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Porphyrias in Japan : Compilation of all cases reported through 2010

Masao Kondo, Yuzo Yano, Gumpei Urata
Faculty of Human Life Sciences, Tokyo City University, Tokyo

ABSTRACT

Porphyrias are a group of disorders caused by inherited deficiencies in the activities of the
enzymes of the heme biosynthetic pathway. Afflicted patients suffer either from neurological
disturbances, or cutaneous photosensitivity, or both. We have found 926 cases of reported
cases of porphyria patients 91 years of the end of December 2010 hereditary porphyria since it
was first reported in Japan in 1920. Therefore, for this 926 cases (528 males, 393 females, and
5 of unknown sex), we have to summarize and prognosis of age, sex, geographical distribution,
pathogenesis factors, clinical symptoms, initially diagnosed, treatment and disease types
separately. As a result, the actual onset of clinical symptoms by year and trends, such as
the induction of porphyria hereditary factors in Japan have been elucidated, it was possible to
obtain a very valuable data in the study porphyria. These patients consisted of 36 cases of
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CEP (15 males and 21 females), 203 cases of erythropoietic protoporphyria (EPP) (137 males
and 66 females), 6 cases of hepatoerythropoietic porphyria (HEP) (4 males, and 2 females), 198
cases of acute intermittent porphyria (AIP) (32 males, 166 females), 41 cases of hereditary
coproporphyria (HCP) (13 males, 27 females, and 1 of unknown sex), 56 cases of variegate
porphyria (VP) (10 males, and 46 females), 328 cases of chronic hepatic porphyria represented
by PCT (300 males, 25 females, and 3 of unknown sex), and 58 cases of acute hepatic
porphyria of undefined type (17 males, 40 females, and 1 of unknown sex). Essentially all
inherited porphyrias were found in Japan, with incidences and clinical symptoms generally
similar to those reported in other countries. This survey revealed that as high as 67% of
acute hepatic porphyrias were initially diagnosed as non-porphyria, and later revised or
corrected to porphyria, indicating the difficulty of the diagnosis of porphyria, in the absence of
specific laboratory testing for porphyrins, and their precursors in urine, stool, plasma and
erythrocytes.

Key Words : Porphyrias, Hepatic porphyria, Eryhtropoietic porphyria, Cutaneous porphyria,
Acute porphyria
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* A case of variegate porphyria

*! Hideaki YAMADA and Ryoichi KAMIDE : R ESER KERBE=HERMA  Department of Dermatol-
ogy, Daisan Hospital, The Jikei University School of Medicine, Tokyo, Japan

*2 Yoshie NAKAO : TEERBEHEA  Department of Dermatology, Ebara Hospital, Tokyo, Japan

*3 Hajime NAKANO and Daisuke SAWAMURA : BARI K BE 2B H R Department of Dermatology, Hirosaki

University School of Medicine, Hirosaki, Japan

GaXHEMEE) B B RERESERKEHES=REEER (B 201-8601 REHEMAIHTAIA AR 4-11-1)
(B% 3&) VP:variegata porphyria, PPOX :protoporphyrinogen oxidase, HCP:hereditary coproporphyria,
& ALA : 8-aminolevulinic acid, CP : coproporphyrin, AIP : acute intermittent porphyria, PCT : porphyria cutanea

tarda
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%2 CEP DERRERS LU DMBOBREMER Gk’ & v518)

SEi B E 26
B 26
K, UbA 26
B’ 26
bl d 26
BELE 26
Bigk 26

FEIE - ST IERREE 25

s 25

BE - BHIE 25

B E 25

BEREORBRE 25

FREET 22

RER 34

# -2

o115 25

B E 14

FiEEE 9

BRIERE 25

100
12
100
23
19
31

o I
(=21

[N

T 0NN U Oy W

32
20
56

fury
[P
S

10 40
20 91
34 100
12 46

56

6
8 57
5
5 20

3 CEP DI - £LZFRMREECIR & v 51H)

RBC 14 355 191-510 Fe 4 84 50~105
Hb 13 9.9 6-14.2 T-Bil 4 0.7 0.4-1.2
Ht 3 385 | 20.6-48 TP 4 75 6.7-8.4
MCH 12 31 | 23.1-403 A/G 4 1.2 0.6-1.8
MCV 3 118 | 87.3-166.1 || Alb 4 3.6 2-45
MCHC 3 27 15.6-33.8 GOT 4 48 10-100
WBC 12 7442 | 4,900-11,800 || GPT 4 29 4-50
Neu 9 46 22.5-74 LDH 3 1,364 349-2,520
Ly 9 4 | 195-755 ALP 3 272 4.1-790
Eo 7 6 0-23.4
Mo 8 6 1-20.9
Pl 3 20 | 15.4-27

n: %K.

CEoTCuro'genlBITa 7 arRr7 4
25 (copro'gen) I B EMAIBREES L
(uro’ gen I>copro genI), THASRFICKE
WHT 2779, 1BEVI L) Y OUENEE
LB RPICKEOIERNVT 4 Y HHEB
TAHERBIZCEPZTTHY, BEHBHICEE
—C‘Z'D %10)' B

6. BELTFE

BICEDRBEEL L. REREOERY
B Czdiciy, MoBEBERL 74U VEELR
RRICEXRTLELDICHEFRBIS VWIS E
BETAZEBKITHSE RV74Y y0BEFH
GERICIABMPEEEREIETAI LR
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WAL ARENEHICLIBTL TS, F
7z, Thomas b®13&#22 7 B OEEBEITF
2EOEHBHEEZITo &R, BERERIEN
CE, REUROIDHERMO 1/20 BEICEA
L, 1M EEFEL TV REAZHREL T 5,

1) EERREIE )
14(2): 69-84, 2005.

RECHRESNABRERFRERNV 7 1+ ) VEOLEFFENT. Porphyrins
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(ed by Scriver CR, et al), p2103-2159, w New York, 1995.

3) WILAE, {E4 B ~ASRESKRH TEE 75: 179186, 2003,
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[RV7 4 v IREETE.

BE ERFEREIVYN-B) RENELEY BLEEREELE (—4,
IBRMERL 239: 47, 1920.

6) VIEEFERE, ML BEERELVT 40U VES RIS (1920) 2 5 91 £ (2010 F) D B
EENBHEFAERFDEEREERTRTEER) PR EERE - 7THEFEREE,

p24-30, 2012.
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10) EEEHEHEIT D ¢
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12) Pimstone N, et al: Therapeutic efficacy of oral charcoal in congenital erythropoietic porphyria.

N Engl J Med 316: 390-393, 1987.
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Erythropoietic protoporphyria

461

WL 3|
TR R RS

Key words : BEitE 70 RN T4 ) ViE, 70y 55 —¥, BLBEEE

MBS o T, HLEA

1. § =

EEME 7T ARV T 4 1) VE (erythropoietic
protoporphyria: EPP) ANLAGSEROEHD 8
ZEOBETHY, I bavFUTHIBEL,
TabrEVT7 4 ) EPoHEEFL—LT
ANLEBET A7 =04 5 ¥ — ¥ (ferrochela
tase: FeC, EC 4.99.1.1)iEHED# 50 % DETIC
IBRERBEORBEFLERSNL(FEL. &
1ZFBDo-7 3/ V7Y VBB (ALAS) OfF
HETIISGFHREEMEBLT, EEREVT 4
Y VEFICIEE T ko 2h, ALASTEME
FEARIFERYE (ALAS 1) & RFERYE(ALAS 2)0 2
EEDHY, ALAS 2 L FeCiEHA REICIET
THEXEEETT VRV T 4 ) VEX-EPP)
PIBBEREENRTWAEY, RVvF 1Y) VER
B & BRSO S As, EPP/NER
BBORDLEBTIBREZDOZVERERV 7 4
) VEDRETHY, »OFEH,LPETD
FREEZAHTAIRN 74 ) VETH S, #IE
ERIEREFEREEERZ L 5.

2. & =

BNT7 40 VERIGEBEREEET AN
ARV 1) VIELERE, B2 COHELEE
R, BRBER, BBERLE2ET 28BN
)RV 74 ) VERICHESRS (F2)
EPP iz ERZ EER L T2 0O TRBEAR NV
T4 VERGEINDY, FAR&ilkoTH

BRELLZONFERTHD. FERELVT 4D >
EFTIIRERRERL 7 1) VEFAQIP) &
0-7 37 V7 yERBKEER (ADP)EFNZEE
BEEEZRIY, BMORBMENT 1) VEH
(VP), #EfEMaoRv7 1) YERIHCP)
BREBEREZE-TVAE EEEROATER
EEDRVPCTIE, FHERNVT 4 VEEICS
H3h, K749 VEFATEIRSEESEV.
FRERNVT 1) ViR (CEP), FEBEERNVT
4 ) v #EHI(HEP), EPPIESID 3 BIAVNBEIIC
RIETH. BI2BIERBESEREERZ L
h, BOTENTHY, EPPARDERDOET
ek A Ry ANY

3. & ]

EPP A A BBEERORED 8FH 0 FeC
OEERBIZTF (FECH)ERIC X Y EEREMED 50
%ETIZLoTHERIENLFEETDH 5.
FECH BEF I35 18 F A4 R 18921.3 12
BEL, 1Oy bbb HEE ERE
HEMBEREE ShTWwd, BEFEE D
THREL 2 WA (EERES Y 7) OFE,
b, AELENRREBRLEIORTEA
FECHE#EZFO—HFDT7 VVICEIGTFEENE
EL, BCHFOTLIVDOA v buy 3tz
FERIVS3-48CHELTHE, ATFA4 >
FREZRBITHEENETY, SRLLTEH
Bl Fry2ELE201L, FreryAERBEK
1 mRNA #8842 & > T FECH mRNA &

. "Yutaka Horie: Gastrointestinal Unit, Shimane Prefectural Saiseikai Gotsu General Hospital BiREFESTTERD
Ak Ht3B “Masao Kondo: Faculty of Human Life Sciences, Tokyo City University Hospital BURERHI A

ABB2EER

. 0047-1852/13/%60/H/JCOPY
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462 B BRERHE FEBBUEER Y —-X No.21

K1 BT U -NLOEERTR

IS Y
ALA & 7B (ALAS) !

= ~-CoA

[ Xp@tkrob¥r74 Y Y EX-EPP) |

-7 I Vv7Y YE(ALA)

ALA kB3 (ALAD) }

RVFEEY ) -4~ (PBG)

EFOF I AFNVESTVE

[ ALABKBEXREEXL 7 4 Y v (ADP) |

FEEE (HMBS) \

[eFuxrvAFVESs V]

ARV TI4 Y =FY

EMBRERLT 4 VE(AIP)

1 4 BEE5% (UROS) !

TaFENT 4 =51

YRENT AN I =T VR

SERBANT 4 1) 4 (CEP)

HEBANT 4 »fE (HEP) x

3% (UROD) '

asFaR N7 4Y) =51

IFARNT A Y =5

BEHEER/ RNV T 1) Vi (PCT)

B{LEES (CPO) ‘

FabkRV74Y -5V X

JurRNT4Y =T

BEtEa 7aRV7 49 ViEHCP)

R {LEES (PPO) !

BRAENT7 4 Y VEVP)

TuabrRV7 4y Y IXPP)

7 zuy 55 —+¥(FeC) +Fe |

A

[ EBtEFObrELT74 ) VEEPP) | %

SUNRERERN T 4 Y VIE.

%£2 RILV7 1 ULEOBKYSE

A #BEHELT 1) VER
1. ADPRBEENT 1) ViE
2. BYRRRERNT 4 VEE

B. BREEARNVT 1) VIE
1. BEENVI4 Y VE
2. BiEHEa7aRAT LY VE

C. BEERLVT7 1Y Vi
BEMEFENV 74 Y ViE
ERKERVT 4 Y VE
BEETO LRV T LY VE
FEERV T4 Y ViE

Xt AEEST RV T 4 VEE

U N

PETTEZEFHHELTNSY,

FECH #H{ZTZER L HRIC, IVS3-48C D&
BFHLEbETRANL LEEEES Y 7TH
EPBENTEDLEINTHS. BRRICKLT
IVC3-48C Bz FE& M TP E T4 EE W &
whih T, EPP DEZER (penetration) 755

WEIhTWw5, BICFRERETLIEELF
BEICERTAEMINLT, FENLRIET
EEIPEETHIPEPRIBEDLZATHTD
5. EPPIIFERBEECHEEF I0RFBRDOE
BEHMPOLRIET HDT, AFREVEYOBES
PHEZEENS. EPPE, NERCEER TR
SN, ARRCHLRH CHESEREShGE
BThy, EXEFEEIRPHEL 25.

4. & 2

FEHAENCBITAEPPIE, AV7 40 VEFD
BT, PCTXOWT2BHKEZVWERATH 5.
192042 1 A5 2010 12 B £ T2 926 0 K
V74U VEFAOHRERSD D, PCTH 3284
(35.4 %), EPP 5203 %1(21.9%), AIP %198 %1
(214%) % EDTV 5. PCTIR/ARBTIEAS
N2woT, BELNEHERTIIEPP&D
g‘(,z).
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MBERE(E2/) I ' 463

%3 EPPESIO PP {# & FHBiERE

26,117
37 B 21,259
29 B 11,191
27 6,224

21 5,778

=
S O 00 DU WN e

FHARSTE

98 72 153

202 187 75 AR
168 199 463 TR
85 122 253 FFRLRE

66 61 06 A%

T T L Y i o SR o T e
EPP: EBlE7 0 FENVT 4V ViE, PP RILER 70 bRV 7 4 ¥ (ug/dL RBC).

5. ERPRRSE AR

EPPi3ftk FeCRIBEMDOERBALRELE
BIDOKRTH o705, "AERERZOBREBERT
B ALAS it & FeC BHHEOTEIMET LT
5, XRaABEEERHE O MRV T4 ) VE
#1 (X-linked EPP) DFAEHEH S PIC S vl

EPP i3, S5REAH H/NREICHT 2 HER
SER (A EBES, EESLHEEL EOBERETIC
POIRRT 7 F 7T HER)CTRIETH. Kk
PEHS L EOBEBIIRENS . BRBRER

DB/EDERLE, NE AERLPFALND.

EPP ® 10-20 % \CFFREEN A LN D75, —RRIC
FRIMER PP 51,000 «g/dL RBC 28X % & I
BRECIHFREENEA{LT 2 Wil H 5. T
BEIEHTAMEE SN PP, FE~ND
PPOILEIC L > TAL, BiHt)H oBETHY
BERELETMEPELLA, TORAH=LXLER
HTHsH BH) oBETIBRIHEC 2R
L, BEAELAHLLTV. REEDFH -2
LRRER EE . TNTOHGERE, &
FUBRERZELDOEUNEETDH 5.

6. REMA

—BERETEARORT T bRV T 4 Y Y

(PP)DRIEAI TR b RETHETHS. PPIIE
HEEHLTERCHEE SR 0T, RHERLV
74 U BEERHELTCOERKRTH S PPIX
FERICOEEE SN ALY, BHERN-ATHESN

TW2WOT, RIMKPPEUET 500K D
BELDHBREELETHS. EEZLIIRVT 1Y
VIEFIOMBBEOZERL TV, ML=
7z, FRREREREDIZ - & ) L2 EPPIERI & 4
B, B, FRERERE, FHRERIICRLL
BH¥56, &tks56TPPEQHEMAIP SIEIC
BRL7 BBBRET S LBE4NIFRLT

ETL, KECRECTHEZ 2P o4 PPAH

5,0002g/dL RBC 28 x2 5 L, HFEEIEITT
5%% 4,000 LT TIZAST, ALTRIEEETH
ol —RICEEORAEF OHKOBEERI 2
WOT, FALABEHICREEVOR, B
TALEND BV, ARPHELBEETNGE

BB HRBRBUED S RERE RN BEFHI

BRoTwamiEkrd 5. RHHHERTIE
BHRABRLHARBRZIT) LD DA,
EPPOERZH & L TRBEREAHT S
HRNVT 4) VEFIT, VPTIZEFRPPECP
ML, HCP TR EICPAHEMT 20T,
PP %33 % EPP L BAREICERTE 5. EE
FRVT 4 ) vEERRIER, BEETEER
V7 Y FERKZEFHEZHEECTTRTHY,
BRIV THENOMERRICREKET 5
ZERB . SBRZHE M TIEPPAT150 g/
dLPBCEED LHIA LN D TERZHD
LETHD. —BRIFBERELRLRPP L L
BIFzv 735 BREVEHTLIZLEDD

5. BREEMERTIE A BBBIEBOT N TH

EBHBWOMNEIZ b, REERRVT 4 VE
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PSTirEREERE, BERAKEE FEHE
Hit@#uE, $HBNS2 2 ENT 2 LEH
b5

7. BEBN | .

EPP OREE SRR 13RI EK PP 0 B E AU /H
Tha BREZREOLDIZ, REEETH
% FECH B LETH 5. ~7u?FECHE
ZFDER T FeC iHEIER 50 % ETF 3525
BEEHEI BTk, FECHREFORSE
L7=d9—F0, RA@M7LVIVDo4vrars
DEIZEFEETH D, IVS3-48C DHELE % Ak
CHIELT, RENSEHE2EDLI LY, 5%
DEBBEIBHTEETHS. EPPOEERTF
WS ELRT R R R BEUR B BRE R
ZETfToTWA,

8. AELTH
ERERERDEL, FEESEETS L,

BREMICE B DT, FERS HRE L SEN R
PELEETHS. HARIERRICHLE A

— APV TO—FACERLVWIERDLD
5% EPPOEHEERTHEE»OEREE
MBIHEETHDT, TOMNENEETHY,
HEFIED(H YR 2V —-V)DERPER TS
BHTo LTIV, BNES v FOKRR
TELZEFHTRINTWS. BHERNEITE
12380nm BT DN E EIENT 5720,

P BEER FEBHNEREIY-X No.21

R FEBLF 7 v EORINBREEH 2 25
FLTHEBRTEDVBEHNTHS. LAL, K
RBREOEEER LN TIOBEIL TR
BB3DT, RECHKEHRELD, ZDMbw
BETENToTWL I ERUETH S, T/
EEEFEO P TCHRECEBRIKDLNE DT,
EEH D BEOREEZZIDICF2 vy 7 LT,
HET B LEND 5.

EBHEL LTRIC, BASEPHT S LD
D, EEFICEBOLSERTH L SAILE
BELFE(LITLILEHLOTHEAIERT
b5 WRHEMTIE, EPPOFEEMNZS 1
&WEL, BRERRRERILVHEY, BHS
SBETIRRESEHT 2 I 28 L, BuLE
THEAREEShTwWUE, AR P VvDdo
EHEHAFERTL20EH 00 BEIEE S
N THEH LRV Y CORKERED
Bl% TERICEITZY. BEETITbhFIzA
SRvd, FBHEPLEHBHEORHONED
VETH D,

HE O B IR 5 & Rt OB aEE

CAUETHD. FEROTFHSESTFROES

BoTws, Tha—nR, XFLA, 8K,
BFERERBETILILPEETH L. BHHT
BHRARETRET 055, KEIZFFALH
BPABNZ RS, THRVE ¥ BEEZIH

T BARETIR RS T TEESS 5.
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414, 2008. -
2) SEREREME, MPHEL  BEERLVT 4 VES LIS (1920) 55 91 £/ (2010) 0 RTE. B4
FOBEM AR & (BB ERRES) TR 23 EERESENEREE, p24-30, 2012
3) Gouyal, et al: The penetrance of dominant erythropoietic protoporphyria is modulated by
expression of wild type FECH. Nat Genet 30: 27-28, 2002.
4) BIFEHIZS,  FHLFEEL2 A7 VEAVT 1Y VEO 16 PR 51: 175-182, 2010.
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108: 799-804, 2011.
6) Asada N, et al: Recovery from acute cholestasis associated with erythropoietic protoporphyria
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