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Genetic analysis of the ferrochelatase gene in eight Japanese
patients from seven families with erythropoietic
protoporphyria
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BT TR 72U 4E (EPP) 1 B BRI R E 2 e T8 AR EERE
BAT, T=nlTs— (FECH) BEF DA RMREIC LY~ LA FIEE ChET =0lT 5 —
PEEBRBHEVIFETL, TurEALT ) BALIEBENTAER, FICFH RN
BRePICEEL, B AU COBESRF| X+ ThET 90 BL LOBEFERNBES
WTHBR, AHTITBEEF L~V TOHEITDLT 06T EE EoTND.

L 2 1, YHEE CRERLT- EPP D7 R SIEANZ W CEGFRBEEITHLEREEFIC, BE#

VEWC R RAE S e O—EELE (SNP), IVS3-48(intron3 @ 3’ KA D 48
FEBIZHEETD SNP) IZDOWT A ARAEE 3 hr— 152 FlEfiE L.
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WRPREF REARMEBRF 2 b )L 7 U ED S EPP BTz 3E MR 7 5537 EPP B#& 8 4
(BT 24ET0) L2V EREF R B EUE, UV BRPDMH L7242 mRNA XY ¢cDNA #/E
FXL7=%#, PCR #5I2C FECH cDNA ZIBL 7 A — A7 VERIKENC I A R e MR L. &
7z Genomic DNA ZfiHil, PCR {EIZ TREMALHIBELEEESIZRELL. 612
[VS3-48SNP # & 8L EF o hr—v 152 AZ-DVWYTHRAT L7-. SNP I3 IEHEA 13380
TEREDOHHEF DI % BT HHIREER % AV T DNA 2L, WA DK T —icdo
TEROH FERIT L.
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EPP BB 8 & DB FREATOMR, 2 BEORETREMNFERINE. —iXintrond @ 5’
RIFOEEED G—A DERT, ERID exond NFEEIZKEL TV, 5 —-Did intrond 0 3’ K
b 4 % B OEEN A—G ITERLTEY, intrond & exonb DRJIZ"TAG”? 3 HENSEAX
NTHz WTROERBBEICIRESNL WD Y — Thotz. Eie—Flik 3 AT SNP D&
T, FERERIIRHERD o7,

IVS4-48SNP @ /35 —13 T/T, T/C, C/C @ 3 T&IH T, fEFIL 8 LT C/C Thotz. Fiz
ER=vha—/r 152 AH 103 A, 67.8%2 T/C ThHote.
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EPP 27 8 #1|0> FECH #{E-FIZ38V VT, intron 9 @ BFRMBIZIEIT B G—A (IVS9-16-to-A)
& intron4 @ IFKMHEN S 4FEH D A—G (IVS4-(-)4A-t0-G), 2FEEOER R Liz. &
FHTikexon 9 BEERKBLTEY, ZhiZ IVS9-16-toA LV AT T A AORENE
UhichbEx bz, %% T exond @ FRIMICT L— AL 7 Mfkbia 3HEBA
BB,

b HF 6 ADBE T IVS9-16-to-A DERBADNTZ. FLERIXBARAND 16 ZRTF 6
PlcHEENTWD, FHx DEF 6 FIITEREROME T, BEOHREFIIHMRSIHL S
Thol. TOMBRSAND, ThDDORRIIFXBOESLICHIKT D FREMENE L B
7z,

EPP I3 EREHFEEBRBEOBEHEXNTH D43, £ OF v ) 7 CFECHIEMIL50% AT T,
LEROBETEREUNOEZROFENREZONDE. FO—2L LTATITA ZAREDORE
& 72 % IVS3-48T-to-C M—HRELANRHKEINTEY, CTINLEEFTHILOREFD T
TIUNEFETHELDXVEEMES 2B Z LR ENTWS. RHFFETIE, EPP BF 8 f
TIXEfFIA C/C @ homozygote T, EE A= br—/ 162 #TIX 67.8% T C/T
heterozygote ThHolz, ZOHER T T AARRBIT B 11% EWIHE L LEXTEDTH
T, ABRBEEETHHEANTILEPP OFENEETHHLE LN,
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Genetic analysis of the ferrochelatase gene in eight Japanese
patients from seven families with erythropoietic protoporphyria
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B R 0 R T 4V E (BPP) 127 = a5 —E(FECHWEE F DL R E T2~
LARREBEZETHET 2 rS7—EFEMMETL, PTubB@ AT ) BALIE#BEN T EEK
PICEREL, B BE-CTSEEEREOERFETHAIHRAFESHERERATHS. K
BRSCHE, EPP OTHR 8 IEFIZ W TEBETRBEERITOLEME, BREHICHEELRITT
LENBAV I D—HE E 4 E (SNP), IVS3-48(intron3 D 3’ RigHH 48 FBHICHEETS T
SCHSNP)IZOWTHARAEEa Ma—/V 152 F2FAEL, FTHREZMELELOTHDS.

FEARAT R EFRMEK P A bR 7 4V Af DS EPP L2 & -FE Mg 7 5% D EPP A&
84 (BT 248) Bl UL Bk b L7 cDNA 38X T genomic DNA D4 iE
4% PCRIEICTHIBL, HIBBBICTCEROFELAI)—=0 7L, BEFEIEZY AL
IR — I AR THRENT LT, [VS3-48 DFEATIIBE 8HI L A= he— 152 AE%IE
LT, RERICHIRBE R AW TEROFELRITLE.

EPP 8835 8 R DB FMET O R, 2 MEOBEFRE BER SN, — 21X intrond
DORIGDEEED G—A OERT, ZTHICIVEATD exond BEEIZKBL T, BIHI—2R
intrond O 3’ KiFNH4EFBEHDOEED A-GC OER T, 2O E intrond & exonb OREIZ”
TAG" D 3EEMFEAIN TV, WTFNOERLBEICHREINTNDILDTHo7, Tio—
BTk 3 BETD SNP BRALNADA T, FERERIIBHIN o, IVS3-48 (3B EFE L
8¢ C/C homozygote Tdh-olz. EEH 2 br— 152 ADIVSI-48 DT IVNHERILT/T,
T/C, C/C @ 3T, 67.8%NER C FULEHFL TV,

EFEROIHICAR LTI, EPP R 8§ flO7=2nr S —PREFICBWT 2EEOER
FRIELTVS. £ 1VS3-48 iI2 CTUAEZ B L CWAHEEIL 67.8% Thol-b#E L. &
7 ANICBTR5 11%E VD ELE_THBD TE SR T, IVS3-48T—>C SNP X7 =
IR —PERERICEELRIETEOBEORE LT T, AXBBEEETIEARAARLE
WX EPP 2 EZRERENEE THALBELTWA.

Pl ED IS S L DIEFZEELEF L~V CERICEITLTERY, ShERERICREER
1E9 SNP DREB RNE D -7c2eh b, BAANCEBITAEEN: BPP OFEERBRL TS,
IRBOHM IR D TEELLOT, AR ITRMARELTH o ifEE:E 358
DEH|E LTz,
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FEBIVERIED 34T, ER 19F 1 A 29 B, HIFFE RE EEITHEL, FLRFERX
DAFIZOVTHBZ RO DL, BEEEIC OV TRIIZ T o/, BAITIE, STOLSRE 5
JEEDEEI, VT IZ OV R T REEIE RO LN TEE,
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BRERAERE L TII/NBEIICRIE T2 B BB O L7250, 2B AE 0N,
ERUIRNL T VAR RSB LI VBB R 2 BB AET DD, MERFD
B OM#EEBET A0 THA,

RO RN 2L E N A T2 10 0hy,
ZNETOLZAFED LSRR RITHMEIN TR,

NRFDIHITHE RENBE o FHIEV WD,
ADIRER (3~4RER) IZ B BB KN D08, FRAT 2> THID TER T 5Hb %V,

Intron EOBA L P a—F—aTE exon BRETAHDD,

AT FAL 7 DEE, small nuclear ribonucleo protein(snRNP)7: & D% H 23 intron 0O a7
EIFEDOEALITIES TDHZEITLY, exon BFRFEEND, HE- T intron OFHELEITERN
FHET DL snRNP ZRE OEBANIELWEMIICHES TE TP, ZIICHEE T2 exon 2FRMES
NRWEFERTFAL L T IBERIFED exon BRIET D,

"TAG"® 3 HEMBEASHTWEFTHLN, FOFBAIITLVERICEZEEEOET A
FoTe Db,
T OREFITIREBERESEZEREAELTORD, LNL T ahBA 7 BN ERIZ L
TWAIEND, TNEAETIRBR T bbb 7 ani S —POBERETLTWAIER
RIEEND,

Homozygote DEER%EFFD Pt. 4 THAW, FEIRDEE THoTDRIENIEE ICEholr
Y DGR TS 7o DD,

FFHERERR I3 e oo, ME—/NBHIOS BIZZ B L CWBERITHY, B<hb B IHiBEL
DRER A TR H TV e,

BIRERF 4572 & BB B R FFE E R S b 5508, ZOEF| O h CFEEOH D EEF O IFE
EOREIZEID,
BE L, FFEEEZR T RAHEIENR CTREBBEINLTWAR, SDLZABFAE
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EPP (ZRITAEH A EEI LY s — B0 72 —F—fHiE0AF 11k
DG L THABEDRRITHRHIMN, ZO BT LT,
A ENIRREFL TV, S DOIFEDOS B ISR TV VTZE T2,




Eﬁ:ﬁ 12:

| 2

=

Eﬁ:ﬁ 13:

[E1 RS

g 14:

[ 2

(=]

’Eﬁﬁ 15:

| &

Eﬁ:ﬁ 16:

EIS

(=]

B 17:

m] &

Eﬁ:ﬁ 18:

B %

Eﬁ:ﬁ 19:

= &

M 20:

TS

B 21

B &

7 xal FE—-EOEMHILEDLSITRIE LD,
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SNP DEEREMITH B L O AZ LR UL D00,
BREL ~ATRER GRELER CEBREEICERHDILE T T ADMERBERE LT
B

BILEENREIRE SHNLESHTHAR, ZOITRRENEV D L5 bid—iRIZS b
T ND,
HADE RO EPP IEFIEE LD iR HAM, FHIHIRZEIIH TWhiehois,

SLDERBBESNTVEY, BROBRICL > TR T HAV ZMIEH DO T 0 e

W7 AN ABIZRBITAEHITHEDH,
B S TR ROFEEHE oM T U AE DGR LD I REZTHRR N,

BERICBWTEERIC ISR E 1L X 2083, QEn@EHiWy) FFIgcoEE
IZEINNIRAT =R LA ?
BaABEMIC I ABEL TSNS, RTS8 MITREL TR,

TEMEEREINERIEELE - L T B0 THITL, bR T BEIL AT EED,
RO TIHENRE RS R CRERFIHERHHOD T, TSN OFHRITHEEID
FEEIL TR,

FRHELLT B Tl Rhd L5 NES EOEFITIIE AL THhy,
26, IO THAATETEY, BHEF U RERFERLTVRY,

7 w0l 78— B OREEREILNEOIEBNTHBOD,
FDEIRIEFREITE D EZABBEIN TR,

ALEHGRBICREDRHLOTHIL, ~LBETL, ~E/aE U H{ELRDMh,
ZiMEELEEMNIT 5T,

B & ATE CEE LM T AL TV B,
T RERREE 2 RLKS7 e o IR OB ERLESR R MR E LD T2,

IVS3-48SNP OFFE R BRIZE I I Ad,
B FRABROEHEELEONIREARTTATERHBRELE,

IVS3-48SNP [ 1B & TiaZ VW o,
YR OT —ZLOHIEWEIGOHELHL, LT HLORE TITIEREOREESD
D, BB BREWEIEHEZ TR,

FERTGEIIE DRERT T OLERER IR T D00,
BARRIRETIIR SR TRV, D7 bh B0%REETIIRIELR,

LLEDORERNE, 3 AOFEEZEIIPFEEDPKERBLRBIETHLLTOEN - FBAEFL TS
DOLRD L (ER) DFEMEEZAICRIEREETHLDERELE,




