B/AMEERLT-, £X 0 EPP TlIilElE 7 o FARL
74 U (FEP £721X FP) H38 K 19298 1 g/d1RBC
#aR LTz, CEP TIX FEP I3H E 0 BT, M
BARTa FBALZ 4 Y (ZPP £721X ZP) OFH

FUVHEEL W,

fEE IR T HHEREZK 7 1Z5R L=, EPP & CEP

THEHELLBRRSTWVWBR I BN B,

400.0

300.0

200.0

100.0

50.0
0.0

3500 -

250.0 -

150.0 -

= EPP

CEP -

<

cP

FP

ZP

i\

BE7. RFERERILIc UV EOREMD FHMI=HTDER

FrIM DRIL T4 DRESEIZ %]
CP FP ZP TP FP/ZP
EPP 45 366.9 45 64.2 1414
CEP 34.3 12.4 44 5.2 1.6
4. BEPRFORNLT 4V U400
85 FERLI1VEOREROHRIL I OFHM, WMMEE, BAM. B/ME(1e/e)
= upP 7P 6P 51 Sl isoCP I CPI CPIIl HP 18.52 ZP DP 23.7 MP 273 30.6 PP Total
n 16 15 14 21 21 6 24 22 20 108 17 15 17 16 11 5 24 24
Mean 0.8 0.2 0.1 1.2 0.7 0.2 3.8 22 1.7 0.1 0.5 3.4 93 2.7 06 06 225 448
sD 1.0 0.3 00 09 0.7 0.2 25 1.6 18 06 0.5 59 19.9 38 08 04 26.1 47.5
Max 4.2 11 02 4.1 2.5 06 115 6.0 57 49 22 20.3 69.9 13.1 26 1.0 1211 218.3
Min 0.1 00 0.0 0.1 0.0 0.0 1.0 0.3 0.1 0.0 0.0 0.0 0.0 0.0 00 0.0 0.9 8.0
UP 1P 6P 51 Sl isoCPI  CPI CPIII HP 18.5 ZP DP 237 MP 213 30.6 PP Total
40 4.0 40 40 20 100 9.0 1.0 75.0 1.0 30 3.0 1.0 2.0 20 10.0 10.0
08 40 22 1.5 0.1 94 25 20 0.1 0.2 04 24 1.1 05 06 18.3 448
11 71 1.2 0.8 00 96 1.1 1.2 07 0.3 20 1.0 00 04 16.4 27.5
24 146 35 2.7 0.2 35.1 40 39 55 0.2 0.7 40 30 05 09 54.8 93.6
0.1 0.1 1.1 0.8 0.1 3.3 1.0 0.4 0.0 0.2 0.0 0.1 0.0 05 0.3 2.6 11.5
P 6P 51 5l isoCP I CPI CPIII HP 18.5 ZP DP 237 MP 273 30.6 PP Total
5.0 12.0 17.0 17.0 40 18.0 17.0 18.0 20.0 20 20 3.0 9.0 2.0 1.0 18.0 21.0
19 149 245 159.7 56 526 786.5 28.6 5.7 2.7 1: 0.7 179 16 13 11.6 1035.7
23 235 257 156.4 42 719 9146 31.7 109 2.8 1.5 05 428 14 17.2 1259.6
5.1 86.0 1044 4640 102 2464 33596 1424 488 47 2.8 1.2 131.6 26 13 720 42338
0.1 04 1.6 8.6 0.9 1.5 9.7 1.7 0.0 0.7 0.6 04 0.1 0.5 1.3 0.0 0.0
P 6P 51 Sl isoCP I CPI CPIII HP 18.5 ZP DP 237 MP 273 30.6 PP Total
6.0 6.0 9.0 9.0 120 11.0 11.0 14.0 3.0 4.0 7.0 9.0 3.0 3.0 12.0 120
8.9 225 259 53.2 56.5 168.2 85.2 207 283 27.0 30.5 55.8 20.7 47 356.7 914.8
203 496 380 70.4 709 2209 95.1 30.1 235 36.6 469 416 222 59 3347 880.2
50.3 1236 1184 190.8 2384 7312 2756 1024 43.4 78.0 1356 134.2 4438 115 1031.2 3103.9
0.1 0.2 04 0.8 20 1.2 1.4 0.0 1.2 0.4 42 04 1.0 1.0 26.1 49.2
- 7P 6P 51 Sl isoCP I CPI CPIII HP 18.5 ZP DP 231 MP 273 30.6 PP Total
n 140 16.0 18.0 40 30 4.0 21.0 12.0 8.0 440 20 2.0 190 1.0 20 21.0 21.0
Mean 23.7 9.1 68.0 106 1.2 12.7 216 71 55 2.7 44 16.6 34 0.1 27.7 140 2043
SD 421 15.1 985 85 6.9 90 195 9.1 9.2 8.0 5.5 19.6 25 390 15.9 247.8
Max 162.6 604 3040 205 14.0 216 60.3 29.9 28.1 500 8.2 305 73 0.1 553 68.6 1029.7
0.6 0.1 0.0 0.6 0.2 0.1 1.2 0.7 0.6 0.0 0.5 2.7 0.0 0.1 0.1 1.1 5.5
P UP P 6P 51 Sl isoCP I CPI CPIIL HP 18.5 P DP 237 MP 273 30.6 PP Total
n 160 15.0 14.0 150 15.0 40 320 29.0 27.0 61.0 13.0 130 140 290 12.0 10.0 350 61.0
Mean 1.0 02 11 19 9.5 08 6.9 247 33.1 23 16.0 20.6 78 9.1 30 58 8149  520.0
SD 0.9 04 19 29 21.6 1.1 105 751 65.1 78 28.9 49.1 95 15.2 4.1 103 2901.6 2327.7
Max 35 18 712 115 78.5 24 449 2990 3372 55.3 99.7 178.0 30.0 644 12.2 31.1 17258.0 18011.9
Min 0.1 0.0 0.0 0.0 0.0 0.1 0.2 0.0 04 0.0 0.0 0.0 0.0 0.0 0.0 0.0 11.2 0.0
1P 6P 51 Sl isoCP I CPI CPIIl HP 18.5 ZP DP 237 MP 273 30.6 PP Total
1.0 1.0 1.0 1.0 80 1.0 1.0 1.0
Mean 204 21676 390.4 18.1 04 320 33.7 3091.6
SD 13
Max 204 21676 3904 18.1 36 320 33.7 3091.6
Min 204 21676 390.4 18.1 0.0 32.0 33.7 3091.6
®6. FARLI1)EQREDRILI ) DEEE
UP P 6P 51 Sl isoCP I CPI CPIII HP 18.52 ZP DP 237 MP 273 30.6 PP Total
_ﬁﬁ 0.8 0.2 0.1 1.2 0.7 0.2 38 2.2 1.7 0.1 0.5 34 9.3 2.7 0.6 0.6 22.5 44.8
AP 6.0 08 40 22 1.5 0.1 94 25 20 0.1 0.2 0.4 24 1:1 05 0.6 18.3 44.8
HCP 36 19 149 245 159.7 56 526 7865 28.6 5.7 2.7 1.7 0.7 179 16 13 11.6 1035.7
VP 6.9 8.9 225 259 532 0.0 56.5 168.2 85.2 20.7 28.3 27.0 30.5 55.8 20.7 47 356.7 914.8
PCT 23.7 9.1 68.0 106 712 127 216 741 55 27 0.0 44 16.6 34 0.1 277 140 204.3
EPP 1.0 0.2 1.1 1.9 9.5 0.8 6.9 24.7 33.1 23 16.0 20.6 7.8 9.1 3.0 5.8 8149  520.0
7. W4 AED W24 D I=
UP 1P 6P 51 51 isoCP I CPI CPIIL HP 18.52 ZP DP 23.7 MP 27.3 30.6 PP Total
AP 71 42 68.5 1.8 23 09 25 1.1 1.2 0.7 05 0.1 0.3 0.4 08 1.0 0.8 1.0
HCP 4.2 10.1 257.5 19.8 2352 35.0 139 359.7 16.4 38.9 5.7 05 0.1 6.6 25 20 05 231
VP 8.3 47.5 390.4 20.9 78.3 0.0 14.9 76.9 49.0 142.5 59.9 79 3.3 206 33.2 74 15.8 204
PCT 283 48.5 1178.6 85 10.6 79.0 5.7 3.3 32 18.8 00 13 1.8 1.2 0.1 441 0.6 46
EPP 1.2 1.3 18.6 1.5 14.0 5.0 1.8 11.3 19.0 16.1 33.8 6.1 0.8 3.4 4.7 9.3 36.1 11.6
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5. FDOMORNT 4V AARBBREE
BFEHRLT 4 U VEDORK L LTERTED
RHBENLT 4 U DHPLC X F — &R 11IZRL
1o
40wl IEA
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11. SRhBORPARILI2Y)> DHPLC

AP ETIX CPIIALL LB E L, OB BRIV
TAVEE BRI —VERET D, TDOM,
FFRRZSSE, FFASAZ2 & OFIR SR, SR ZHEE M
FERCSR IRV IME 72 & O MR, RE#TTE.
NOWMERBR < OFRBT, Eit, kR
REOELBTE, FAAXFVURPBREDE
EERA AT AEW., 7= ) SV EZ— &
KA R, ZUEFTILEY, AP E %
£ DEFEBIZ L > THERNORLT 4V AARGH
DODRENRIDZENMbI, b DREANL
ZHERAICLRL T 4 ) COREILEETH
Do



D. %, &R
LIEDRER, A7 4 U VHE OB TR
RERERICINZ T, HILERET —Z BT
BEZLDZLICLoTRKTZLERET S,
1. BERLVT 4 U AEDECEDKEER
AIP :
1) R ALA : IEFED 3~90 1 (FHH 20 %)
2) JR PBG: IEFED 10~270 fif (EH# 90 1)
HCP :
1) R ALA : IEHEED 1. 5~50 fF (FH% 8 1)
2) R PBG : EEMED 2~70 1% (EHH) 25 %)
3) R CP: IEHED 3~800 fF (SEHK 160 1)
4) #EHCP: EFEEDK 360 fF
VP :
1) JRTALA : IEEED 1. 5~10 f% (FHI#%9 5 %)
2) JRH PBG: EHMED 1. 5~20 7 (45 10 1%)
3) JRHUP: IEHMED 2~500 & (EIIK 80 %)
4) R CP: IERMED 4~80 f (%9 25 fi%)
5) #CP, PP: EEHMEDH 80 {5, 16 1%

2. BMERNT 4 ) SEOELESITEER

EPP :

1) FRImERS PP : IEFMED 15~1540 & (K
370 %)

PCT :

1) SR UP : IEEFE DK 6~950 f%
%)

2) HEPTA : IEEMEDHK 10~2400 1% (FHK 300
)

CEP

1) JR¥ UPI : EFED 35~11000 f& (EHIH
4000 %)

2) RHCPI : IEFED 60~2000 7 (SEHIH# 700
%)

3) Mg CP1 : IEHEDH 30 5

(SE¥I%9 180
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F. HfRERE

1. X - EFERLERE

1) AEEHERE . 5—7 2 ) L7 U U ERDBREME L
ZOMM., ‘i EBA%, 45 (8) : 7—9

2) HEERE - AT 4 U E, TR, KB
FEE, 2010

3) UTEEMEHE : AT 4 U B L ORI, BRK
BREHTA K 2009~2010~Z N2 TS E 2 kR
BEOTTON « T—=FDLI0T-, HRIT,
SOE, 2011,

2. ZRRR

1) UTEEERE. JRITH. RTEEA. JIFE%, I
HBE, BRI SHHE. KME, EFHE—,
HERF  BEERLT 0 ) EOLEG S
A N2 W - TRERIE O BRI 5058,
% 37 BIARNT 4 VU URFFRS, BT, 2010. 4.
17

2) SAREE—, FIRE, WEA—, JWITH. TiE
Feme, WA, THESRR  BMEM KR
74 UE (AIP) L EBIRNLT 4 VU % (VP)
2ERDEDHIZONT, EITERLTZ 4V
URFFES. RIK. 2010.4. 17

3) RTHEA. FREf. SHTH, TEHE : &
MRRMERNL T 4 ) EIC BT 585 TR
DEHE. % 37T BRLT ¢V UHFES, Fm.
2010. 4. 17

4) BTHEA. MEBER, \ITH, TR : 2
HERRERNL T 4 U EICEB T 3 8IE T AT
DEFE. 5 18 BIFFREEAEFE2. 2010. 5. 26

5) BTHEA, FEEf. \ITH. LHEHLE : A
PERIRMERNL 7 4 U VREIZEB T 5 B TF AT
DEFE. F 46 EIFIEFES. (L. 2010.5. 27,
FFlig vol51. Suppl (1) :A191, 2010

6) JIRE, JIImBE, FHE—, P4 ATHE
A, @R TR RERAL T ) VI
T 2ERFRESRRE -8, 8
32 [EDEESE - JeAEMFEFES, 2010.7.31, p92

7) UTREFERE : BAORLT 4V VRE, & 34 @



ARG/ S A A A T RELFHER Y FRVURYY b VRIY A1 TRAOH

VYA, VURPULALIBROELT 4 Y v NT 4 YV TR T L EE, p.2L,
fE. Fur T b - PERE, p.20, B 2010. B 2010. 9. 11
9. 11
8) UTEEMEHE : WeRMEE R T 4 U ELHR G, R EHE O - BEART
B % 34 5 B AG A A YA U RELER 72 Lo
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BAZBREMAERMSE EHMMRBRIRFAESE)
SHEREREE

BRBERNLT ¢ ) AEOBGFERBRHEOHERER X OERE

W7oEAE  TH Al SARTKEREGTE R R R i

BREE
ARCBNTHBEERLVT 1 ) VEOBEFBINIC L DHEBHN R ENTRE LT,
BERBOEE, FEEADHLVITBEN V) v 7280 THBEE LTS, £
IT, BEEANLT 4 Y DIEFIZINEE L, HFRIBEOMTEIT o2, ZORKR, AR
DEMET 2 bRV T 4 U AETIHERFI 2B ETFERERREONY | BETEHORE
SRR S, £z, FEROFETIIERRHSREERICRNT, Floxzs v
R ZATV, =7 Y U REZFER LA, BRRLVT 4 ) ER L UREE= 7 R
N7 4 ) AEDBEF B BITVE K 28705, BRBIREROICKBT S Z L AE

gThHY, BEF?

L OMEBWBSLATHDLEEZBND,

A. TFEBM
BEMERLT 4 U BRI BT
AV ARBORFIZEIVAELD, EFICE
NRBEMWEETH D, AET 8 BRI
BENTERR, F4E, 7 /L7 B
EREER 2 RIOREICE 5B T 2 PR
N7 4 ) AAEBRBI, 9 WRICR ST,
IO IXER R B O AR EUEIR & =
ETDREUARNT 4 U NE L BMEOMR
JEREEETIAEMERLT 4V VELIZK
MEhd, TNHLOFRBORICTELTR
WrziToRidhid, EZWAE L Lo
bEEND, BE. 2 ToHRECRNERE
FHRALNITRS>TNAN, AFIZBWT
TEENICBETFEEREMTON T
B, AFIZINTWVBEEFEVREL, &
FEHOEE. FEMAD D VIEEY T
RV TIZRBNWTE LIXERD -T2,
% ZCHEEORA S BRI FHRRFEE
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HIRER BRI FEICIB T, Bk
Zu FRAT 4 U SE (EPP) 20 FRIZD
WTHFRIBFERNBRREZITN, LTz &
FHOMNILE; 1) 20 F#%H 15 ¥R T
FECH BEFERNRRETE LN 5 FRT
BERPERTE ahotz, 2) 2 RRIT
BOTRRBEOEBENBIRERH L, 3)
RIEZRET DBEFET 1VS3-48C D#HE
EBERAANCH L THEARATIR 7 &<,
AIRZBIT DARAERBORBRINFG N LM
HEShT, 4) BETBH CTERIRE
SRR DS T fEFO—ET Tzl T4 —
¥ (FECH) BESRTEM DI T 2 (L2001 5
RBL., EZWLER, £/, BARLY
4 UVE (VP) 2 RRIZHOWT T MR
T4V =T B EREETOEREF
EL. BWamE L,

ULoREZSE2, AEETL) &b
IEFZIEL, BEFEROME &k




DEREST L, BcTF2BoRStLR
T D, 2) BRERELSRMoT EPP
EGNZRBN T, FIROERRREIC L D7
479,

B. BF3E
BRRERIARNT 4 ) AERE 2 D UNIFRD
KM DNA #EHE L, PCR #Ex VW TE
BRRAEETEHEEL, A—bo—rx
P— THREBRFZRE LTz, —EDRERT
VESRAY M0 A M BREE S RNA 28R L, —kiE
RN EIT -2, 72, 7'/ A DNAIZET
HUFBEGFOZI Y Oat—HEER
T 57T, MLPA &% AW THRIT 24T -
7o BIFEEMBITCHI--> T, MEET
ALY UFEER. BUFB KUBEER
DBHE LI BB TFRATRRCET A K
TAVERIRTF L, Fin, ARERRER
BT DMBEERSDOERHE,

C. BRRBLUER

1) AREFFETH 2T 11 FR D EPPJEF| ZIX
#£ L. FECH B TERMNT21ToT2, %
DFER, 9 #% T FECH BEFIZERZR
ELBE, 205LHRAERIIS FITH-
Too ETo. MEEERRA v Pl 3 IFE
THBETEA IVS3-48C BREZHE L
TWVWAHZ PR ENT, 7/ A DNA L
NTERNBFEETERD S EFIZBWNT,
RNA O—WREERT 2T oL 25, =7
Y UVBALTORRIKBRALNIRY, EbIT
AR 721Z MLPA % AVWT4 ./ A DNA
ZBIAYEZT Y Dat—BEERL
FEIA BEAP 20 THo-DIZHE L
TEFTIE n EERTR->TEY, 77 A
DNA LA T Y UBRELTWAZ
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EBRH LMo T,

2) BRHNCEERENLT 4 ) VIENRDIL
7o 2 EEFIZOWTERIE T2 21TV, £h
Zh VP, BEEa7aRv7 o U UE
(HEP) ThAZ LXHIB LT,

D. f5#

1) EPP OBETFZE CIHERFTHOER
BEEINTEY ., FEROBE, FITHE
RERTHITEE L EROEE & ORR
AL TROZD, SOICEFEIEL.

NI EITOMER DLWV, 2, &
EFEIZEA L7 MLPA HEIZ K - T, fEKRR
HARBETHo724 /5 DNA L)L TODx
IIVREERELEBDL LS5 RaTclzd,
INETCERERE TR o TERIZD
WIS %, BETERTHLNITES
RIREMENR K TH S LHRFTE 5,

2) BREREICHRAL T 4 U ASETHD Z LI
FHEWR2 WS, fERDAEIFRIFEIZL -
THRBESEHPR LG h o7z 2 EFIIZD
WT, BET2M CREZE 2B Z LB
T&7, VP, HCP & bilEnR/ETH S
7o, IEREZR WA 22 STV ZRVERF] A
BEL WS AEEREL, 700

fE DRAIZFZBNT X DR EILS %R D%
HRFREL T A D,

E. HfRERE

1. MXHER

Q0N

2. FRR

1 ) Hajime Nakano. Genetic analysis in
Japanese  families with  erythropoietic
protoporpyiria.  International  Symposium:

Treatment, from DNA to Stem cell. June 12,



2010. Keimyung, Korea.

2) 1B Al BA7 4V SSEORIEFZ
7. SRk 22 FEA RS AEATHRRS.
TR 2246 A 27 B, &R.

3) 18 Al BHEMHTo b RAT LY
SEQORIGTERMYT. FERERAANESE -
FAMFLS | FR 2247 A 30 B, FR
3. &

1) BT 4 ) . NRREERE 7 VX,
BREFR. FILIEE, B 2010,  p66-67.

F. FneOR D HHER - Bk
2L,
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H) BAEEE

EPPEE DRETFEZMICET 5%

WERSHEE R
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FUER Lol A B0R

HREE
1EPP ZRDELF LM EIT TR, BADIZL > TT T
BIET O TS55C (1186T) BROBE LR UEREZEFT D LB ofc, £72 SEPP HIEDT
RCOEFBETEAN IVS3-48C ITHYE T 5 Z L 2HENDz, IHIZ, IVS3-48CTRIZLD
ferrochelatase FEMEDE V& HIE L 7257 IVS3-48T/T > IVS3-48C/T> IVS3-48C/C DIRIZIEL 72
D . IVS3-48C/C DIEMEIL IVS3-48T/T DENDKI3 5% Th iz, % DFER IVS3-48
DOEMWOIES S EPP RIEIZORRE Z B0z, & BIZAARAIT IVS3-48C BT
L HAAIL EPP FIERI O ARBIZERASNTEWNZ L35

ZH4EM BH o 7= Ferrochelatase

B

77,

A. BIRA®

BT 4 U TEOFTH, AR TR LIS D
£ \\EPPEE Dferrochelatase B F DE R % B
HZ LT, 2EBREOBETEROBELZH
3,

B. BIEKhik

t | ferrochelatase & f= T #EAT HX R A ML 2> & 2
Bt L 7%/ ADNA%Z VT, ermrochelataseiE{m
F D% Exon% ¥ A FFprimer CPCR%# 1T - T, %
NE N DOExonEB sy Z HME L7, DNAY —7
TUARRE L, BREEITE MRMM D
PR O RARRRIE 2 WV CL SR —T 1 RER L
74 ) OERBEPLCE AWTHMT LT,

(B E~DELE)
2 TOEPPERE R L UF OFIED MK DRI

43

B3 A v 74—AbFarker v e2EELE,

C. HAHKSR

EPP % O ferrchelatase G 1% R 1% T555C
(186T) THBZ LBy otz, ELBEDER
{81 allele @ Ferrochelatase B+ DA > bz
3 1D-48C (IVS3-48C) »% FHIEDREME 5 i
BRRER. EPPS RIROBEDTATOHE
BRI IVS3-48C ITHAY 5 Z & DTz,
& 51T, IVS3-48C DERIZLHHBEDHRE
BT, EFA (30AN) ORHMY >
/RBR T Ferrochelatase {5 & &5 & OFE
WTHEBLE, £O/E IVS3-48TT >
IVS3-48C/T > IVS3-48C/C DIHIZEL 72V,

IVS3-48C/C DEMEIT IVS3-48T/T DZ DK 3
5% TH-oT,



D. %
A [EIFA 7= EPP & O&IE T £I1T Yumoto &
Lo TURNZHMER H o7 1186T BERDA
BELRIVERZ2ETHZ 0™ Dot, Ei-, %
EOHFEZIABERTFEHOEWVWIL L - T
Ferrochelatase {EMEAS 2722 V) | TVS3-48 B TOIE
ﬁ@ﬁémmw%r_oamé EBy T,
WZEAANL 4 0 ADOBEGFR 2 TH7-F7
W%A%i%¥ﬁ’§LH$AiHP%F$
PO AFEIZE TR\ E23455 o7, LavL
EPP (2RI 5 TEE 2 5 BIE O T HHE
WOWTRHRERELTCFABHETH 5,
Ferrochelatase DIEE RN _flgkTh v, R 7
1 U RE L HERBORBETOBIMEL TV
50T EPP BEILBITIDIRNT 4 U DER
DEAZEIZIZI P FY 7 oS ADE
WHABET S b EZHND,

E. #&3%
FETIHEPPE RIET A ERMENEV, HER
FARIZENT CTER B FRRBHALETSH
50

F. ®FERIEH

G. HEREK

1. BRICEER

L i R BEFRIERGOV T RFEL
TDO~NLDHE B I (2010) 84 (3)
123-127.

2. Tahara, T., Yamamoto, M., Akagi, R., Harigae,
H. & Taketani, S.
(IVS3-48C) of the ferrochelatase gene leads to the

The low expression allele

low enzyme activityassociated with erythropietic
protoporphyria.  (2010) Int. J.
92:769-771.

3. Chau TT, Ishigaki M, Kataoka T, Taketani S.

Porcine Ferrochelatase: The Relationship between

Hematol.

Iron-Removal Reaction and the Conversion of
to Zn-Protoporphyrin. (2010) Biosci
Biotechnol Biochem. 74(7): 1415-1420.
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1. We? & BVT7 4V EESNELH3 4
EHRENA YA = AZEZHES
2010.9, HHK

H. ARERED HEE - BN
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EAEFBERFI R MBS (BHERIER BRI 723 3)
SRR S F

AMRLT 4 V) MERROBERE, RO, ZTO 1B THLRAEFNLT
4V SEDRERE TR E BN

=

-

rFEsyHEE K

IR SEER PR 2 55 = R R HE B

MEEES : AR T 1 ) VERROBER, RO, BEBELT ¢ U JEORHKBRETRE
fRAT
EMRELTERETIAERL T 4V VEILZ. BECLORBRDIEEATHY . BIE
BN, IBRENDMERD D, T T, —BREFRIZ, REAOZE K OVERICET
AiERE. BHICT 7B AHRIBTRMET2F L L, BEERLT 4 ) VER—LR—
3 (http://www.med.kindai.ac.jp/derma_/index2.html)(Z EHE F1F & L TREICOWTHE LT,

F- AKEDO1EICH B, BEFELT ¢ U URE(VP)DIFE KRB F B E DT AT L OREE
FEBE L, BATICRNER TS5 A4 <w—, RO, BEDOYAE DNA O¥EfFEZ TV, EEOE

BT, £OH MM Z MR DM HIKT,

ABFZEEBE
BMREL TEELTHIAERLVT 4

U VREIY, AR YRR ETOR
Dol GE BTICbORPIEBTHY
RIERFE LN, RRSNDLELRD D,
L LR E, AEOHFERITE EL,
— i 72 R BEAR A (T VB e 2 D S VR AR
TEY., BEHBENS, HDHVE, MiE-
~ Wi SNDAERLRNPOTROND,
i, W, 2ENTHEEH. BRIEIC
ERINDZFLEZADND,

1) 22T, —REFRIZ, FKEOD
P R NRRICET 5 E®RE. BHICT 2
AHKAHETRET HFL LT,

MR 2) iz, IBREBRHIITI. D
W, BIEE TR 5 &V ) RHICSE T,
RIERNICZWI T Z ENEENDID, — K
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AL R MR FRE TIE AR Z &
%<, BETEZHIIAFIRTHS, Lo
Laad s, REBOKREELRTFRE IR
EDL DR, ERRREIZRR DRE
BEE Lo TWVWDEEXTHRETIIRWY
BTHY, BWEREREICTOICE. FRE
KRB R T REOBITEZIT O LERD D
D5, FRETOBAN, R L UCREN D
TEBKELRMETHY, TNETIE, —
RO HiEE LT Thhu TRy, FLaE
X, AE. BRIRLT 4 ) HEVP)DORHR
BETREOMRIT VAT LOEELEN L
Lz,

B. BFFE 5
Mzel) ExoBEy Ty A M Kk
N, #HRELY, AERLT 2 U UEEICHE




oML, MREMZ T, EEEK
TISIZBBIZRDEUCE LD D,

WoE2) BARRLT 4 U U HEVP)DRHAE
BETF(TRERAVT 4 ) FrdxvT
— X (PPOX)EI=F)DET Y V> (thET 3
A byl ne—7 —fHgLY
PCR BV —7 v v 7EB L PCR-
VI — Iy v TR TR
Hri. EFEEESE BT IEICL VR

Ja—=

KB FREE RO 5 HEEEE T,

PPOX gene: 4830 bp, 13 exons

EREZEDTNWD, RERT T A ~—IL,
B 1 DFRIZEREE LTz, AMRATIE 2 VT
W3 25FED VP O 1 JEF (EF : 5 8%
Bk, SREBBIER E R & EFFIC KR,
BT v R V74 r v, aFaRLT 4
UV OEENOAIELE BB S NEZ,) LV,
DNA ZffitH U, J5& K& (s 7 BH O 2 1
» 35,

—AHE—a

3 i
H

Prisser Sequence {53} POR peodduct Asmphified
size {bp} e

PPOLF CEGCCAXTCCAGATGTALGAG ¥ taos

PROLR TICOCCHTCCAGOGTOUAG

PPO2F CITCTGGAGCGCAGGTTOTC ik fxon 2

PPOZR TAAATCGAAGCTCCCRCTLGC

PPOIF FTECAGTGICTUTCCUTOTTG 24 Eaom 3

FPOR CCTCCCUTAAACTOTATTOC

PPOMF CCTCTTCTGAGGGCATGTGG B8 Exon 4

PPOSR GAGGLGUACAGTAAAAGGAGC

PPOSE GAGGTATGTCAGGAGCTTCC pls Bxon 3

PPOSR GATTTGAALAGGGAGCTOTG

PPOBF GUGUTGTGOAAATCAGTCAG 7 Exon &

PPOGR TICACOCTCTGAATCOAT

PROTE T GAGUCACTGOATOCAG m Hxon ¢

PROTR CAGHTTUATTACACTOCAGG

PPOSKF CTCATCAAXTTCTCAGGYICTGG 9 Exen &

PROSR TGIGGTCCTGUTGACCCAGG

PROOF CCTTCTGAGICAGGCCTCTG0 22 Exon %2

PPOR GOATTACAGLTGTOAGCCACCA

PROHIF AGAGOCOTTIOCTICYGACGCARG 53} Exon 10

PROOR TGGCCTTGCUTACAKTGGAGCAC

PPOHF GIGGUATTTCCAGALGGOTCC 7 Exvn 18

PPOIIR GOAGAGCTOAGGGAAGTTTATCC

PROEYLAF CTGGATCCTCTCCTCTCTC FAX Ewe 13,

PROEY AR TAGAACAGCOCAGACCAAGCT wiven 1Y and cxon 13

X 1.

C. FERERRVER

BF3E 1) BEHERLT 4 U ER— L
¥ (http://www.med.kindai.ac.jp/derma

/index2.html) (ZEREMIT & L TIHEIZD

WTHEH 72,

WIE2) FTICRER T T4 ~—, RN,

BEOYa K DNA DHEFEZ B X -,

—
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REENT 4 ) AERHEBIEF (PPOX gene) DFFTICAVD 7T A < —

D. £%8

72 1) Web ETT 7 XA TXB3RT,
BHERNLT 4 U AEDBRIZ OV TR T
Xl L, 1BREDORBIZORNE LA
bz,

e 2) MRNTY AT ASHEST S i,
%< DIEGICRIAZ TR N TREL 725, K
FENT S AT AOHBEITEBRER IR L B



b,

E. 58

HR1) EREEERTORMERLT 4
JE{RIR D F IOV T, Web TR LT,
g 2) BRERLVT 4V EO B TRE
Wr&afTd>Hike®Ez, EROERT, 0
AR Z MR D YRS R T,

G FRRER

1. FRCFER

2L,

2. FEEHK
7L,

H. SRR EEHE D HRE - BT
72 L,
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BLTBR T ERMEE BHMERETRTAFS)
SHEMEREE

BIERNT 4 ) VEORE TR

MrsEE BTE BEA BRAZEZEM

MRAEE

AR TIRIAROSERRMERL 7 2 ) AHE (AIP) OERBEHICEFETHZ L2 BRI,
AIPDEABERTHLNA FaF L AFAE L F—F (HMBS) OBGHRTZITo 7.
BAERDBMERIER R IR LT 0% MBI L OBKIRE % 3% U TAIPA B 72 i % fR AT
L7o#E R, HMBS B FICBREEOE T2 b0 T B X ONAEEBAE SN, I BIZ,
AEEZBTEORRIIK U TDNAZAT L2 R, HMBSERIIRFHRXTH W BEORRIE
DR EFIZHE—DERMBHEN.  AIPICBIT 5 BEFEITIIZMORBREDH 26T, &
FNEREORHIERLROBETHCOAD THL Z PRS-, ZHLERREb L
W2, RAT7 4V AEEOBRIRE LTEL ETF o205 UM EHORNL T 4 ) VIER— A
N=DIZBNT, TAIPOZW BT 21FH®E LTREE L.

A. HFEE™
SHEMRERLT U VEE (AIP) X, ~  B. BFREFE
AEBEBZDOVEDTHAN, FaFi A BEEOSHERELBRVELI-OLNE

FAEV v Z—E (HMBS) OFEMHET BRI JOBRBE 2k L TAIPR < Ebh
WEVRIERD §-T I/ LT VEBRRV e R RIE G| & B FHRAT Uiz, BIEFRET
TAEY ) FUBERNICBRIEREL, Fho  OFEEr LT, KEMDNA% AV THMBSE
DETHHREFE L > TERHERSCHERE  BFof=s Yy (1-15) 280HEEELE
EEETHBGEHRBTHS. pHEFREEIL W OEPCREEERIT- 0L, A —Fi—
ARFFE2EO PITB N T, AFAIPEFIZ D o=t LV EERSEZREL, BROF
WCHMBSHEEF 2 T35 & & HICDNAL  EEAHER LT

VT DORERT ATV, BROREEL £ D (REE~DER)
FRARBEERKREORIBEZE L T, A ) 7—% OEHE-REIZHONT
AIPOERERRAICFEETHZL2BNETS.
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BEBIVEMOEALL Y, BARBHRIC

HbhaEREMET — ZITPREERLTNS.

TT7AN— b ERIIEORAITRO
PHhAREETCERLTRY, EFHIEAICK
LIERIIFRSEEBAO =Y FLar
2a—F LRIV T Ty v a AR TONY 7
Ty T TEBRLTWSD, WEOKT LR
W, BB U Ty a by #—I12 L 9 &,
HOEWVIBRWICHET S TETHD. B,
WET — 2 DEBIIBAPFETERNELD
I DEBSETEERL NS,
) AV TF—hE - arky MIoWT
ARFIZBIT D BEETHITCH Tz T,
H O CORFRD B #-NE - FEILDONT
E e [BAE . [REF BV TR
BREE] 2ERLTOBR, fiske LT,
BAEN D LRI TRITEE O H - 1B 810X
ENENOHLERENOBERNERLITFE
BORBEZBTVEEL ZELEDTVAS.
BE R UFEDRATRE RO TIETARR BN
BEMEBTHEZ L E2EBAHT, YADEKRK
BHolHEICIIHELERELZ N L TOLR
FTH5b0E L, FNLSOFETII T8
B LTV,

C. TR

AP THER SN 7-HMBS B FEEIL
T Y 10:517C—T (R173W) BLO=2 Y
>10: 606G—T (polymorphism) T ¥, HIH
XD 7 I BERPHMBSEEREEE T
REBLEbLOLERIN. ZOERIX 1998
FIZONOIENT LT SR EDAIPIEFIZ
HONTERLBHRIC—BL TV, b,
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RIE DG b AFER OFEIZx L TDNA
T EAT T & 2 A BEORXBB LI OR (W
FTHHAPKRREE) ICFAROERPTO LN
fo. ZORRIL. AFETHLNZZRET
DFERL L BIZYFRILC L DRV T 4 )
FEAR— A R=IIZRBNT TAIPOBZE 128
TOERE LTRMETHZ LA TEE.

D. 8

ATEE O Y RIOTIERE,N S, A
AIPEFIOHMBSEEFERICIL, b3 ERE
D, WhbWwAERY NARy bWz HKIA
BRI, BRETENETNERIER %
HOZENRINTVD., Fi, AIPIZRIT
LRIBFRITIT, BWOBREDHR LT, &
FREE O RHR RO RORETE, &
BVEEBRNBRNT L ORERIZ L 0 BEFK
DRFHHEROBREICOGEDNTHEEEZD
ns.

AIPERIS L 1XZ 0FEBFICKT 5
HMBSE& & FA#TIZ. 1€k & 0 E{LEHFIE
WX 0ITbh, ZORRABICES. Wb
BT VA= o - APEM DR A%
FARL. HITRAIPZM Dgold standard & & 2
TEWeBbhad. EL, BEFERIR
TEOLBERGTIIHZN, BREZ L OfEEN
UTLHRETH DT TR, BEITE-
T4kt BROET, ThbbLERER
FOEEPBEIND) KONV THEHIL
CREBREN, BLT 4 ) VER—AR—
Vi ETBEREBRAM SN T ZEBBE
LA,



—7 . BEOBGTHITIX, VEFIZSZ
HMBSEBETOFKFT IV »—2—=2lDT
HEEFEZREL TOL LW FETLMMT
AW, BBRAZ V—=V T EERE L
B AICITREFRITIIE b TIEh=E 2
FETHHLVDIDEZRN. LLER
b, BTN OB I L TIIERR
RTRRRITRL, SRELIOFREER
THZEETET, £, BT TREZRMERR b
BohdEBEbihs., KERZ V—=T1Z
DWW, BIEDAFWFIEEERT 5,
LD ERETIY RN FEOREIEEN
5.

ABFETIEB| & e\ TIERE IS TN 51T
ST F#TH B2, BRER TILE 0¥
FECEHE DEREE K L TH EHSFERISESR
e TS, EEMICE R & OB
FREL B X DN D20FK R O % AR
LTV 5D CTHITEFBOZREL LTUTE
EHETELLOTIRARWVD, bebeRE
BEODPRWVERTHY, RELLT, &4
% b ke U CHE I AEB A SRR L 2R S DA
EiTo T RERDHD. FV, KFRLHE
FIIXERNEHI B AP DN B IES O
(G FRAT OBES RV TR Y | RN ATREIE
PIEIT & HICHX 5 L SR D,

E. #5#

AT CHEAFRAIP1F R 4E B % fEAT L 2
7z, AIPIZIT DB FRETIIZHOBED
HieHT. RRAREEORHF Rk
RETH., HDIVIIERB RN L TREX
EORBMHENOBREIC LA THDZ LN
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RNk, ¥, ZOERESEZATEL
7 4V SER— A= DBV TH L ER
FRETAZENTE .
FERBE SN ERROT 2 PRV T 4
UYREDORBFTHLMbRE L YT, AT
1 UVIEZBEDQOLEZE L HRzbLY,
E T RBIOA T DIRARIERITNE LR L
WA 72 SNV EICITEE R %R
EXEL, HHVIRFENE RV 5. &
D=, AIEL M SNIBET-DIIARS
BxZBZT 2L E2REREIATVDS. K

RERFEEDRE LML, Z OBEIAHEE
DOFRRIZHE T TSR — S THRMES T TW
SMERDD.
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G. RHEE
1. WXRE

1) BiHEA. SHEXERLTZ 4V VE. [
A, ARk, BHRER RRE. 5RO
RERTEST. EFERL. HUR. 2010, pp605-606.
2) BIEEA. W71 U . Rz
&, MRERA, FHEEZ WE. B
A, HSMERE, HOK. 2010, ppled-172.
3) JWIL B, BIHEA. SEBXERLT 4
U SEORMIBEBIEE]. FiEE EE,
MY KBS FHREE HE. BOEFRA.
ok ESA, Bal. 2010, ppl82-184.

4) RIEEA. FGEZEFD, T . STREHERE.
APERIRMERL T 1 ) SRR B BIGT#
HroEzx. FKIELEK 38:5189-S192, 2010.
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2. BRFER

1) BIEEA. BHRRERL T 4 ) AECE
FHEETRTOER (RREZERER .
HEITRIRNL T 4 ) VRS FENES (201044
F. #&)0)

2) HIHEA, fHER, BT 8, TR
EAMRRERL T 4 ) SECBT ARG TR
HroERR. H6lE B AR == (201045
R. W)

H. SR9FTAHE D HEE - BRI
BTz L,
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BA TP AR e AR BRI R E3E)
SHEAEREE

BIHERNL T 4 ) EDO BB R D BB OBIZ & FAEORHN

MRARE)IID BE TR FESUE R
WgEsE: B B—  BEEXRS =REAER
JR % IR E A R

BrREE

BIBYERNAL T 1 ) AEDERERKIER T db 5 HHEBU AT DHBAREORRE 21T
2T, 2TEDBOMAEDEIIRIEADRER T DL LD o, KEIZ I
DEBEMERNLT7 4 ) VEBFEZFEMALTHLLW, TOFMELZEMEZHRTE T,

A. BB
BEERLVT 4 U URED S HEMET 2
MRV T 4 U VE & RRERREER LT 1
U URETIX, ERBERERE L OBRIBRK
PEETHD, AHRBBUIEEIZL > TE
DOHOTERZLTZLTHOTHY, QOL %
BETSE2, HICEVFRETIIEARD
HEFESHNRIBIN D720, BRIz
THBEENE TN TE I, AR TIE,
BEERNLT 4 ) AEOKRBBOFHIE
REZERTHAZELEEENELT D,

B. WG
FHBBEOTRRIE L LTI, Ric¥iz-
THEREHRE I RWTFHRR S ORH
FLW, FIT, RA7 40U VZRIREN
ThAx REEEREZE IR ZBHET L4
BHZEEL, 20oRAEEZRIT S,
ETRAT 4 U AEZBNTHEREDR
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410 nm DFREATH S Z LiTTTITHbN
TWo, ZOXEBHET HHEBOBEERE
IR 21 REIC T TICR% Lz, Z0FiE
EZHWT, T CicHifREn TV ERG#EZD
R b MR OFM A TV, EEBRETT
%, WL, ZOHFETHRE Lo 9
L, RbARAL T4V AEOFRE RS
Lok, ERCBECEHLTLLWN, £
DNF « BREMERKFT 2,

ERAT s RENL, BRichilREhTW5 b
DTHY., BeMELHAESEREILTY
%o ETE OEFATBWTHEBICMHE
RAEnTnT, ZelEBERITWAR
O, WEMICIIRESE U220,

C. MEKRRVEE
FPREERT L7z, 410 nm X EFHHET
BEOBEEFEZAWT, T TIHREN
TV IR E S o 4 RO D




FMHmEIT o TELTEHRAT 4 U iTkd
LREERAREE L, £O/RER. Bis
BOBVRE L 20BERBENEYTH Y,
Z ORFEEED 57 ThH LREEShI
ORERMND ., KBEEE T DR 2
DA G DOENREBNEREOBIBMERL 7
4 VD ERE~NSHATELZ LR TREN
Pl
WIZHNT 4 U AEBFITHR L TEBRIZ
FERHLTLLW, ZOFIHEZLELFE
filiz, Bkt%E 6 y BULEERALE, A
74U ERE 9B OVWTREI LT, %
ONFITBME 6 B, it 361, FEHnld 14-38
B (FH2235%) Thot, RARE LTI
BINEEEE T 2 RRALT 4 U E 1 BIRE
BRIV T 0 U VHE, | FID3 e RMEIRZEER M
RAT 4 U ETHoT-, BETHERLE
DR S, BIZHEALEOR 24], MVA
ZELBCERLZON 3 FITHo7z, EEE
OBAEZNR TITIERIEED 6 B, ERHH
BT 2L TCOBNEEN 2 FiRo2bD
N2, 125 2o b0N 18 ThH-
. PRHETIZ. BB 56 PFD
236, BEBRDIRENoLDON 16ITH
ST, EHENIRhoTz, EEWERIEE
FlICRDRPoT, BEREETIL, W
2S5, R 2. AR 2HITH
ofr, E2fIREHbLMBREREREL
b
D.

1) EREIZONT

1EBE WS RONHFEHHICBN T,
OF 1= 72BEERORELIEC XL > TER
(3L in vitro TRHMECTE 72, @2 20O
B IHERIZ X B FFIEDR in vitro THHH
BEABVWZ EPHHALE, @F0FiEEY
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BT 4 ) ERFICEBIERALTLDL
o, @FDFEBRRNLT 4 V) VERED
FSHRBBEOEROHBREMB| TE, SHITE
ETholcZ &, ZHRTE, UEDZ
Eh, ERERZEDLOTEVLDEE R
bhvd,

2) BrFRRR DMWY - EERR - 2R
FIZOWT

I ORERIL. EWHICE2HRT,
POEXDOOTENLADLEDTHD, K
(R THEEO LRV, 5% ZOHED
Mgz L - T, DZ OBREBEERLT 4
U UEBRFIZ IS O{LBER S EEIT G
T&HLEAbh5,

3) S HDOBEIZDONT

AR T, T CICHREN TV D L8
BERN LT Al FEHchsd, 37k
bbhbZOFAMEREENEEANTBNT
HESATWARZY, EbOTEANTH
D, St bRk L TREICBITHEANT
EThdLEZLND,

4) FFEABE DRI OVNT
ZORIIRFER IR FOEERNRE DD
TR, EEOMEGMERIzm T TR
NEDLHBTEWVEEZLNS,
E. &%
AERFFRICL > T, BEERALT 4 U VE
BEICHRT AETHIGRIEOMREIE LT,
EBIZIFIDRNLT 4 U VEBFIZBNT,
AEFREOFHE L RR2ENTEN, FH
PERRERE T & 7o, REEIZ Z OB A MK
EhhiE, EBIELORNVT 1 U ER
HENZOBREEEERT LI LBTREL 2
D, BEDQOLA EIZEETHZ LEmE
LTW3,
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bELLS -KERENLBRGRER LD
Z &- 35 [E H AFH ALY R, 2010.06.03-04
20 1R %, )M M, BB —, 18 Al B
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EARBHERERMENE EHEMRBTRMFIEER)
SHEEREE

FEREENLT 4 U U REOBMKE - I1BIREOBRS

WEsE  BHB— HREESERKERRS R A8

MEES
HERLT7 4 U ERFED QOL M T& 5 RANAEREL T, %%y b
PEUTREITAEDIE, BHETe NRALT 4 ) SEBREORMEKF 72 hARLVT 41
VEEBRRIER, BB & BE S TRET L 72,

A. TREBHW

BERNT 4 ) RN AR
JERTREL, ENWREBRTHLIZE LY
To5A4=V) « FTETOZHHIENDZ &
NBEN. TOFRER, +5372 8B TH
he, REEES, Bl BEERFEE
ERIETD. £ OHE, W OPOER
BEZ2 L%, SEHRBBUEDHMMER
ERNSNTEZL, HEDWShD. B
B S CIARAIBEB R VKRR TH B0,
SRRBEEBLEO TR E2D. L,
SEHRBEEA FEIIE 4 DBREIZ I > THRE
HOT, BEAANTIL L XVRKEORED
REWV, T, BRI L Y PR
A% EOHKIT, QOL KR bILAEHE
RERT 5.

AT T TA~=Y - FTEZHDL»
DTV BMOF X0 HEBEL, B
K FR~OEEEZEEZF.LLE L. QRA
BROFS *EEERKL, MFHDWIEA
VE—Fy NIy T A FDEEE
HROE L7,
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B. HREKFiE

WA O A RET S L3k, BRBIO
EHERNG, BT FRLT 4
ERHPLE LERERFRLVT ) JEILEB
33, ‘7 ) URERRER & ERICAT
) RRGEORBRE L HFEETFHODDOA
EHREAZEE I TRE L. 2, A
RTRRET —F ORI THEA
EHETE RV SEE L.

ZWrF5| & ORI L CIIBIEICESR
5.
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BT bRV T 4 ) UETHE, RO
RS o hBRAT 40U ED 3,000 ¢
g/dIRBC LA FDGATY, W81, HZ, Kb,
EARY, FR2EERFEIC LD AH5H
EZTEDHETIT, EBSRERDEER
WEBAMNEBNCEE LTI, SBINERESE )
LY LELELIZBERARCARBIIAZZ R
BT HUE, SRV B BRI & [l T X,
FREELAE RN ERbhoatz. —F,

C.




