg #5{F 1 H4EET, BE
WZiE, 2> P 288 1 H 25-50 mg 4y 2-4
Wk, B LVER I, BB TF VU
50mg KT, HEEIGERICHE. b
HWNE, EE RIE 5-10mg T EEE
HEHAT 5,

« WA (& Na fUEZ 9 HEBE W

OEMEDOMEICEET D) : AU YV UE
1[E] 5-10 mg  fHEE ZITBFRICEE &
BIUGUT3I~HZ e, (FR U7 E
NRUTIFREH O N BEL LA
W% EEDEENED BHAICRED, 20
7o, AIP DIREIZB Wit WA o 2
v hua— il bR 5)
EMLE, SR : A > F T EE 30-60 mg
33 PR
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2

ETO FEET 2RE, KON, tERBIC
*f L CHEtRieEEIT ),
ERERY. o, NEOHAIREALVE
VA WAMEE (SIADH) W K BE T U w7 A
FEWZ U Cl Bl 2218 &2 1T 9,

BRFRELIZ 5 U C A IR ZR N MLENE
DT 7 EEE Ny N4 K
THRIET 2% ERT 5,
RHE U7 E BT O IR,

BHNCE Y SMHERIEL BV IR LI2ESIT
ITREEENRL LI, BIRBEI TS =
bbb D,
INETHMER TN TV AHFER
R EIL, EEOSMERIEL RV IRTER
20 AIP BEFIZBWTEBSNES,
FTigfehE. [RPTERIFIRZRIC XD, 1.5
FELL S AR, KON, BRRAIZEARR
Lol 1 9RO IEDELE AIP JEH]
DHRENR B D, MIEBHEIT, tholGERH
ZhCIRWREIES T, ZESh D 5,

WIKH (GEFEIERR) OIBER : TBHTiE

1) —IRIRED TR

- HEIRRBEMHG. o ) —OMFTITR S
ALA. PBG #Et& % &, ERRAER
DRI D722 5, MU SBMAIL, K
EBEREOD b2, HDHVE, WE
DEERD BB LI HE Tk, i, A
Acbhs,

RNV T 4 U SNEEFERIEDLZ EBMD
NTWBEY 5T, L& O
ZHET 5 (EHE R EEYPRE, 2 ),
- BERERE. HDHVE. RYYUEDORE s
;-

- AREEICEENA T PIERDOEEL 2 5
MR TIX. BEIR A I L, A RRATO3
YEDHIREBG LT 2 722, KRR /EENR
@ GoRH EEMER O & AFELEULEIED &
PEN, HDWIE, RTHEEEITY, A
BRITERICFANT 0 V) VEZBELSE
B/BDEDT,HANT 14 ) AEIREOEMZFIZ
BWTOHRITONDRETH D,



2) ZWIREDF
« AIP TiE, BV olghn, BEBZ VO T,
I O OFHEEEE, RO\ 2hR87
FEH~DIRENEETH 5,
- BYEA RS EINRO MERE IO RL 2
5L EZ LA RYEEE OFREIT ME
DAy bta—vE+TSIlATRITENLSE
HIENTED,

3) [EREE A~ & YRR
a. Tba—b, KON BREE .
b. RN T 4 U RIS S DH
.

o ZL DR, KON £ OMOEIEEND
WEDORBMERNLT 4V VETOREMI
DVWTDORIFIATEETH D, L LN
BUEAIDORNT 4 ) AEFRMEITONT
DI T RZESS A FFA
VR S (Thunell S, et al. Br J Clin
Pharmacol. 2007; 64: 668-79.) . = D JFHIIZ
EOWTHEINNFEDY A ME, ¥
x v 7 %A b, www.drugs.porphyria.org,
cHEEShTwa,

BIEEFIERITEROD D, HDVIL.
AREEDH 2MED Y A MIUTO U T
v7 FA MCbBEE I TN D,

O Drugs-porphyria.org

(http://www.drugs-porphyria.org/)

O Porphyria, A Patient's Guide
(http://www.uq.edu.au/porphyria/)

O The American Porphyria Foundation
(http://www.porphyriafoundation.com/)

O European Porphyria Initiative
(http://www.porphyria-europe.com/)

O &L bkDo=

(http://www.sakuratomonokai.com/)

e NALEX—L, KON, ALKRLT I RE
PIEHEIL BRRABMERLVT 4 ) VEEDFH
HHTH D,

s TRETU RO BT A N UEHE
Bz SHEEICRERT D,

c IFEALEETOH TANAFKAEDs)IL,
AIP ZE0LRMERLVT 4V VIEEF SR
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ZL9%, HXF 2 (Gabapentin) |

KOV, B AN KU 2 (vigabatrin) (Al @

AEDs X D iFREh b,
o fICHLTELZ DORNLT Y UFEREEOLT
RV | FNEOIEANIFREZR IRV BT
LHRETHD,
WF3EH o iEERE
B~ LFEELEY . Bl A X Ta
kAR /V7 4 U (tin-protoporphyrin), & %
Wi, A X A YERMNMT 4 U v
(tin-mesoporphyrin) i&~ A B{L.B% 58 D 1E 4
ZEHIL, ~ DD EERD S8, gD
NLARERBENSED, 2D OWE,
AIP, TR, VP BBE 2BV T, ALA, PBG,
EO, Rz 4V OPHEED> S5,
NI VHREBIER S WD EICAKYHE EE
AT 22 L2 o0k, 72, PFRERET
&b,
FHAHL 2 HMBS BESR OFRIRNIEAIZ L D
WRBESRINTEY, BE&T, D,
m#E, RO, JR¥P D, ALA, X1, PBG
DFRELEVIEETCAHDE AHTHS &
SEFHENTWD, L L7 b, BBERER
DYGEEIZE U TIEE S Tivnen
TT ) UANA, HDWE, TT /bR
T AN T ROTCBIEFIREIL, AIP OF)
WET A, BFICEY . Figo HMBS
REEWESEZEHFESNL TS,
4. FDfh

HMB S BETFEE~T uEEH I B2
TIERWEY, H5\0E, WEE RLEICRE
ENDZERBET DI ENRHED K H I ER
FoBEZERT i, KO, MmICAND
11— RE#RHET 5,

2)

3)

5 RBBIEROEE

ATP fiE B3 TIPS O FAE 3880 L
TWADT, 5 0Ll EDBE I EHZ N
TROBERRAEEIT 5, 1E: AIP BE CHMiamE
RS LT3 A13  AFP ST 5 2 LT R
Thbd, - T, MiED AFP BHIEIL. #O%F
RN & 2 iFffaE 056 & LT, AIP IChEf:
THMEEOEAEIX, A7 ) —= v TiRE L



L TOREETE,

6 WHEE FREBETEEZFoTWAMRE

HIEDE) OBWES,

« VR OHIFHEOERRIIE, ZDOFWE

THMB SEEFEENFEINTNWDLE
AL, BEEFTICCTHLNNCT S, R
74 U VETRHERAEOHEEZKH OB TO
BEEEEE OGS TR IT, AR CIXEIEMRT
FREZR MR IR T WA MR FIRE L 725 T
W5 (EAEFEE . BNV 2 U ER
2HE, BEE%),
BB EFRATIZIHMB S B+ R 2 1R
T HIEMRTFIETH B3, AIP DEEREERFS
BOFENII SN0 ; L LR G,
HMB SEBRETEE~T oEEEEIZBN
T, R PBG BEDOHIMMN I HIIZBA.
BMERIEDO Y R 7 BEES>TVDEZ &R
wxihbd,

o BRIRHY., HDWIE. AMFICEE R 20
AIP DFRIZRI L ClE, FRiKE LD, AR
KT &8T5 X0 I8ET 5,

7. 85

AIP [T H Y EREEERERNE & 5. FiEE
REBROEESIITHATH DN, 0 1 %RET
HAHH, AEBREOFHIL 50%D Y X7 TK
JEZZITHES; L LR 6 RERIT 10-50%
T, Ez, AEOFRFEICE LT 2 K 13K
ThHHOT, BETFREEZZITHNTHEEN
RIET BN E I DETFRT DI LK,
FIECORRBLETFREN D> TWDHHE
i, B AT FEOEIRICE LT, HARRZE %
75 Z LIEFEETHIN, RAFIED, DL
& B ERBIICIL, TR FTRE 7R IR R O AR T2 T
DELIIZL LRV,

BZ LR

1.
http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?boo
k=gene&part=aip

2.k E R N7 1 U E. Year note 2011
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6EEBRNLT 4 U VEE

o-1. B HEME GRIFFRM) o bARAT 4 U VIE
DEFIR
R B @RF+59R5E

1. 3BT

BRI (GR3IFBRME) v AL T ¢ U VR
(Erythopoietic protoporphyria, EPP) 3 & oA
EHEEERL, BERIET0e bAALT 4V v
(PP) MONL~DEHBERTHL T =07
5 % —+ (ferrochelatase) DIEMHIK T TH D,
FOfRER, KRBT bELVT 4 U >
(PP) MHEML. EITKER L UHFRICES
ZEITKRETH D,

2. ERAREIR

O KREER

EPP DHIFAER D < 1, SR I 1T 2oL
BBEUEIR CTH D, W1DIT B NBREER, BOTY
R EOBKEIEARLT I F 7 & LTERY
o o M DRLBE R KN AE T B Z &
TRMAPND, Z0%, BHBEBELZHERRTOD
2B TR BEOARILE R L TRV VINE 2
HoNDH IOy, FHEETIIARLEE. &
B, 2R EVRELDEIITRD, THLDHD
FEERD S b Iz LI LIEA b B A
DEFRE R L O/ NIEE L EPP O 7 JEIE
WE L THRETH 5,

@ JFHER

EPP O#) 30%IZBWTHEEZMHS>, TOHE
FEFETE, BRERE K& | MIEHITEESR OB
EAPRHBONIBEOREDC/HFEENLEE
TR E ThA Th D  RFICIEREZES &
EbdhD, S HIT, FEENEERO E FRE
L, BAARED B IR E 7 133EH/ 2 Bl kb
BHEFREICEIT L, ARIFEDERR - &5
TEFADHEIN TS, FFEEDY 271,
FRILER PP &A% 1,000 pg/dlRBC 2825 & &
{725,

@ ZotoEHHE

EPP Tid, FRRZEARZMHEM, BmEE %
9,

3. 2Ur

O FRMERFSCORRH

ATA RA T A LITHEE MK OBFRIEA (R A
7—) R L, ELBMEITERTO L, &
FEIRMEBRKIBRADIIEPBLE SN D,

Q@ WEFERRE

BRCHR BB O A Bk Tid, BR LB DA

- ME R EICR TR E DILEDR A BN D,
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FOFBHEYEILP A S Yt THEICE X
h, O7 AZ—ETiREksniny,
® FimgkF7rw hFELT 4V (PP) EE
DO T DI E bMEERMREIL, RifLEkF PP
DEEBTH D, HEH AT 86 ug/dIRBC LLFT
H DN, EPP BETIIEMEZ R L, FRZIX
10,000 ug/dl RBC 2822 Z &b b 5,
@ BT A b

i E & A YD EPP T, B — 727 ED 305 nm
DY TE3N2mDT Ty T T EA
WAEHE OIRRT A b Tk, BRI BB RISIEE
I,

4. ENZ

EPP O#ERIZWNICIL, FIERIZIERRRBUE % £
O FEARKAENE, BRMEEEIEREND D,
O ERETRE

A BB RAE CIE, AR LE LV
BOBBE LD, SERT A T UVBIZHT D
INIBEEDZE LW BH LD, EEZWTIC
X, BEFHRAERBRCE R FREN TS,
ASE TiE, FRIMER T PP EDBENNIEIA 720,
@ EERAKEE
BERCFER T R - CHRIBE, KJE. PR H
BEHN, EREEI LI ENTH D, B
BIZIE-o& 0 E LEEREEERT Z LN HT
BHBH, AETLIELIZEB 7 A L RREYE L BE
LTWBZERMBNTND, T, AEITE
WTHIRIMERF PP EDHEMIEA LI,

5. 1R

O KEEERICxT D%

EPP (259 5 i & BEEL R TR IR L 7808
Th D, (EAEEDREEEINMD b W
FEBICH DO T, TNH OB EERTE LD



IR EE LV, —J5, BEPP IZH 72 By
BIXE ML STV, EE L {Thh
TWABDEB—I T ONIRTH DR, FD
FEIE—E LT R,

1) ST 5 R

FEER A RS YRR DS BRIE AR DO RS 3 FRR I
ROEXSHAHERT D, BRTHIRERD
T0%FEE D KGR EN TV O T, iR
WIS LW E 22T 5, ST 2561,
TR~ 2 FETEXT 5,

2) BRI HE

(1) BEETIED (rxF7V—)
JEHBBUE DI TIE, BEETIED (R y
U—) OEARERTH S, EPP Tit, EH
K& Td 5 400 nm Rtk O ERIEREEIR D> & 7R
FARFEIR AN T D 2 ENMBETH D, R4
DINFNE T 380 nm LU T DERSMVR & F= 1T
T 2720 BRI B LT & o in & DERIMREEL
Flae Xy T2 TIEORERATH D,
Fho, FRETEDLTLEI> ZLEHEZ VDT,
SMHEFIZIZ 2 ~3 FEBICB Y ETONREE
LY,

(2) MEF., PEEKIRICE DENE
BHEEBEO> ZLHAME LT, BF (&2
PEIZDIE 6 cmll EHDH0) BLIOFEEE
ERAT D, KRIE, 2B BolFWVEFOAE
HMTTEZREMOKRE RS,

@ FFEEICRT D IRE

DR IFEEDOERIRE TH 57
O, E LB P R bEETH D, IFEEIC
ST HAREEE LT UMY TEF T a—)u
B, YAFVUORRENRLOLNLD, B,
FANIIFEEZ B ST BNNH 5O TH
B 28T 5,
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2 BB (GRIFERME) Su PRV T 4 U VE
DB F 2
MR R RE ISR

XL ®IT

EPP I~ LB D #E KSR T & D ferrochelatase
DRIBIZE > THEL D FLEEEREEOERR
Thd, FERE LTI BBELZE LT, B
EBRFEELE L CRICELILA VDD E
k@ ferrochelatase EixF DHEEILT TICH L
Mo TR BEFEREZTRDLZ EHH
BETHD, ZOBERIT, 2 TOMMBICHFEL.
RIS MARRC Mg D X b= R
U7 ORT2figkz 7 a hARLT 4 U LICiE
AL TLZEAET D RIGZ LS 5, EPP &
BT NHEBRISL TGV ANEEETDH T 1
FRNVT 4 U CBRERET D T2 DI RBBUE
DE|ERZINDT ERMBATND,

ferrochelatase B¢ 5% & Bin T
t k@ ferrochelatase 1357 F &#J 42kDa D I

by FU 7RSS LICEERE T, 8-
MEZ T AZ—EROHFE (RE) BEEETH
% . ferrochelatase BIn-T 1L Ptk 18q21.3 JEEIZ
JRAE L T2RHK 50kbp ([Z8 L5, 11180 Exon
572 Y intronl,2,3 [T HEHIR < kb 12k &
SZEBFMONTVWD, mRNA T&k 2.1 &
2.7kb O 2 ENELEIND, BHE=— FOE
i 1,269 base THY | TOFER 423 EDT I
JBRICEIERR SN D FRRBEROT X VBT ED
@ 369 il T 5, Erythropoietic protoporphyria
(EPP)IE, HRAHFOZ OENLHE SN TE
V. 200 FEFELL D ferrochelatase EixF DEE R
BRWEINTWD, ZOPICIIEED LR
WCRDTIVBOER A hu 0L R
\Z £ % exon @ skip, BIEE DO KIS, B
HHE (—10,000) ORKREPMBNATND
—RIC 1 DD B FHERLTHRFTH
EMEBREFR CTH DD, ENITHHEREDEE D

90

HELIBL T3,

EPP DBEFZWICIL, BUE CIE— IR
ms/enizs ) ADNA ZERT 5, 7/
A DNA ZEHFENZ L TENEND exon B0 %
PCR U CTHfIE L CHEBEE RS % FH~TIT<
ETEROBREEITY, VSRR
DNA v — 7P —RRHAESND L5125
EESDICHBICHES ERAZTRAHAID Z & 3FH
REIC72 5, BEDELBFERANRRONBIETT
X BREICZ L FEATORERDY

IBMETHY ., S LIEHRBREROEAIX
B ferrochelatase % K AFHE-CENM M R E
ST, HEEOELERRDMLERD D,

B F2H

BITEE T2, BARAD EPP8 Ffk & 3FKRD A
A®D ferroxhelatase &1{mF D E D [FE & 5
Uiz, [FELIERIT, o BARANLCHKD
EPP ZIETHR CERRME SN TV D, Fi,
ferroxhelatase mRNA L~V D28 % RT-PCR T
B U720 HikE AV e BB LV O
%17 -7z, —Ji. ferrochelatase {& 4 X AFI-F
a2 W CTHIE T 2 DX EVIEMERE S
NWTHEETHA, b FTHEHKRHEDO Y k%
R L CEMERIE 21T > T EPP JEDOZENICH
WTW5, EPP BEDOEMHITEE AD8-4
5%%mRL, IHEEDIEL2ENR NG, Th
B, ferrochelatase & HE DEEDIFATIZ L -
THERIFOIEERCER DR EMEDE WL D &
BEZLITET, LML, T4, ferrochelatase
D ¥E M IE AT X o T i 45 19 (SNP: FECH
IVS3/-48C/T) & B 72 - T, EPP B #&H O
ferrochelatase & 5 7 0 1E 8 18 % 37 & 45 7 1
IVS3/-48C TH Y . IVS3/-48T iZx+x UV 7—T
bHZ EPHBA L,

WMAEIEH : ferrochelatase B FENT. RV
INBRHMIRE O ferrochelatase {&1E (ALA-D, PBG-D,
URO-D. CPOX, PPOX 72 & D~ LA REEFE D



TEVERIE b 7TEe)

LU BB A R I 3R R D TE PRI VR % 7R

kR

1. Ferrochelatase {EHMEHIETE - DB MR
U Bkl (2x1 08) % 10 mM Tris-HCI,
pH 8.0/ 10% glycerol (Z %% L CHIRMRE L 72
%, RE Dz L5 BE (600 x g, 10 min) & 1T > T
1872 MBIV L, (0.15ml) : 100 mM
Tris-HCI, pH 8.0/0.1% Tween 20/ 1 mM sodium
palmitate/mesoporphyrin  IX (20 nmol)/zinc
acetate (40 nmol)/MIfERREIR (+/-), :
37E. 604, L RUSIRIC 70%
methanol/30% dimethylsulfoxide (0.5 ml)% .
TIRA#H. BE D= L5HE (10,000x g, 10 min,
4FF) 175, kHIE (opl) ZHWTCIS S
7 L3855 HPLC 9T 24T 9. Wt - 10% 1M
BERR T & =17 A, pH 5.18/90% methanol.
L RILEE 400 nm DU & L < 1 580
nm (400 nm iEMEA(L) DIRE

2. URO-D JEHEHIE, (@b MR o8
Bffila (2x1 0°) % 10 mM Tris-HCI, pH 7.5/
10% glycerol (2R L C B IAkA: L 72 1% | 3K
DI L 57 HE (600 x g) & AT - TH - MBI,
(b)IRMLERVAFRIL, (c) DES2 72 ¥ DFaA 4258
PSR D/ T A EBLT, BiNES B E Y
BAT - To AR ML BRARIG B THRLE,
1 mM uroporphyrin [ ¥§#&IZ 7 /L 77 2 (Sigma
8 & /D BN 2 CHRIEER U R A S W2,
#IREE 50-100 mM 2-mercaptoethanol % Il 2. T
KR, EiE%E 6M U VBRI THRI L T,
RN (0.15 ml) : 100 mM
Tris-HCl, pH 7.5, uroporphyrinogen (20 nmol)/
MR IRIB . D BERT3 TR, 6 04U
%, 5 MR 5. s
2N HCI (0.5 ml)Z M x CIREH., BEO®EL
53 H (10,000 x g, 10 min , 4 f£) %47 5, k¥ (10
ul) % C18 41 7 L3535 HPLC /9#Td 5, WML
50% 20 mM Potassium phosphate, pH 5.0/50%
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methanol. s WYEEE 400 nm ORI E L <
IXEE 610 nm (400 nm iEMEAL) DEEIRE.
3. CPOX HEPERIEL : DB PSR v%
KAl (2x10°) % 10 mM Tris-HCI, pH 7.5/
10% glycerol (ZJ&¥) U CHIRMERE L 718 {KIE
DIE RS RAT > T 1B T MR,
: BEFT#E(E 5 1 mM coproporphyrin III/ 0.02
NaOH 27~ /L4 2 (Sigma #H80)%h1 2 T4
L CBEAIE %, 50100 mM
2-mercaptoethanol % 1z T{XE#EE 4, LiE
& 6M U VBRI THRI LT, b [RE]
(0.15 ml) : 100 mM Tris-HCl, pH 7.5
copropophyrinogen (20 nmol), #l i fREIE (+/-) .
L WERT3 7B, 6 04,[HPLC 204 : KU
#RIZ 70% methanol/30% dimethylsulfoxide (0.5
ml)Z M A TRAEH%, K (6-104). &
Oz L EE (10,000 x g, 10 min, 4 ) 21T
5. E¥F (opl) ZEVHL, CI8 T Lk
BEHPLC #2175, W 10% 1M Helg
7 =17 A, pH 5.18/90% methanol.
|D#H (protoporphyrin)| : # 3¢ 620 nm (400 nm

IEMEAL) oM

4. PPOXTEMERIEY: : [R1A]: & bokehy U o sak
AR (2x1 0°) % 10 mM Tris-HCI, pH 7.5/
10% glycerol (ZR&¥# U CH MR L 7= 14, 1K
DIFELHTEE (600 x g) 51T o TH: 7 MR EREE,
: BEPFTERE 5 1 mM protoporphyrin IX/
0.1 NaOH |2 7~ /L4 A (Sigma #8820 % T
M L CBRE S E %, 50-100 mM
2-mercaptoethanol % Il 2 CIKEEE LM%, L&
& 6M U UBRICCHFIL T, B,
(0.15 ml) : 100 mM Tris-HCl, pH 7.5
/protopophyrinogen (20 nmol)/fi @R (+,/
-) L [R : WEFT3 7 EE. 60 4y, HPLC 4347 -
BOSHEIZ Ethanol (0.5 mD)Z iz CIEE#%. E
BIZEE Dm0 BE (10,000x g, 10 min, 4 FF)
2175, Y (protoporphyrin) D 7E&] : it
BRERE ; #F 620nm (400 nm EME(L) DHESE
B
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1. Disorders of Heme Biosynthesis: X-linked
Sideroblastic Anemia and the Porphyria.
Anderson, K.E., Sassa, S., Bishop, D.F. &
Desnick, R.J. The Molecular and Metabolic
Basis of Inherited Diseases. 8th ed. (eds.
Scriver, CR. et al) pp2991-3062.
McGraw-Hil, New York. (2001).

2. 7zl 74 —EREOMWER L HFE
B4 TR (1993) BRARIREE 37, 1265-1266

3. BB~ = a T A—BRERLT 4 U
VIE MR TR, FAELERT (1995) Molecular
Medicine (F[LUZE/E) 32, 194-195.

4. Lead and the Terminal Mitochondrial
Enzymes of Haem Biosynthesis. Rossi, E.,
Taketani, S. & Garcia-Webb, P. (1993)
Biomed. Chromatogr. 7, 1-6

5. The Ferrochelatase Gene Structure and
Molecular  Defects  Associated  with
Erythropoietic Protoporphyria Taketani S. &
Fujita, H. (1995) J. Bioenerg. Biomembr. 27,
231-238

6. Measurement of the Ferrochelatase Activity
(Maines M. D., Costa, L. G., Reed, D. J,,
Sassa, S., & Sipes, I. G eds.) Current
Protocols in Toxicology. Taketani S., Wiley
& Sons Inc. Vol. 1., Suppl. 2 Unit
8.7.1-8.7.8 (1999)

7. Ferrochelatase consisting of wild-type and
mutated subunits from patients with a
dominant-inherited disease, erythropoietic
protoporphyria, is an active but unstable
dimer. Ohgari, Y., Sawamoto, M., Kohno H.,
and Taketani, S.(2005) Hum. Mol. Genet. 14,
327-334.



THREEERVT 4 V) AEDOBE L 1B
FHE— FEEEX

R R

HERMEBMIEFR LT ¢ U U E (Congenital
Erythropoietic Porphyria, CEP) 1%, ~A&h%%
DM H OB%5% Td 5 Uroporphyrinogen Il
synthase ~ (UROS) BIzFDREFIT X - TH
REEMETL, I ®yaR®Lrr )y, af
RV T 4 Y BN IRRIEE S, KE, TR
BHEL TR IERZIEEZTHERTHD
1)
1874 4F Schultz 2%, 51D X 0 eAGBEA H Y,
TUH, WE, BERE RO AE ORIEMRE %
FLEL. E O 1912 4EIZ Giinther 2B &R & H
JCERBEE DRI 2/ 0 IR U, 7R M BRERfE AR
N7 4 U DEINERD D B % congenital
hematoporphyria & L THE L7z, Z OREIT
Madan®38¢ L < T 5.
CEP DFEABEEE IR <, BUE E TITHR T
200 FEFDBRENRBH DD, A—"—F v T LTk
TEFI L H Y, EEIT130BRBEL S5 Y. K
FRTIE 1920 AT BANTHE S TLSE, 364E
FOHEITTE 220
AIENE, FHHREOELHERET, 13 A ERHS
IRENCRIET D23, 20% TR LI O FIE D3
BoNTe Y. BsEidad, AFEERME, HR
RERMEZRBDR. S HIZEMTIE 62%I[F
FIFEAE, 29%\C MGHREIEDOWE N H D ©.

FEAR

B E I LB BUE R D AE OB W D & o T
ERDD, ABE B RS BLOBRFRLT 4
U OBREHEHETE 7 BICRE S D L TR
DO Z DD L. JHBBUERIT, B
FBE, A, NbA, TO%, RS- Bk -
ZEEELD. MHRBELGE BT O EE
BMEFHT 72V, B AANZ K> THEBIZW,
bh, BEEXAL, Rl IDICHEILRD
& RJEISRBIERRIC 2, i - B - BOE
B, SOIBEEZELTZEnHD. TOM,
BNT 4V AROERIC LY, FeES, 8
i, FREHR, REESE, BEYRE R EOHBRO

93

HAENLN D,

ZWr

AIEDZWIY, ERLOBKRAERICI Z o7
2 hRALT 4 RPUBRRLT 4, 3
TaRNT 4 U AEO LR L, HPLCIZ L B8R
N7 4 ) REEOSTTTCIRORYa T o
B Z4 Dy, vaRLT 4 0o R THmo
RILT 4 ULELERISh S Y.

KR D UROS B TOEEIHEE TIC
RN FEHAS N TS, ATk
T62A,Q249X,T228M, S212P, V3F, G27R DZ
BOWENRH B D —7, BKTIE, UROS &
mFD 5 H CI3RIZEIT DAL RN HEE
NE <, CTI3R ORFEFEAEK, —EHO~TF i
BERITEEE 2D EBHEINTEY, BiE
EOREL L R>Tn5 Y,

159%

CEP L, RV T 4 U EDOH T H A2 AR E
BUEREET A ETHMOLNTRY, BUE &8t
7, BB RS R Szl B
BWT L RSB CTEETH Y, BERE
DFE R ITAABBOER ORI U7 88
D30 BRI 70BN E N LETH 5.

CEP BE OIBRIIREETH 203, BHBHOK
DBl BNHmE ST WD V. 2008 I
Robert-Richard E & ® #% Lentivirus % iV CE
F)<w 7 A Uros™ o sz e ho
UROS ¢ DNA Z#HAIAS, RALT 4 ) DFE
5, A, SeREBIx LEHER 2R otkE
EHRELTWSD. 20X ) ICBEFBRIEET LV
v U 2% b bW EMEHE A~ OB G T EA
DERBRNE% D CEP BE OB FIAROFERE
WCORNDZ L EHRELIZV.

3CHR

1) Desnick RJ, Astrin KH : Br J Haematol,
779-795, 2002

2) Madan P, et al:Photodermatol Photoimmunol
Photomed 23:261, 2007

3) Fritsch C.et al:J] Am Acad Dermatol 36:594,
1997
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4) JTHRETHEE, 1 : Porphyrins 14:69, 2005

5) UTREEFERE, fth : Porphyrins 18:1, 2010

6) Robert-Richard E et al : Am J Hum Genet
82;113,2008
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$.BEURN 7 4V IEDBRT & IRE
FHE— ZEEEK

ARV T 4V E (variegata porphyria, VP)
X, e MRV T 4V ) =S B EER
(protoporphyrinogen oxidase, PPOX) D KT &
D WY EREERER CTh 5. AEILRMER L
T4 UEICR L, BE, R NIBER & K
FERER 2 H bt b o, A TIE 2002 FFE TIZ
S4BID3EE S Tns D

T4, PPOXBInFHEIENEA LT Y, BRK
D VP FEF]Z 0K 70 FED PPOX EARF D
REIRESN TN Y. A TIIEL ALY
(2 & WD T VPIER] TOBRMBFRENHE X
TW5.

FER

BRRIEIR D 5 BARRAER 1L S E B AR L 7
+4 U VJE (acute intermittent porphyria, AIP) &
FRLL, RFERERIIR B E RN 7 4 )

(porphyria cutanea tarda, PCT) ¥l 5.

BERMLEICRIET 2 Z ENZ V. FEERIX
B B D372 SRR KV b, BRSO MEFFMEAS
FETH 5. FHCHMEELE B2 Tk
FTERC L, Jiif & 72V MEEMERE, ARk
BEERRT. MROERIIIECE TR, TR,
55, R TIZMENL ), TV Az &k~
RIRE, HETEZZ. BRECHEIIEBERD
KDL bbHD. OIS, FHIRREBET
5.

Z W

VP O Wrid BEEE T D R & Mass itk & #id e
RRHBND Z ERERE D FIZENREIC
BRIBMEDRSR 258, BB EIFR 2 2581,
AFEDFREMEZE 2 5. RBIERHIIXIRF 6 -7
VT VU (§ALA), RAT74EY ) —
Fo,RPvaRLrT 4 )y, adaRiT 4
U U REBICEEINT 523, SRR O MK
M E A ER NN &, FIZHEE T
WaZagRmnv o) rRera kv 4 ) v
DEMBHENEZ L, REICLB?,

95

PPOX DEBZRHTHZ L2, FEERY R
3% AIPHCP 72 & L DEMICHLEL BT L
L b,

18

FERRBBRERIZ DV T, R X B IEHRRBS
A& TS 2. FRERERICEE LTk ATP & IR
DXIEB LI T, BIEEFRT DILEWE (K
F)ZWET 22 EREETHD. ARITCEIR,
HER EWERLVEL DT VU RT A, T a—
b, BRUYE, A RLARELTERELA.

3CHR

1) Katou, M, et al :Hematology,79:448,2004

2) Watley S,et al: Am J Hum Genet 65:984,1999

3) fex ARHE—ER, BTHEANKFESE T Yonago
Med Ass 51:186-193,2000

2) Y, BpIERk: B ARERAR R IR AE R 1,
FEATHT, 477-479,1998



OEERNT 4 U EDBRGTFZW
HEF A BLRTRE

XE®HIZ

BIEERLT 0V VED D LEBERE 2T
5H01F 6 FEHBHN (R 1), TENENLDR
KBTS0 -> TR Y BIEFZEH
AEETH D GLRTKRFEER AR —L_N—
http://www.med.hirosaki-u.ac.jp/~derma/ja/g_hom
e.ntml) , B T-ZWO B HIL, BHE2ERD U
YRV TETOZEICH DG BIEEERL
74 U EICBWTIXEBE T2 X - T
ERWEHD LWV I BEHREWVD S REW, ThiL,
FERDFEER (BE, KRR L) TH2HIETH
WVERRIRELE LT LB IRETE RN LN E
NRLTRBINDZNLTHD, B, BET
PWEEET DS s TUI A~V FES
R0, BURF B X OB M E U T BIE THRNT
FRIZBET D20 A R4 VERIESFT HNE
DD, AWFFRHETIZERL 21, 22 B LM 23 4F
ELRERLT 4V EOESESENHE
D, BEFERMBIT#IToCEOT, b
DIRERGEEEZRPOEERLT 4V VED
B2 OBIREZMHT 2,

BT O ZER

RRZWNIZ L o T T ORBNBIRES
UL RRNOFEE % 50T REER L OVE
FERE D HERM U, A3 2, @F ik
E#&l L LT EDTA % W78 IME CRYIMm %
Sml 8ELT %, 95, 3ml 26 DNA %, 2ml
225 RNA ZfiH 52, BaMERLT 1 U hE
DR K BB F OB EY I RM M B BRI
WTHRANALLNAHDT, RNA b LT
BLOPEE LW, Fx OFER TITIXUDICB
BIDJRKEEF D cDNA OFIEREHRO 2T —
I AERRTCND, ZORRTIRAEUA
BE FURBVAERSDZNIATTA T
BEREPBRHTE D, EEL, Frey 2%
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RR2T7 b —Ahv 7 MM BREEE= PV
(premature termination codon, PTC) 234 U7z
LA, TR EEEA vV —
RNA 43fi# (nonsense-mediated mRNA decay.
NMD) IZ & o CHfig S5 T2z BF 72 RNA
EHPTLULBMHTERWARELH 5, RIS
J LADNAZHWCTEHEHORIGFDOETY V2
BLOREOEHEEZA VI N —7 2 AL
R EZRET S, S AR VAER, Frok
VAER v ha  EREOER,
K&, AR EBFRIETE D, ILiZL, BiRD
BT RARLT 4 ERETHOND
M I NELTERRTDHIIBRERD
EdHV, BED PCR & —27 = ADMAE
bR TRERRERETE R\ e®, MLPA 72
EDOEBMRIMENBPMHETHD (K1)
FTORE T, RBEENRE I N2 WNIEH W
XREE RETZLIXb AL, TRE—F —
R OMENT, A v BTV r—RNA OEE, B
RIEMRER EEZBET 5, UT. W 20D
RN DWW TR T B,

-
0 = —

M T o FARALT 4 Y USE  (erythropoietic
protoporphyria, EPP)

EPP [ IBEMERTERERLT 4 U VED
RO TIEHEBRERR LV, Ta bRV T 1V
WA T v EFR L — NI N EEHRT D
fE7-ux7%—+¥ (FECH) 22— K75
FECH &z FDERIZ L 0 RIET 5, BRI
FRD TR DS LT 72 50, B0 % OIERF| CEE D
FrEEL £ UBIENRIEHL VB H D & Th
% o ASEILH YR MBS IR TH D23,
JREEE T S FE S5 LRI b R EEEE
BEMERETHD EEbTW, 2k, &
RO EHONCEREFETHEEZDLND
WEIFE LRV MER, TR b b EEREESY Y U T
BLIZLITRD N THD, ZDLH 72
EEERITEFERD 100% i O EM B &
LR IATHZ ENTE D, BERIIERTER
EHTAHEED S L RE L TV AEEOEIE
LEZSINDD, I—r v/ DHAAN EPP EH)



