BEBIUOEMOEALZ L, EAKFHRICED
HIEREPET —ZITFEEEL TN D, 74
N —ZBL 5 BHRITEDOGEITRDO DD
BETEHEL TR, EFHEEIC X DFHRIIHR
SHEEANDONSA—YFLaLrPa—F EBLIDY
TIvVaRrAEY TORy I T v FICTEEL
TWA., B0 T LR, LBEIELTY =
Ly Z—z X D&k, H2WIXERNICEET D
FETHD. BB, QIET —F OFEIIE A FF
ETERVWIIILIDEFETEELTNS.
2 A THr—hRarty MIONWT

ARG BT DB TR HTZ>TE, HH
Dy COARFIED BEY - WA FIEIZ DOV TRE S
i [FiE) | THEE] 8LV TREREE)
EUERC L TWAR, #ighe LT, BFEANGER
FRTEBEO b - 7o AT th T oE Y £
BENOBEAANELRIFRORAEEZEB TV
R ZEBROTNWD. BE KR OFIEOBEITRER
WOWTRARBNECERETHLZ L2
HT, YADERRH - HAICITHEYFIRES
NLTORFETHEDE L, TRLUSNDFIET
IE—EIRE L Tuhizu.,

C. MR

1) ATPFEBIZ DWW T

ATPEEN & UTRRIT L 72 A2 TP IR B DI
IR 2FEA N D305, ik, BERNAIP L2
Wr N 38AFICIE L | R RHIEREE A R E
NHIFAIPRRZB OGRS Y LD Z & TEEE L
BL, & <IERIZRND DD, RADHLHHE
<, FEOH L EREZE L CEETERMENTE
v & 7ot BREEREOERIL 405k D Lk
2012 & L RS BIE L Z TESEL L O
RN O b BRI HEL, SEREIC TR
FARHE ENTWER, RETIZe> THER Lz
DAIPR DI, FEEZW O BRI TRADRN
BIZ LY RAEEBTCERED L BB THEIT KR
Lol LMLERL, ZRENEBETHETO
FER, 26 2FRAUER TRV T B HMBSHER

FOERITIBVOLNT, AIPIXTEENEEZ LU
7. ek, T OUEFITIERIERC b ALFEHIC
BEFTRIEA DTV,
2) VPIERFIZ DWW T

FEHT U 7= SEBIX DU R ESRmBels TVP & Bl &
NWTRABE T D495%, &k AEFITIZPPOX
B\RTT7 V12128 H5ecDNAD1331E HIZTH
LCADRER (~Tu#s) »ROLAZ. T
DEBRIZEDT IV BBHROKER. Z0BEF»
LDAUTLERIIEEERE LTOEEZK->T
WALDEHE I, REFUC OV TIIE R
MBRELNE RS2 LT, MGBEROHHFFR
DR TCOERRREDORENFREL RO &,
DNAEHTIZ L 0 5% ORI T L OFIEEZ O
FHIZN - BENAEIC SN B —F T, FERER
H N WEEITIERIED 5 W iTRkER~D#E
GIIREBIIBEEEND Z &, ZRHIZOWTHEIE
DFHELNHNITEITATRECTHHZ L %, FIEESR
WU T L7,

7B, INLORRIL, AR THELNZIH
FETCORERE & BIT, FR2PFEEFASET - &
HEEERIBIGE TRV 7 4 U VE] BEEICB VT,
TRMERN T 1 U VEOBET-BAR TR O ZEE-
CELTEMEZ EHRBICHERE LTREL
7o, SHIZAR, BRI L 2R VT 1 U UE
R LR—IZRBWNT TAIPOZ KT (BT A%
WELUTHIERERL THLSFETH S.

D. &%

WHFZEHED Z IV E TOMFIERED & | ARFRAIP
JEFOHMBSEAR FAERIZIE, DRERED,
iRy NARYy MWz b X5 BRERIL:
VBFRETENENERPEREZL DT LR
ENTWAD. ARV 1 ) REICBIT 5 BEF
RN, BBIOMED L DT, FRNERE D
B ROMROFIE T, & D2 WVITEENR 20
T L OHERBICE Y BERROBHIEMORE
HLEBEMCOENTHDL LEZOND.



W7 4 U IEDBENINER LV A (LFERF

B L0 1Tbi, TORBEHEICERZ., VWb
LVA Y —rnbotn (BBESL L dEBE
) . BN EMFHFTRER IS b
HTERRIERDHENL RNV T 0 U VE LI X
. TR Ko TREE R IGROELR 72 H B ANE
LFORIBEZTZ0 T ERH otz LHHEIE
5. BT 4 ) EICBT D REHEREETFO
FEATIZZ 5 L7zt kDBEHEO R AETRL., b
IRV T 4 U EZK Dgold standard &35 %
TEWEEDbNS. 72720, BETERIIRED
VEBEEHETIESH DB, BELZ L OEERLT LY
FIET D0 TIER BEICE > Udt+a5&MHt
(BRORT, T2LOLRERTOBEENEES
nN3) IZOVWTHEHIDICRFN RSN, FL
T4 U ER—BR— D7 ETBRRIEHRAR &
NTHL ZEBMELRAS.

ZD—HT, KNVT 4 ) AEDBIBFRENT T
Whbwary ARy b3z, BE, UEFIC
DEXZOREBRTOKZTZT V2 —D—DITD
WTHEERSIZHRELTH LW FETL®
TN D, REAZ ) —=V 72BN E LT
BAECIIE LD THPENRFETHD E VD
DRV, BE, SEEOHRITEF3EIT. 2
Bl (2B DTS EFERCERITL BN T
W) IZBWTEBFERITA LN D272,
L LR, 29 LB TN OEME 2 FIE
Wt LB R CTHRIREIT2<, 4% b Z D
FHEERTDHILIETES, £/, 20D
FEATRIRE R e B IR O D L B b, JEEBRR S
Y == oW TE, BIEOEFI L%
BT5, LOERETIVENLRFEORENE
FNAFUTHD.

ABFSE TS EHV CIEREE TRIF 21T -
TP L FEtTH DN, B A Tlddk b ATEFIEK
DZVAIPIZ LT HZ DR LT EEOBIIESE
EETOERBEMKL THELI0FRITESNC
EEED. BAEREE LTIXELERRETEDS S
DTV, b &b ERAEFEDDRNERAT

HY | ERIEL LT, 5% biflkise L THIBITESR]
EEBLRPOMREZTo TP LERDH L. F
W, ARSEEFIIENES - SRR T 4
U HED B L D IEG D BARF IR DA
RNTEY | FEFTARREFASITIS LITHEA DD
LEIFEND.

E. &
AHFFETAIPD o= 2ER B L OVPO D
NVERZRNT LTz, B8RV T7 4 U UEIREB
T B BB FIEITIZZ W OB E DR 5§, RN
RERE ORIR ROFROFIETE. HHVIEE
BOFE, TbbREOEROFREEZ MR
5T ETREFBEORBMHAEMOREDS LIX
BRICLEDTHAZ ERFHERINE. 2.
TOWRRESEZRNT 4 ) VIER—AR—Y
R EENMLTHLWERERBAET D52 L7
LD,
INETELHFEINTEZEREDOT 1 b
RNVT7 4 VEORBEFHITHE LN L OIT, R
N7 4 U VERBEDOQOLEE LLHEb LY,
FIRIRICKRT T DIRARIRE I E 727 < @Y
RPN 72 SN WA T EE R BB % &
L. HD2WVEBFHE L7220 5 2EBTHD. &
D=, AJE & Bk SN BETZHITARL R A 4
FRITIEERERS ENTVD. KR EHHE
ft L. T OERIEREBORRICH T TR E — 4
THAES T TP LERDHS.

F. fEREfabRiE®
(RfETIEREE L ZR)

G. WroERE

1. FCHER

L

2. FERE

1) e TREBR LRV T 4 ) VEF L —
£, F100[E B RHELBRRFE FEIGHES
(20183411 H380H, *%(7)



3. £t

D BERLT 4 U EDOBW- BT OE
BR-. FRR25FEEFESEY - WALEFEBE (R
VT 4 ) E] EEE (FR26F9A 1R, KIR)
2) FoTRERLWEDMF. A—T7 v 7
A 9T BR—DbR—=T [BMERNLT 4 U VIE]

( http://www.orphanpacific.com/patient/porph
yria/index.html)

3) WROEWREZH 7o —F v —h. F—7 7
VRV T 4 P IR— AR [EERLT 4 Y

- E)

( http://www.orphanpacific.com/patient/porph

yria/index.html)

H. ZEFTAHE O HFE - B &R
Bzl L



EEFBRERREMNE EHAMRBEREHARER)

SERRBREE

RILT 4 U IEDEBIFBHEHA K54 ERE

HRSEE LHR—

RRBERENKREMEE =Rk

RE®

MERE

Bl FEfiZRk 2o,

1. FEEEICS| EREBEERMBE ZRE CTEMET 0 bRV T 1 U VE 2 EFRICEHREE
IEBE OE - 10 - £EREZTY, Bk

2. /NEONKBBUE TRV T 4 U E & BRI N ARMERLEIC OV TRCER L.
3. NAHRRBUEDOERIZW, BE, EFEEEL IO TRXERLL.

Fo bRV T 4 ) EBRECTERELED

A. HREE®

BRERIARN T 4 ) RS, BICERMET = b
RVT 4 U EBE ONRBBUER ORR, Rv
74 VR EEDALENRE, BETHREZE
HAHT THRET L, #8072 YRR R O E 217
D eI, HA T4 AMERIZET S

B. #FFEH5E

BLBRERR I & A U7 e B BUE R o BE %
FEANCEEIR L, W7 4 ) AMEDLE LIEROB
BEOMHEZ RS, HBRBEUER, Rr7 1 U UfHE,
FFEEDOHBE LY A5, NHBBUEIROBRE & 2258
EEOHEZRS.

C. WFEfER

REEIRE U7z 28 5%, 26 ERIOEREMET 2 b
RNVT 4 VEDBEICMZ, IHIZ25% 3E
BUNZ DWW CEBIE T 21T o 7.

D. B, .

BE, FRIZEOBREDREEZ EDL 51
ITZIXE VD, FHREZRDOTND., HaixEED
RIMERF T2 bRV T 4 U UEESBIZLT, &
BELRIEHEHOMEESNEZHEEL TR, IA1
R4 AT 2 E N TE 5.

FULEETFEE2FORBHEACLRMERF
a2 AR T 4 U AERHBRBERIZZ R RD
LB Z ENEL, ZOEBIZONTISHE, 7
=rbg I —EEREEOBEEZITV,
epigenetic REEEZBETHLENDH S ).

T, HAEEPORMEKRT 0 hARALT 4 U E
FEEZBUTUIEAEEDL LRV, SR
FER N EBRICREI T 2 DIE, 56 Moz L2
2. ZOBEHITEERALTIE V. REER
TRIENORNLT 4 ) AREEEITZVUL, 16
MOTRBEREOCNDFREERSH S.

E. BrEsE
1. mCHER

Ono, R., T. Masaki, et al. (2013). "Three
school-age cases of xeroderma pigmentosum
variant type." Photodermatol Photoimmunol
Photomed 29(3): 132-139.

T, EHB—  CRBBUERE, RER
DEER, 554 125, 1528-1535, 2013

2. BoREK
1. EHB—  WHRIBEUE & BRI NLER AR,
HAFERSEEHWES, ik, 20134 6 H

16 H



EEFBENEHREMANE (HARMEAERBRARER)
SEMRRES

BHERRERIL T 1 Y ViE AIP) REEETFEE QR

MESEE KFM E

BARTRZRZREZMRER AT BB AR FRERIR

MREEE

BEREEZFEFEESTIRERLT 2 V) ER, ECTIZOORBDIEEBTHY . BERFED
DT, IBRESNDVENRDD, RED 1ETH D, BHERRERNL T 1 U L EE(AIP) DR EER
FEEITIT, AIBEDRICED bORDRL, ZRECEBETFETZITILERSH Y, R
REBTEN AT AOBENREENT, £ T, BREITEB T AT LAOBEEZITV,
%< DEFITEDFRMEZEREL TEX-DOT, BOTHRET D,

AWEER

AMREELEEFERETIRERLVT 0 U VE
%, BEER 0 BURIBREZITORP > HE .
IO ORNBIERTHY | BERESCIIT,
HBHVNI, BIEANMCZE SN TS Z EREEN
D, FIEREODBWNIL, BEREFEICL b2 ) KR
NT7 YU BIO, ZORMBEMEORFB LW
RMERFOBEZBET S L LV FAEETH DM,
FEBOFRERECTFRELZF o TV DIRRESR
fE L CWRWE (BTEE) OB, indomE
TIEARABER Z & 3, BEFEOZENICIL, &
TN RAIRTH AN, NEBORKREET
BEIIBEOLON L | FREIZER DR
BHEL>TVWOIORBETHD, Thbb, &
FEE OB EERITT 513, FREHERE
T RE DO 2 ETITV, £0%, ZOEKGTFE
EOREICLVFRANOBEEDOZH 21T 4
ERBHY, FAET, RAFRICT, BETHITV A
T LDOEEEITV, < DEFTEDOFRELE
FELTE T2,

B. BFF 5k
BHERRERLT 4 U EAIP)DREEE T

(FNEEY ) —Fy FTTIF—EREFHOE
TV, fHETAEAS U e S BRIOT 2 E
— & —fElgk% PCR B — 7 = v 7EB X
OPCR-7 a—= =0 = v v TR TR
Br L. EREEEAS L kT 5 FIC L 0 REER
TFREZROTDHEEEE L., T LT,

C. ThoufE R

R AR TOREREF % RT, RFETRLE,
WRRD 36, FBER, EFREVUCEFHOE 1
e, BETFEFERD,

RO 141 L FBEO 1 FILECEETRE
BEFo T\, NTud A THEITLY, 202
BIEA—FRTILRL . ZOBEENEETEEE
BITHRy PARy NTHALHREREWVER
vz,

D. R

BB RMERVT 4 U VEOBEF RN 25D
RENATA DV AT LEEE L, KMOOFFRT
BIRFREE ZREEHIR:,



E. i 1 UVIETIE, EEOEFIT, Z0OHF A% R
BERNVT 4 ) VIEDBEBETREN 21T 9 Fik L7z,
ZHEMSE, TO1IHTH D, BHERRER LT

YAMAGATA
(IVS12ds-1 G to C)

(G168Term) patient1
(730delCT) patient2

IWATE
(R116W)
NIGATA
(108insC)
{730delCT)
IVS5ds+5 Cto A
SIMANE
(R116W)

HIROSIMA
(730delCT)

TOKYO
(IVS11as-2 A to G)

NAGASAKI
(R173W)

(490delA)

KUMAMOTO

KA
(IVS13ds-3delAAGT) GAWA

(982delCA)

, MIYAZAKI
| (IVS12as-3 C to G)

A TORMERRERNL T 4 ) AERIETFRE OBRE, RFEIIARHFIE TOREE,

F. BEARER in Japanese patients with acute
mL intermittent porphyria. Blood Cells
‘ Mol Dis. 2013;51:130-1.
G. BrFEsE 2. FRFER
1. FRICHER L

1) Susa S, Daimon M, Kato T, Maeda N.

A novel G168X mutation and a H. AR EEME D HFE - BRI
recurrent 730-731delCT mutation of ;L

the porphobilinogen deaminase gene



EEFZBREZMREEDES EANERERRIEES)
SEHRBEE

RIVT 1) VEBEODFEWERIBITE A RS54 AERICET 50K

WESEE T8 K

REBTEMHERPHE

MERE

AR AANFERERFERERNL T 4 U IECEP)EE D UROS BETOEREZRAT
RV 2ICGTEENIA LN, ER L7 V3F A £ UROS OEHIKT T 54 H&E
ETHotr, BEEararRkNT 4 ) U EHCP) EAN—FTaRL 7 4 ) 7(HP)BEEDER
CPOX & dbt#e Tk, HCP BE HRDOE BEER IIIE I TIEEMET Lz, —F, HP BF
HEDERBERIIERET T2 L00HEETIIR L LAN—FTuRLVT 4 U U EEE
THDTHMUERETORIERT D LB 5ol

A. HIRE/

FT 4 VT B OEBENR L OEEAN A
HRE RS B 7202 X b F A NS RMEARIFER
R 7 4 ) HE(CEP)BE D4y FE R DfiE
HE2HE Lz, £/, BisEaraRlr7 4 )
VEMHCP) EN—F u R T 4 U T (HP)D I
EDOSFHEEZBELMCTAZ 2B L
L7z,

B. WEFE

~ hF LA CEPJEREDUROSEFDE
BZPCR &V — VT AR{TH TS, £
72 HCP & HP #2535 ® CPOXE R Z/ERL L T,
KIBEICHEF ST, CPOX IEMH & EHEEER
DOHEZFR~D,

(RHEE~DELE)
AT F—bRarkey ha{Tolkz

C. HFERER

CEP BEOHEREMLIERIEEZIEH LT,
fEx D#fETD UROgen DEMZR DT,
UROS BT ® 11,776 FE G B T IZEE L

THEY 3FHOD valine £ D phenylalanine
~OBMRIZ X DBEREEOBRE 2B D55
27,

HCP & HP 35 ® CPOX OfEx DEE T,
HCP B3 TI3EAE 72 CPOXIEHEDIR T A3 =
5, —F. HP BEOERBERIIEEET TS
HOOPEEZE TR L LAN—T BRLT ¢
V)= U EEET DO THERETDORS
AR

D. B8

~N kAN CEP BEDELRTHENTZ1T- T,
V3F B&%[FE L7z, CEP BH& OB TN
XHEBET VT T T TH BN, BEITEE X
NTWHAKRACEP BEDEGFERLFEL
Th o7z, B b ERORIRITHUC BB,
EMEE R HCP & S E A HP 0OBEHN
DEVTESHTHo BN EROEVIZLD
Bip o7~ CPOX EHEICEENH 5 Z & % ZEH
L7z, Zhid CPOX IEHO#EZ I+ 5 2
EIZHTRILDEEZ B,



22,

E. #&

~ hJ A A CEPBE D CPOXEE N AARAN
BEOZNERLTH-7, HCP & HP O
BEROE N T CPOX BER G 72 H3iEED
BIZE D B ahoTe,

G. BFERR
1. FRSCRE

1. M. Sawamoto, T. Imai, M. Umeda, K.
Fukuda, T. Kataoka and S. Taketani
(2013) The p53-dependent expression
of frataxin controls 5-aminolevulinic
acid (ALA)-induced accumulation of
protoporphyrin IX and photo-damage in
cancerous cells. Photochem. Photobiol.
89(1): 163-172.

2. Shiota M, Yasuda Y, Shimaoka M,
Tsuritani M, Koike E, Oiki M,
Matsubara J, Taketani S, Murakami H,
Yamasaki H, Okumoto K, Hoshiai H.
(2013) Erythropoietin is involved in
hemoprotein syntheses in developing
human decidua. Congenit Anom
(Kyoto). 53(1): 18-26.

3. Nagayasu E, Ishikawa SA, Taketani S,
Chakraborty G, Yoshida A, Inagaki
Y, Maruyama H. (2013) Identification
of a Bacteria-like Ferrochelatase in
Strongyloides venezuelensis, an Animal
Parasitic = Nematode. PLoS  One.
2013;8(3): €58458.

4. D.H.T. Kim, A. Kawazoe, P.D. Bang, N.
T. Thanh, S.Taketani (2013) Congenital
Erythropoietic Porphyria: Mutation of
the Uroporphyrinogen III Cosynthase
Gene in a Vietnamese Patient. Case
Rep. Dermatol. 5, 104-109.

5. M. Mori, S. Gotoh, S. Taketani, H.
Hiai, K Higuchi (2013) Hereditary

2.

cataract in the Nakano cataract mouse
is caused by a hypomorphic mutation in
the gene for coproporphyrinogen
oxidase. Exp. Eye Res. 112, 45-50.

6. R. Itoh, K. Fujita, A. Mu, D. H.-T. Kim,
T. T. Tai, I. Sagami, S. Taketani (2013)
Imaging of Heme/Hemeproteins in
Nucleus of the Living Cells Expressing
Heme-binding  Nuclear = Receptors.
FEBS lett. 587(14): 2131-2136. doi:
10.1016/j.febslet.2013.05.036.

7. S. Watanabe , M. Hanaoka, M.
Ohnuma, S. Taketani and K.Tanaka
(2013) Mitochondrial localization of
ferrochelatase in a red alga
Cyanidioschyzon merolae Plant Cell
Physiol. 54(8):1289-1295. doi:
10.1093/pcp/pct077.

8. D.H.T. Kim, R. Hino, Y. Adachi, A.

Kobori, & S. Taketani (2013) The
enzyme  engineering of mutant
homodimer and  heterodimer  of
coproporphyinogen oxidase contributes
to new insight into hereditary
coproporphyria and harderoporphyria.

dJ. Biochem. in press.

9. H. Ida, O. Suyari, M. Shimamura, T.T.

Tran, M. Yamaguchi & S. Taketani
(2018) Genetic link between heme
oxygenase and the signaling pathway
of DNA damage in Drosophila
melanogaster. Tohoku J. Exp. Med. 231,
117-125

FRER

A . TREBORER, WE & KE
FeE, ElFE, REELT. ZHRZ,
Ve LAT LS BB MM o
A b—7 OFER. % 86 B HALFER
K&, 2013.9.11-13. (BRiE)



EEFBHEMREFENS FHAMEEFRRMRES)

DEFRBES

ALAS2iE i F D #IREEE R E R DR E

MESEE TUME BEFERKEHRE

MRER

RNT7 4V VEOFHRETH D X P fESEHEE YT MRV T 4 U EXLDPP)I
ALAS2 OEERTEMN ER-+ 587 ALAS2 BT OHBEEEAERIZ X Y BIET D,
5T, XLDPP DZEAEMEOW I8 2 HAE T 5 7o DICIE ALAS2 B 5T DR B HEE
PEBTAENEETH D, Foxld ALAS2 BEFORBHAGEELZH LT IES
HHEIC, ALAS2 BETFORFERFENEEFHEEROFE 2R T2, £ O FE, ALAS2
BETOE LA v ha il RERFREOLEE LRSI T5F THMOLNLD GATAL &5
KT DOFEAESZ il & L RFERERNESRERREFE Lz, HEREVEIC,
ALAS2 BT OMBEERBIZERIC XY BT 2 e RESRFERMA A% O ALAS2 &
BFT, REROEENFE SN, ZOEX, FEKROERIT ALAS2 BT OHH
FETEEIR, BEMTERNEEZRLTRY, REKEZMN L TRFRIZBIT S

ALAS2 DERE, DWW CIIEERTEMENRE T 5 HREEZ T T bDE B R b,

A. HIREH

RNT7 4 VAEOFRE TH D X Yo s
BT PRV T 4 U AEXLDPPIE, FREEERIC
B B~LEEBROEERR Th HIRFERE
T/ VT CEEEREESR (LLT, ALAS2) DE#
FIEMEN EHT D87 ALAS2 Bin T DOEEES
FIZEIC LV FIET 5, 6> T, XLDPP DJFkE
RHIET 5721213 ALAS2 ORIRFAEEE % A
SMNCTHENEFICEETH D, ALAS2 OF
UL, BE, ¥R, BREROETORM THRg s
NAEREON TSN, 56, FxlXEEHRE
BrEICE B L, ALAS2 BB T ORMOEEHRE
A RIE L, & bIZikE0FfEE#EL XLDPP
OIRFIZIEAT A FREE L R 2 EL B/ &
L CHE %1772 o 72,

B. HEFIE
1) ALAS? EBEFICRBIT AR EREREN T

TR DFEE

RERFENREELHIET 5EFR]TF L L
T b GATAL 78 ALAS2 B RTFDHE 11 v
kv DEEEDEEIC in vivo TRHEA L TWAE
. Pl GATAL il % A= 7 v~ F gtk
{E(ChIP) & & PCR EX A L THRET 21772 -
7o EBIT. FOREEICEIT 5 GATAL SIRERF
DFEEEFIOEEM L | ALAS2 BIRFDIRIFER
FrEAR BRI 31T 2% E % | Gel Shift ¥/
V72— EBELVR—F—L LT rE—F—
7 v A EE RV THRE L,

2) FERMSRIFERMEE M A ICI1T 5 ALAS2 R
FIHa— FEEDOERDEE

KT, =7 J— by —F v B THRRER

TORFEE S IR Do T2 e RIESREFER B ME 5




® genome DNA #f##rL. ki DTREL®Z
ALAS2 B FOEEHIEGER (= P—)
WEREZHETAENE I DERT Lz, &EBIZ, [

WICB HERPEEREIEEICEBT 50 Y
5 MOBEBIT RS 12,

(B E ~DBLE)

B ik 2) (o AIETF OREHTICE LTI,

RIRZFEFHMMELZE S CTRB SN ERE
EIZESWTEERBIOZTOFEICNT 5
27720, EECHEEO THL B EZICRLE
T2 o7,

C. WFERRLBE

ALAS2 EEFDE 1A ha AT 17
D GATAL fE5& = v vV RELFIBSTEET B 23,
RIFERRIGEMIETH D K62 METFIZRB T
GATA1 MBS FEALTVWEDIX L IFTOARTH
o7, Z D GATA1 #EE B % &40 130 bp DA
Bz oo —E UTH#EET 0285 0ico
WTTFrE—F =T v EEZAVTHRTLE
&2 A, FEBITRIFERRMIEZ TDAH ALAS2 O
TaE—F—{EEEY 10 FL LB R 2 ENH
bk rolz, o T, O ALAS2 Eix
T ORBEERFHRFEEOITFEE LT 20 >
P—L LTHRETIDDEE X LN,

WIZE 7 ) —h—r r ZAEIZ K> THIRE
BETFRRIETE otz 8 %R 11 BlO RN
SRIFERMER M ABEFER A, ALAS2 Bim+F 0 Bk
DHRFHRERB T NP —ERICER 2T
DNE D ERELIZET, 3 FHK 5 IEFICIBNT
FERICERDFEE SN, 2D 5 b 25FRK 4 FEH]
TRE SN ERIT GATAL = & T AEFID
AGATAA 78 AGGTAA IZEE L THEY  fho 1IE
BIClX GATAL =2 & Y REF %2 Ede 33bp 3
KIELTWE, WTFNOERIZL - Thomony
P—EERIZ 1T GATAL EE LB 2D, &5
WWIHZHBOERICE Y = G E &

TIFWHE LT,

b N ALAS2 BFICiTPRi & Y e t—F —

FEIR & 55 8 A v b v TR IRk RAVER B A HE
WRFETHIEPRE STV, SEIOKRE
WXV REERSEEAE 1A el
BHETHIERALNC R, £, =7 V—5A
BT L > THRRBEFREE SR P2
SERMEERZFERMER MIER O LB T h
O UNVY—FEIRICERO R 5EENF
EEN, TNEOERICL Y P —JEHER
IEHERLEFND, FAHICBIT 2 BETFEEN
IO OEFNCIT D RESKIFERIER I D
ERERTHI DO EEZ N, ZOFIZ
ALAS2 BEFOE 1AV ha HFETHT
AP —IZ GATAL BBERFAEETERL D
&, ALAS2 OEERIEMEMNMET L, Z072bic®
Mz 23505, EEOKTOREIZBEIERN TIE R
WZ EtEBEHRLTWS, —F T, XLDPP X
ALAS2 # //\7’%0)73/%‘\«*\'\//1/3@%%[5@&(9%
EEETHI LAY T NERICLVEEEESE
BDEFRTDIDICRETDENMONLTVD,
>C, SEFEICRE SN e oI —% 0T
BT RBRFREEE L XLDPP OTREE - 15#
EREOZ—F7y MZD525bDEEZ2 N
7

D. REAERER
ML

E. #FEHE
1. mXFEE
Kaneko
Kobayashi R, Ishida H, Harigae H, Shibahara
S. Identification of the novel erythroid-specific
ALAS2

loss-of-function mutation

K, Furuyama K, Fujiwara T,

enhancer for gene and its
associated with
congenital sideroblastic anemia. Haematologica.
in press

Furuyama K and Yamamoto M. Differential
synthase

regulation of 5-aminolevulinate

isozymes in vertebrates. Ferreira GC, Kadish



KM, Smith KM, Guilard R edited, Handbook of = F. ZIRIRIEEHEDHFE « &R

Porphyrin Science, Vol. 27, p.2-41, 2013 1. FEEFEUE
HYEL
2. FERERK 2. ERIERBE

A R EHEBORES. NE &, KRBT, L
TFE, RBALF. e, ELFF £ 3. T DA

EKEBNEET IR 0 X F—27 OFER. ML
% 86 [Al H AAELFEES KRS, 2013.9.11-13. (Hik
1)



EEFBREREEFEDE EAMREREMRER)
SEMRBEE

BIRERIL D 1 ) VESIDEETOBEAREROHEILOWER

MESEH

BT % BREEBMAFLEKIZRERRER

MERE

TRoOTWTEFT—#{Lb LT3,

THERIL .

RV T7 4 U NEORHMEEZED DD
L. BFEe b B 1 EOHBES.

2ET7 9FEBE T D HEESOMBEIEN
MREOZ L COBINSROEKEE = 5

AE, RS TilEE4 OFEMORLT 4 U AEFEE D, BARTOHEER SIZo0
IFIERRK E R CBESANTFETAZ EZHLNIT L,

A. TFREM

HREBRNLT 4 U VEOBE EBEIT— K
WITREETH D, BT 5 2 %< BRI
bbb, £le REFOARTICIT 2HEE
EARATHD DT, SEEITHEZHIT 5720
2, @E4 OFITEY UEHT TREER U728 In
N7 4 VVERE LD, RPOAREOCHE %
HERI L 7=,

B. WFEFE

w4z, FE (YH) BWEF5 0E0 5k
1 2FFETO40FMICZEZWICEDLST2R
NT 4V VEREE LD, BREAD 70
FA. BEREAOKG6 0 FAL LTEHELTE,

C. HFERER

RVT 4V ED DL BMERRERLT 4
UUEE BFRZR. BERNLT U UEL KR,
FEMET 0 FRALT 4 U UERARR TH o7,
B\EETIERVRS, BEERERLVT 4 U EH]
X561 (FRTEBEETERERL) THoTz,

D. B£
RRKETIIARNLT 0 U VERAD 1 07 A
A (2—3AN) ¢HEENTWD, KFTIEILE

AT, AD130FANZEFERTHY, 1F%R
2—3NEEERHDELETHE, 10HTAIZ—A
DFHEZRDOT, ARTIE AR LEANIHL
T, 1 TAOEEEZEDOBENFET 2 H O LHER
AN, SBRAEOEHRBEEYRETSHZ LI
HEZBETH D, (LT TR Uz RIBEER
BEFEEIX =/7J2100R173WHA
EETHHY, RIFROHKTH A LNLEBEETF
BELE—THY, LBOMILE SO EEMENR
e X,

E. %

RNVT7 4 ) AEBIOBEEIAD 105 A
2—3FRHY ., BKRLOEETH T, Bk
E B O E b O F RN & R IEF] & (LR Hh
FCRERL., KELFEE (R17 31IFREED
BWEETHoTZ,

G. WFERE
FRRR
YEIT A, FMIEEEE, RMEE. BHEE. 8l
HE AN, BARSERE, MipEN, BILEE, £
RA—BR « LR T CRER LA T 1 U UhE
fil& 1542 5 100 B B A LA/ PR HER
4, 2013.11.80-12.1. CKFH)



KR EDOTTICET 5 —EHR



R DOTATICET 2 —&B%

=
FERA | XIA Mg [EEERo| F OB 4 ks | Bl (HRE | -
TREE4L
R A [eRBEE @k, (7R ORI e (e 2014 [1103-1105
sk 3. (BT 2014 FEAR
/N —FR
FE Al FILE 72 AXIIREH B M2 ST AT 4 HHER 2013 [308-311
VT 4 U . LEERE Lo
—%t
B fl (KA T ) ol [SRPHERT (g e (e 2013 [215-222
R, W, 1R Ty 19
THETERE N7 4 U AR EFIE%R. KERBRE D |30t R 2013 |989-992
F DHIBRE IARBBATIE F2013~2014
> ~Z TR
WMEIRRED
 RE L
T —&2D L H
yabY e
EHPRERE |28y D EBESRNERETERE | = %7 b ERIAEE UL 2013 |1-167
e TR
UTEEHERE |7 0 U KRB B SOESESIR. P ILESE [ 2013 [424-430
BEE BE
vol. 543 WA
BB, R R
X B |BMHERLT 1V i DIRB T A |CareNet [BEA 2013 http://www.
¥ 77— carenet. com
/report/lib
rary/genera
1/rare/inde
x, htm1#02
I B WA T4 U e RV T 4 U NN E B XER 2013 [3343DVD
JEFEE T T — JiE SER IR E Iy b
FEBISOTR I A D 11V C — i 1
D o< R — RIRRE D
D < fERL—




e

B
HRE R4 XA A M4 BT ke | =Y |HERE
ey Al ONEAERILE Modern Physician 33 [062-966 2013
e Al S EBBIORA > ~, MB Derma 203 [73-78 2013
RITDEERE
SERETERE, MR RIS — 7 I 2 L 7 U|ALA-Porphyrin 3 |FRIF 2013
v/ﬁﬁ/\ﬁﬁﬁggga) & RScience
7 1 U RE
CTEERERE, JEILH  (ERKMERALT 4 U E BB AR, Mg 21 456-460 2013
FEERE (1) —2 0
fth D MREE B % &
—. HH
YRILAS. VTREFERE B BEME m NARA T 4 VBB AR, M 21 |461-465 2013
i FEERE (1) —Z 0
fth o> MKE R E & O
—., F2R
ITHETERE, WP E o e R 7 o VBB AREER, Mk 21 [482-485 2013
i GEGRE (1) —7 0
fih D MKEREE & D
—. F2R
AP, TRERERE SR T I X ARV T ¢ VB B ARERIR, i 21 [490-493 2013
iE TERRE (1) —20
fitl D MR B % &
—. B2UR
ST REHEIE STI VT UEE TR BER. #E|111(6) 1301 2013
fE % Fide2013
T FEFHE W74 )y (araR] TNE FFE. RAEL1L(6) (1302-1303 | 2013
VT 4 U, e NARVEE 2013
74 Uy, WAAKREY )
)
Susa S, Daimon M, |A novel G168X mutation {Blood Cells Mol 51 130-131 2013
Kato T, Maeda N. |and a recurrent 730- |Dis
731delCT mutation of
the porphobilinogen
deaminase gene in
Japanese patients with
acute intermittent
porphyria.
Ono R, Masaki T, |[Three school-age cases|Photodermatol 29(3) | 132-139 | 2013
Takeuchi S, of xeroderma Photoimmunol
Shimizu A, pigmentosum variant Photomed
Tanioka M, Kambe N, [type.
Matsue H, Kamide R,
Nishigori C
(R, B — DU EBUERE R ERL DR 55(12) | 1528-1535 | 2013




Receptors.

Kaneko K, Identification of the [Haematologicbessia in press
Furuyama K, novel erythroid—
Fujiwara T, specific enhancer for
Kobayashi R, ALAS2 gene and its
Ishida H, loss—of—function
Harigae H, mutation associated
Shibahara S with congenital
sideroblastic anemia.
M. Sawamoto, The pb3—dependent Photochem 89 (1) 163-172 2013
T. Imai, expression of frataxin .
M. Umeda, controls 5— Photobiol
K. Fukuda, aminolevulinic acid
T. Kataoka, (ALA) —-induced
S. Taketani accumulation of
protoporphyrin IX and
photo—damage in
cancerous cells.
Shiota M, Erythropoietin is Congenit Anom 53(1) 18-26 2013
Yasuda Y, involved in
Shimaoka M, hemoprotein syntheses
Tsuritani M, in developing human
Koike E, 0Oiki M, |decidua.
Matsubara J,
Taketani S,
Murakami H,
Yamasaki H,
Okumoto X,
Hoshiai H.
Nagayasu E, Identification of a  |PLoS One 8(3) e58458 2013
Ishikawa SA, Bacteria—like
Taketani S, Ferrochelatase in
Chakraborty G, Strongyloides
Yoshida A, venezuelensis, an
Inagaki Y, Animal Parasitic
Maruyama H. Nematode.
D.H. T. Kim, Congenital Case Rep. 5 104-109 2013
A. Kawazoe, Erythropoietic Dermatol.
P.D. Bang, Porphyria: Mutation of
N. T. Thanh, the Uroporphyrinogen
S. Taketani IITI Cosynthase Gene in
a Vietnamese Patient.
M. Mori, S. Gotoh, Hereditary cataract in[Exp. Eye Res. 112 45-50 2013
S. Taketani, the Nakano cataract
H. Hiai, mouse is caused by a
K. Higuchi hypomorphic mutation
in the gene for
coproporphyrinogen
oxidase.
R. Itoh, K. Fujita, |Imaging of Heme/ FEBS lett. 87(14) | 2131-2136 | 2013
A.Mu, D.H.-T.Kim, [Hemeproteins in
T.T. Tai, Nucleus of the Living
I. Sagami, Cells Expressing Heme-
S. Taketani binding Nuclear

33—




S. Watanabe, Mitochondrial Plant Cell Physiol {54(8) | 1289-1295 | 2013
M. Hanaoka, localization of
M. Ohnuma, ferrochelatase in a
S. Taketani, red alga
K. Tanaka Cyanidioschyzon
merolae
D.H. T. Kim, The enzyme engineering|]. Biochem in press
R. Hino, of mutant homodimer
Y. Adachi, and heterodimer of
A. Kobori, coproporphyinogen
S. Taketani oxidase contributes to
new insight into
hereditary
coproporphyria and
harderoporphyria.
H. Ida, 0. Suyari,|Genetic link between |[Tohoku J. Exp.Med. 231 117-125 2013
M. Shimamura, heme oxygenase and the
T.T. Tran, signaling pathway of
M. Yamaguchi, DNA damage in
S. Taketani Drosophila
melanogaster.




L,

LR e O TATH - B




SHOGHiEST

FIFISEELTLD

B U0 @ deEYesk
WiRE BHrEx Bk = NINE—A




r
|

RENERER 1103

#1 EBORSHLFEEH

BERIBE | HEE, BUSEE RTAPARE (O
RS | MR EEY, SEPUFLLE), TO
B TY -, R Y

REE (77000, 3749190

CARER
; L), BsEmEY, BEARY

JHRERE | Ta-%/OCRREE FTYFRE
ERRE, HASERE (Y b707x2,
EasvhagE), ENTIZ K RE

B ACERBEZEL E

EEZEZ TONA YT OENLT £ FIVRE, ik
MR E

PEATHD S LA H.

F2 HESSOREIEH

HEE (7 LR, EYRCHLRY
BFRLE), BRERE (Dxv /a7
DFRUGL, PRFFI/TLRE),
FEE HTADAR (ANNKTEEY, Vb
IK Tz kAL, NLTOEF MY

Stevens-Jofr
nson fE&R -
HEBEREIE

GLEE), PATY /-, #E
HIEREARES &

BEE

ENEERE
wRE

HTAPAE (HNKTEEY, ST+
UKD, JxZ b, Tx/NEG—
W, JZHIE), FATYI—N, A%
SLFEEIE, HTVINTFEYT
A, YT TIoARNEY, /YLD
g

F—HORMEET S, REFLEM TV

WEE, IRENMRGEE, MRS Z &I, A

Fud FORRE T2

@Qﬁ%ﬁTﬁw%M%ﬁ&umbfﬁﬁmw

B.

AT VT 28 (60mg) 2?% B | I
E 3| :

2) FY ~/3~:L_)<:~—+r)v7 ')—A 1H &[3

WA

WA TRWHEITE, 2) %

124) &BINT 5.

B FNENS by Y=Ll H2E &AL

4) FVF = wiE Gmg) 4- 6% ;}2 3
LB AR :

é’ﬁ

3) L%LZEL &6

@ EEEE
Stevens - Johnson #E I, bkl BIEE,
FEAE B BOEE BT I ARBME T . Ste-
vens -~ Johnson #E T & rhatd 2 BEIE CIRO T
WesiHNRHHE &L, HTFRHEME~ET
B,
AR FRoOVWTr&HVS
) Fu k=>4 5mg) 105 %3 (1 B#RS
RAIRE 1 kg $7- 0 L mg k)
2) YV AFO—ndE 11,000mg 1H1
B AR
1) CHBFBEELLTIUIMEL, PRHFE
L RIUSITIEIRAP B S 2 T CEHBTHRL,
FOBKET S, 2) 33 AMEHTIREL, F0
BIED BEOROTV For®nlL, WEFE
WO R L THEZITH. Stevens - Johnson i
BRI R TR T R OWRTHC X ARER
RO LNV AITE, MY, Bk
a7 yEA (ERERN) T 5.

photosensitive disorders
REF Al BMICERRRENGE « A

O =k

AR RIER B A TSR & 2w Ieiig
BRT, EHECRENBZEUAHEEO—HTH
b, MHERBILESHCHB. BN UVB,
UVA, BLUTHRME EFEERDH, hb
D9 bOENHFHERFET 5 EELWR (MK
B) Ko TwAPRERILE o TRES. LA
HOEE ST E, O7 LA ¥—E, OREE, |
Ottt OFOICS b5, TR E
W, NS5, k) v =72 (SLE),
7 M E—tREN gt BAEIE % & AU E TS
RS NBEBLERMICEETH S,

2

WHIGEHTH B, BHRESE CERPFHIL
mf&ﬁmaw%ﬁk%%ﬁL1w7.Lk#o
T, BHIE LCRBEFLMATH 2 MM, #il
i, BB, W, FRLXkACL LU, ki
TRALHEG & T R 7 Shp LB KB E
NpnwI bhhy, BEEETL. AHLHROMN
ST TohnI b LELETHS, 20l
P, GRS B R E F T ORI R B O TG,
BEOWAR, SHERE, KEEOBRETY. #

TR




