37, WILT o« UVEDRRA, 2. AE

L72hoT, PCT, EPP, BIU AIP 25 EERNL 7 4V NIEDOARF]
IZBUAZXKRINTHY, ZOMIIZFENTHEBTHS.

@ NEEIZOWTIE, BEAEOEARESRSS L, 7TVT ADERD
BARENE, Lal, BMEARORFIIERICENTH A, BEOHN
B b A H 'm‘iﬁ LTEE BRO AT = MEIE I EEBT
EIREFRI LTk Bbils.

CHEAEYER NV 7 40) VIER, SR T 2R THRICE o TERAEKEIER

BEL D
o TPP AHF AR EE Th 245, T BB EEOREHD
BT 5.

sMUYBRARNT 4 =7 YIRS (wroporphyrinogen dehy-
dratase : UROD) OWEHET TH-Th, HHREAEEEEMTOD
"L PCT, %W%F%méwﬁﬂﬁf%ﬂ%(ﬂ%w)%»740
v ¥E (hepatoerythropoietic porphyria : HEP) & 8% o -E B &AW
AwnbitTns.

TETRLIZ8DOERDH L, O~@® FHEEOETIZLY,

NG BEEDAIES 5 FUSO R OMEFEETH I LICL > TRV

T4) IERSET 5.

s—7, (D@ ALAS2 0))#3/3531 (DE — N5 5T ALASZ @
FENEEAE A O T B L o TRREM: 2 %H, ANLA BRI TTE

T AR T rELTILY (protopolphvun PP) ZGBFICEA X
NEIDIISET A, ALAS2 13 X Gete ik R iE 9 A /0B U
X B THHD, BRERAOEETH LD TRIEIIHIFET 5.
CHRNT 4 HENE, FNENOBER - F T 5 EETOERIILILE
TEVEDREPIDSIKER S TH A5, PCT DF L3 HEMD UROD iHYHET
& THFET 5.
o UROD HB{ZTFAZE R RO 6N AEEREEOEL, Wekok:
T PCT &0 20~30 % RETH 5.
o RIFTIEMH O PIEMEREETH 5 L MRS L/ PCT O¥ERNZ 2 <,
W 303 #lo PCT 'R, RIRED A S NAEFIL 3BT E 2w i
e, 201299,
= EPP BARESENEEETH Y, FECH BEFO—HOT VO
Wiz, BT INOETIE SO ERIET S (1D, 20124).
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AN T 4 VRO EAEEE, MR R S N AL T 4 ) v s

FIZEE IR, 400nm Z Y —2 & LT 380~700 nm (272 A EHE
E2HTANBMEENREINLE, il TEENRIL
T4 IERDE RS S, BEOEMEEETLIEVWH 0T
Hb.

S LhL, DELSBIZKEBERL 74 VEE V- TH, BRI X - Tl

WIE I U ET A REEROFEIBBRICIIELENHENL,

o —HHZ, FIERNT 4 VEOE N TRERERFRE (B
7 4Y) »HE (congenital erythropoietic porphyria : CEP) ®EikAs
BRHHL L, EPPASIIUTRE, DB A0 MBI g Jevaib
WA BT ROMNBAE LD BICAIEEE 2L, OUHA, R
NEERT .

o —7J7 PCT Cl&, MEBBORRIEIZDH LB, BP0 FEitBEsER
CEP R EPPIZ &ML 2L, L LAFH 75:'[%\& L 728863 f’@)ﬁff
MESSERIZAE U B, SMEEO TS AEATH D,

o VPIZE - TCid, TFEAQFEFTIEERERE Z2T 502580 %Itk
T b—H, FFOYEFFTIIL CHEL - TH 50 WRETH S (Kondo

&, 2001°%7).

IOk o THRFRINOSEBICEDASNALEERE LTI

WM LB T ARV T ) Y ROBBRElR L LI LR, RAV7 4

1) URDSETE T B AL 0):%\{\&&77)‘*%‘1 na.

o FRIMER AN 7 4 1) GREE & BE AR & ORICIE, HDHIEEDOH
MAidh A, CEP (dRinik! ’s_;}afif DR T 41 (aroporphy-
rin : URQ), 27/ @R N7 11 (coproporphyrin : COPRQ), B
PP &4, EPP TIEARIMIRFE O PP IREVIEFIIE VD, —A,
PCT % VP TR L 7 4 1) YRS S v,

o 72721, RIS 2 E I L T, StlibiE s PP AR
Kﬁ& HalVAFu—VEOBRILEZ AT S~ URO®
COPROZZD XD BFHERE RV EV in vitro DFEFH DD
% (Emiliani %, 1983%).

o L7278 C, RMERARDFN T 4 1) REHERHMIND 2 THEIHE
WHOBELHHETHZ LI L v,

“ PPIEIRWMETH AAY, URO B XU COPRO EARBMETS 1, RIENAR

T4 OERPEMLTHLFENT 4 VHETIERICREL TH»S
BB AE L HE TSR ET 2HMAH 2 (Poh-Fitzpatrick 5. 19987).
72721, EPPIZBWTIRMERF PP IRERCEZOIEH A, S0l
FAILARTHERIZEE TH 5.



37. WILT « UEDRE, 287 AR

lviieis]

CHRERNT 4 VEDEBEEAOBEIRBENEEONFELT
o CENE AN, IR, SRk, AR, R v Ny

KERADRE

SR TRTORERN T 4 ) ZECBWTELI B A THS.

LaL, BRICL - TEOWIR, 54 7% SICEER D 5.

o CEP % EPP TIXEEGERICHT S OB EIZ L 5 & F 2 5N AKIE
MU AH, PCT O, FUSEGECHHEE LY FETOREN
§5ERLT, VMR & OMBRSTRHELKEFELDE N LIFLIED
5 (B 2

o FEFRYIZ D EPP Tld UVA HHENC X o TE S IS MEoLRLB IR
ZIHIETEDD (Schnait £, 1975%), PCT TGRS CAIEFTHFEE =
N7z L OI/EDPEED A (Rimington 5, 1967%).

o L7z T, MRARLT 4 VAL AEIETHERERIZE > T
ELBbOE, BHRIETIEMIAE AR EOEERLI BN
Dk, 2HEEDTFETHERDND (Wolif 5, 1982'9).

CAIEE ORI LI, BFBEMBETIERRETRETH S, RIERPE

FOENBEEIZIEE A SRV, EETIREFIFO EHA~OR

BN ERBASNLEELRH Y, festooning EIHEN S, FoHi R,

PRI £ U T AU CIBERREOWAL R A LN,

SEMUERBEIC Y Y U IFROBEZDEORENA LN, PASTEE

)L XVABICEIEENS, IO ERERE SRl R

re LCBiganG, AEOLASTREEESEATOTRICOAELS.

©IRIEI R ORI BRI oW TR — T O R {, ML PCT

1 IRFEMERBIRIL D « U VEICHSNICEER

<2 EICRUCERITIE,
SEAACEXBEORE
ZEELTLS.
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THh-ThH PASHETHETZ L, BERET (Wt 5, 198219), HAW
R E Klein 5, 1983') EFTRAER - T 5.
BHET AT, AJERREMIZIEM (lamina densa) £ D EJ7
Al (Wolff ©,1982'7: Klein 5,1983'"), & 5\ 3B (lamina lucida) (Klein
B, 19831) EEFRESNTWAS,
o ES IR 16, 1M, A WIEHEOILET RO LNS
A, FREEN G IREOLEEEZ LN TVD,

BRRRRER

- REEIR

AL ESC, BB HB L RE, FEOHEICA LA

Rends.
S INBERIGEEE OAGIIRICRE (RSN, AR EDR
B CIAAEEE & HLE L TIERAS LRI B E 33 5.

CEERICEFEELSA SN, BERIERI RGBT S,

© EPP ClEE & & B ITERLBIIE AR 2 A IS 5.
©FEHBEEIASEUNC 2 STV AEBITIE, HalMHE MR O A0SR R R
THHHELH D, B LOEEIK SV

© EPP OBELENCEANTHHOIIX LT, PCT TEARZWLIE
KT, BREMENH 5.

“ PCT TALNAUBAREEOPRRIER, ZHOMBE L TIFEIE
MR chz ().

RZESHIEIR

CHERORUZ LR ENC Lo TRIEHEIRICBD S 50T, Hv 74
) VREDSEL NGB AR BEOREII DD ST ABRIMREE T ARE
Thb,

“ PCT R VP ClIEENIE LMER & ORBHRICE ST Tunin
SEBIA DY, FOWAIIIFICEEERD BEERMA L 72 5.

CRNESATES, IR, ERER REIMER, —BERAT R, AT 4
) AR R YRR ICHIT TS, TR A TR &
LI LGB HEETIE R, Lo L, RIS ER ORI SIS
Mo T, BEFEHILETH o 2EHL P2 v Ghigs,
20112 il s, 2012%),
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I ATEETHL (b5, 20127).

SRR L TR, B0 2 AR L B HRITEO T L 1
R L2,

SN T 4 ) YREOVERERG UVA 25 il DB E CIRIK S, Tilo

YA = YR TIE R TR % b O3S, RN
MBS NIZHBAF ¥ 22 ) — VR ENODH 5 Uls, 20139).

CEHT I ARAAHITH o L) TR SN A, TEF Y 2
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disorders of nucleic acid metabolism

L=

ORMAHAEREIX, K& T) Y - EYIVIR
WMEFEFETD, BEETEIEBRZTOb OORHE
HETH 5.

OB Db ABEOERERIZLDEDD,
FBOREIRE L TEBEEETTERTWER 2R
THEERTHA.

e Werner )ﬂ%ﬁ Bloom fEfE#E, Cockayne fEIEEE,
@L?E?’:‘Eﬁz.}fif‘ (xeroderma pigmentosum) 7z &%
EEhb,

© Cockayne JEEH L B REHEIZR CRRPESD
KRBT Y, BEFRLEOLDETED
EEZLRTWS

[ R - RREAEIE
Werner JEM%EE, Bloom fEEEE, Cockayne SEIEEE,

EBEMEREDB DELREE FNERELRS

DNANY # — VY DORERKER, BRUEREEG, Fi

BTV FX LT —EORRERIZLE. TNLOEE

ROWRENEE SN 5 & DNABEMRIE: EABES
N, TOOGHREREROHEEN LR L TERED
BRE%25. '
K BRRAER
Werner SEREIEE/LDSE CHEIT L2 & 9 RER,
Bloom fEBEEEL Y /R DIEE, Cockayne SEFEERIL
WREER, ERUEREITEEHE FEES,
TEER R 22T 5.

(BO%E, SHEEZ)
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1) Jinnah HA, Friedmann T : Lesch-Nyhan disease and its
variants. In : Scriver CR, et al (eds). The Metabolic
and Molecular Basis of Inherited Disease, 8th edition.
New York : McGraw~Hill ; 2001, p.2537.

2) Sahota AS, et al : Adenine phosphoribosyltransferase
deficiency and 28 ~dihydroxyadenine lithiasis. ibid,
p.2571.

3) Hershfield MS, Mitchell BS : Immunodeficiency diseases
caused by adenosine deaminase deficiency and purine
nucleoside phosphorylase deficiency. ibid, p.2585.

4) http://omim.org/entry/300661 (201341 H 5 H)
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ANEFEZFOEY, ¥ 7 TAPIS0 R EDANLBEHDOH
ROFHEE LT, MR EE s LIS 5.
NLABRDOBHMOBETHE-TI/ LT VB
(ALA) ABEEE (ALAS) 121, RINERHIETOA
FHRLUTWARMBREER (ALAS2) &, Fibdx
TOREBETHRBEL TV A2IFRMEEE (ALASL) @2
DOT A VA LHFEAEL, ZOREIC ISR
HdHbH. RBWV741) Vi (porphyria) &, ~NAAH
REROELHD 5 VIEBERIEEICL > TRV T 4
) RHBIEREY OBRES, BN, dRiEm
FRITEDEERTHS.
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R Y YR

3ejFHE

BRELRN 7 1) VR, JEREIC X 263
Lo TEA OHOEFERPERT 5.

BRIV T 1) VIER, BENEBERENHoTH
HEERELZVWHEDIE L, BEMRERV T4 v
fE (AIP) OFEEZILSEOH 10 RBELEESH
T3, BEA»SREHROLEICSE W, BRI,
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ALA, CPIll, UPIIl PP CP, PP —~+
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ALA, PBG, CPlI> UPII ESHEERN cril *t~t4 4+ +
UPIIE> 7PHI>5P, isoCP EXEEA CP>PP, isoCP, A4~+4++ —  +~++
6P, 5P +
UPIlI> 7PIIE> CPHI PP (FP, ZP) PP, isoCP +++ - +
~ UPI> CPI>5P CPI, zP cPI 44+ = -~
-~ FEEICLY CPI FP > ZP PP t~tt =~

(E®® 20 2Ll k)
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Yo TF R, PP: FOKKRAZ4 U, FPifree PP, ZP:zinc PP, CP: aA7OFKNT 1), UPI oOENLT 12,

BEICIIEESER, B - @R - 9% - EVIRA, B
% flk A ML AR EOFHERFLTHEST5.

Ihbid, OV o 0L PB0EREFETAYHE

@ ALASL PO LA BRROBECEERET Y
H, @DALASI OBHEEZRETIHHE, O~LF
FUrT-—YORELRETIER (B R X
MU, B BEERE) RETHLI LR,

BEHEEDLDIET LW 5 ) UCHENR
FoNTBAL TV, SHICEAALATEILESD
ENTFER, BETHIEEZLNTHWES,

403k

ARV T Y VEIDOWTI), KBOARE, TF
THEDRSRITH L LI, TR, AREOLUN
ARz ECEZovTOvT vy, BIERHERE &
IZIE7u 7/ u—- i Ex, iTWRAIIRT T ES
A, Fakrus— N EERETL BREA (R
64) OFERIE#ITE. ATFURALATALFZ D
BIRNBSDBEERERV T 4 U Y RFBEEOLE
WWEZIEMEEN TS, T, YAFT VT
ALAS {HHEMGHER S D, ABEEORESEDT
B HE SN T L, BEEOHA M) E
SERB,

EREERIT 4 1] VEEICDOWTI, ERE LI,
CAMEARISRWEIICEERT S, ERERSFERER
V749 VE (CEP), RFREST FRVT 1) ¥
i (EPP) CINREIC X AEMERERI LYT <,
W FI LT D, BEREREVT 4 ) VIE
(PCT) TR7NVI—VEREOFEFERTFFHIZ

NEBRET 5.

5e 5HE

AP R Y = —FrERLETAHIIRICE L, AO
WAHAIR L 15 AOFHE L whbhTwa, SRR
W7 14UVE (VP) BE77)20HAKREL, A
01,000 A2 3BIDEE L Whh, HEIZLYE40
RO xH B, WTINOREDS, SHFICHmRT 5.
HAETIE 1920 E£EDFAIDIE LIS, 2010 4EF TIT
92741 (£62) PHREINTWES,

bOEGTERESEMN

FERBARLEEEERT ALAD ZRIBERLV T 1 Y
vfE (ADP), CEP B X UMFHRSFERMERN 7 1) ViE
(HEP) |ZFEpRES, A LZEEIZREHAETHY, B
FEOTMBITEROIEEROANT 0BESETH S, &
V74 VETIHERBESHEEGICRS T, FivE
HENEEERTHE (AIP, EPP, #fzla v oR
V74 Vi (HCP), VP) OEREDHE—THL, B
BRRC Lo TERDIGHENS, HEE A, K
RESBITDHIY, TOERBNSSEFETSH. £
7o, BEROEEERELRTATOBESEHORBIICE
WT, FIUKREBRAEPRESNTNS, '
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erythropoietic porphyria

1@ FERMEFRFIRIERIL T « U /E
congenital erythropoietic porphyria (CEP)

=

@ Giinther i & HIFFIEIL, BV 74 ) YEDRHMPT
BRS AR EERMETRET 2 abDTINR
FEBTHSD.
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WELIME SN TV 5.

20 FRERETO MRV T ¢ UEE
erythropoietic protoporphyria (EPP)

=
2/NBIIO R EARAE & LCRAE L, KBtk
WEE O, ek, IBIRTEE 3508, FREE
PRIFTIEDE.
F WRE - BRREER
FECH BHED A & o THRIFFHAIZT T FF NV
74y (PP) AAREARESN, FRINED O Mg
WL, TS iEr e ARk S, R o
MR IEAE, FEEORRE 5.
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