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BTG ER A EE M & (EHATER BRI 7R S 3E)
(318) WhseemsE

RVT 4V TREDLFHRENT

WS HE R

[33

FUBD o fifte R 2%

W E

Erythropoietic protoporphyria Ji(EPP) 1~ A& R DA BEPEDEESR T 5 ferrochelatase
BEFOSFERICL>THERI SNDIATEEERAKEEREZFE TH D, EPP O |
BIE LB FEROBRZRD DI HANBE L #F ADIEH FECH Bz D SNP %
7=, EPP BF DEFBLEFIITIAETIVS348C/IC TH Y, AAEPP & LB TR Z R
L7, Rio, ERADKREY >/ 8D FECH &M 2 8~ 7o R, [VS3-48T/T > IVS3-48C/T>
IVS3-48C/C TH Y . EPP FYEIXIEF B F D IVS3-48C IZHIR T 5 Z & M4y o7z, £z, 6
% B OB Td 5 coproporphyrinogen oxidase (CPOX) i&{=F DZEHIZ L % Coproporphyria &
Harderoporphyria DFEAEDEV M DWW TFHXT, CPOX D7 I /BRI 4 0 0 FB DA
#7)5 Hardeoporphyria fE% 72 63 Z L #H 5 0IC LT,

A. WEEH

EPP33 L U'Harderoporphyriafie >

FIED D FHE LRI 5, E7o, EROEN
T FHIERNPORAD,

B. W5

BEOREE AN DMK %45 T, Genomic DNA
ZHEEL7=5 &, FECHY / LB TER D
PCR%Z1T 9, FFIZIVS-3IVS-2DEHT 24T o 7=,
BEBIUOHEEDA LV 7+—b Fartyr b
&R L7z, MBI 5ALA-PDTDO ER
FHiEEAWT, ALABRO T 1 "RV T7 4 U v
DEBLZERS L IITTH# ST 5 HF 2R~
Teo ETo. CPOXEEMEEERL T
harderoporphyrin DFEFED AL & fiR#HT L 72,

38

C. WrooRiFR

1. HAAD 6 AD EPP BH & FDHEED
ferrochelatase &5+ D IEFR D LZRIL, T
IVS3-48C IZAHY 95 Z L RN DTz, X HIT,
IVS3-48C D £ Bz X % ¥ E O 7K 1%,
W OME 2y IVS3-48T/T

IVS3-48C/T> IVS3-48C/C DIEIZIEKL 720 |
IVS3-48C/C DIEMEIL IVS3-48T/T D ENDHKI 3
5% ThHoTz, > T, IVS3-48C BITOIENE
DIKE R EPP RIEIZORNBD Z LBy oT,
IVS3-48C LRI 40122 L B AR AL EPP FAER
DENE EDOMO ANFEITERTE NI &340
27,

2. EELRFEEFZMED EPPESREONTH
EREWPLNITDH2DIT, 25 4 AD EPP

Ferrochelatase >



BEORB TN %28 Z 72> -, FECH &5+
D IVS2 D CA BRFI D 0 3K L 2RI DFFHT %17
ST FER BFITIZ1 2— 1 5EIOMED IR LA
BOSNTZN, ZHENEIEROBEES L DY
RE 2D LITHFR 0T,

3. e bARAT 4 ) OEEEEKTIED
ke e LT, A onaidh b, —5,
MR EA X v e YR
Sn-protoporphyrin TH| & # Z S5 Z & 234
noi,

4. CPOX Dfix D~TufA~v—KRK%E
TERL L CTIEMEO B TR, 404 BE O
VU UVBERERIINVEZIVICEE D T2
CPOX T HEENHME SN TVDR, ZD
EREETDIREF A ~v—b~Tay{~v—
PAERL U2 IEHIIRE S A = —DEAITIET
L. & BT harderoporphyrin D EAEDEZ
& Moo 7z, Harderoporphyrin DFEA L 401
DIV 402 TANRG XU BRI
AICHEBDHIL, 4 0 O FBEROEEOFEN
5452 L™ nolz,

D. E&

A AN EPP BBE T DV THRIE D/ TR &
B ONCT D2 LSk, IFEE LS B
DBETERNIVS2 NO AC# VIR LEC
LB ATHEMEIZ DV TR D 7208 e R Db /e &
bFEo TERIEEELIFIIHE 2D o, &b
AR LETH D,

E. ¥

AARNIZE P P JIED EV AT REM: 2 25 F19
WCHRBA L7, BEORNLT 4 U o ERE ORI
BB LD R AR TR REMEN 5 D,
F. EELRER

G. WFEREK
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1. BSCHEE

1. Ohgari Y, Miyata Y, Chau, T.T, Kitajima S.,
Adachi Y & Taketani S Quinolone compounds
énhance d-aminolevulinic acid (ALA)-induced
IX
photosensitivity of tumor cells. (2011) J. Biochem.
149(2): 153-160.

2. Gotoh, S., Nakamura T, Kataoka T., & Taketani

accumulation of  protoporphyrin and

S. Egr-1 regulates the transcriptional repression of
mouse 0 -aminolevulinic acid synthase 1 by heme.
(2011) Gene, 472(1-2): 28-36

3. Yamada Y, Taketani S, Osada H, Kataoka T.
Cytotrienin A, a translation inhibitor that induces
ectodomain shedding of TNF receptor 1 via
activation of ERK and p38 MAP kinase (2011) Eur.
J. Pharmacol. 667(1-3): 113-119.

4. Ohgari, Y. Miyata, Y., Miyagi, T., Gotoh, S.,
Ohta, T., Kataoka, T., Furuyama K., and Taketani,
S. Roles of porphyrin and iron metabolisms in the
d  -aminolevulinic acid (ALA)-induced
accumulation of protoporphyrin and photo-damage
(2011) Photochemistry &
Photobiology 87(5): 1138-1145.

5. Chau, T.T., Ishigaki, M., Kataoka, T., and

Taketani, S. the

of tumor cells

Ferrochelatase Catalyzes
Formation of Zn-protoporphyrin of Dry-cured

Ham via the Conversion Reaction from Heme in

Meat. (2011) J.  Agric. Food Chem.
59(22):12238-12245.

2. FRFER

1. RV7 4 UUREESMRH e K OB

3 4[H R AGR A A A T U R ERFHER

2010, 9 KR
2. M R OEBMIRICBITAI Fz R

T DA OEEIL T & ALA-PDT. % 8 4 [H]
HAZl®ES 2011, 10 w57



H. ZRIRAEERED HFE - BRIRTL
L

40



BAFEEREN R Me (ERRIER BRI 7EE2E)

SRR E

BARNT 4 Y VE (VP) DFFARIRIT IS T B HRHEB~ D51 D BE%
RO HREETRERT

H

Sy

wroeoEE KM

TR R SRR N2 56 = SR HE B

Wt g
BMERIEE TIERE T ORMERNL T 4 U VEE, ETICLORBDEEBTH Y | HIERE

DI,

WEREINDIUERD D, AED 1B THD, BAKRLT U V5 (VP) DR KERE

FRE DN AT LOEEZITV, REOESIT, TOFAMEHER L, iz, FIF
ZIRBBIE DB A PR L TEEITIT O /DB T A W F 2 RB L, £ OH AEE iR

L7,

A. BFZE E #Y
B O FEARBBIL, EEIS TT T 2 D0 E—
DOFIETH DB AEDBE SABFNEZITH
B, SERRBECE TEF L7203 B, A AT o R BA
EWET D00, BEERRFA L N THB, BAD
FINBSEE L o BAR LT U VE (VP)
DIEG % 618217 2R FAT AT RE /R MBS R DT
SNEBERE L,
Fio, BMEREE EEREE TO2RMERL T 4
U URENL, W AR Y EE R A TR0 Tz
BE, BT ORNBBERETH D | FIERFRC
T, HDEWE, BIEFNCZE SN TND Z &R
EEhb, BEROBHNI, BREAFIZE b2
KRN T VAR, BILO, ZORIBRYE DR
BILORMEKFOELZRESTHZ L LV ARET
BB, LIPLEML, AEBOHRRBIRFRE %
Ffo TWBDREFE L T\ W0nE (BEH) ©
ZWI, B ORE TIXARFRER Z L 3L, B
FEEOZWICIL, BEFR2EN AR TH D),
ARBOFRBEBEFREEIIIHEDO L OMRRL,
FEFIRRBICRRDBREEEZ o TNHLEE
ZTHBEE TIERVWIETH Y | BEE OBW & ik
FITIT 9 12iE, RRBITHRE RIS FREE O %
ETITV, Z0H%, ZOBRBTFEFOFEIZLY
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FERNOEIEE DBWIEAT 5 WEN D 503, f#HT
DEAN, FFE I L ORBRE R 1D Z & BN K& il
BTHY ., ZTHETIE, —RARFEE LTIT
LTV, FAZEL, AR T, REBES
TR 2 REEORRICESL TS Z EBRHK D &
D78, FRET IR, RO VAT LAOWEEE B L
L7z,

B. WL
JEB : 5 8B, 27 MKV HEKBTH
BElT 295 L 2FITKANRELD LT,
SEEFIMDIETE 2D LESIT T T, KkiE
DTEDLLIWTRoTz, 41 BRICHEFEELZ &
BEIn=BICEREE T EEICTCAKRL Y
4 VR LB S, REZEHEIIEAHT
FAE /KA & BRI R & S HEED To, IR
FEhayaRmfv7 4 0 EH7a hRLVT 4
VY BREEMENORARLT 4 ) ERRED
iz, 728, AEFNIT, AEEIC OV CTEIRHY
7R 25 8O CRREA L REAT~ D[RR 245 C
Wd,
1. ESEHEDOHES « FIEBE T TiThit
FRIBEUE I X 5 BB R OVELaR DREE 2 T
THZD RNV T 4 U ARDBERRIEE TH




% 400 nm fHIDOEEOHEEEFREL 5,
RO 7 4 VZ —IER LTz, & HRERHA
ZHELR L 5 5 500 nm LLF O3 & % RT3 5
I T — 1905 74 s (P b T) BLE
EATICHW, £, ZhoAR T, it
RENCR D MROERINEE L 2D & &
., IWEOEREUET LD, ~v 7
VNI 470 nm LT O R A W45 4 A
ruaA vl 7 4E eI &2E
BALFEREZBZ 2o, i, IO
BE % 5y YRR BT CS-2000 (=43 )
NEE U THRASEE) AW TE=X
— L7, A
2. BB TR ARV ¢ U 2 fE (VP)
DFRRBETF (T bRV T 2V ) FoF
X7 — A (PPOX) BnT) DET 7 V> fF
s/ barfag8lOrae—4—
fHIG % PCR BHfEL— 27 =V U FIERB IO
PCR-7 b —= -~ v TR
THEAT L, ERHEEES L T 5FIC L
DWIRKREGFEEEZROT 5, NERTST
A~—ky F& 6 MIER L., HWELLHE
DEAMEEHER L,

SRR S

1. HESEIEDOMESL

AVEIZ LY | I 400 nm T O E
ISERICEX SN TRY . FifERExe <
®T L,

2. BISTEYT :
BE PPOX BIETFIZ, FHIAE U AER
c. 40G>C, p.GI4R 587z (K1),
X 1.PPOX BT 2H

EICBGCLI'TG'GCC'

GGCATCAGC

Exon 2 c.40G>C, p.Gl4R
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Eg =3
FHBRTERICLIEBMENT 4D v
SEQO—@I 22 L, X7 ZITkD,
JERBBUE DB Z PR L TR EIZF it
1TZ27,

Flo, FTICHEELERERRLT 4 v
TERR B TFREERITC AT LAREHTH
6 BAHERHNRE, RO b EETR

B, Kﬁ@&&%#@wm’%%ﬁ&%
DTHY, FREIZECFHRITBLETH
HZ kL ﬁ)ﬁ%wu\éﬂﬁ—o

D.

E. fEem
BERLVT 4 ) VEREDOFF LRI
179 A0, RO, B FHEITELE

277,

F. fEREfEBRIEH

ML
G. HFIEIEE
1. %R
L
2. FLRFK

1) SRS, VB8 . S ., R B
fiE EET AH B, KR B%, K
5 &, IE Stk RRERRE N & AT
LIZBRIARNT 0 ) ED—B ;5
56 Bl H A NFHEEFS (TIE) 2011
F11 A 11 H
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BTG BR TR R B & (BER IR BT IR SR 2E)
RS E

BMERIVT 4 U IEDOBETFIENT

WHoioEE BiE EA  BRORFESEGEA

e E

KIFFETIIARIDBMERNLT 4 U AEORBMERICHFET D2 L2 BrC, SMERMRERL
7 4 U UJE (acute intermittent porphyria: AIP) DBEEEEETHA NS FrF I AFLE L
v —¥ (HMBS) . BELOEALRNLT 4 VU E (variegate porphyria: VP) DOE(LEEE T
HDHTNKRNT 4 Y )P A XU E—E (PPOX) DOBIEFRIT 21T o702, FORER., AIP14
BLOVPIHIZBWNTHROBGFEREZRWE L., 2 ENOFRADNMEITIZ LV |
RBIEMREE ZFRE LS. —F, ELEMHCEE R EREROLNSEMERIL T 4 U E
gD TIEG] (AIPEEV 261, VPEEW 1) DT CIIBETERIIRD b otz. AfER
N7 4 U RSB D BB TENTIIZ B OME DAL b T, FRNRERE O BHI% R0 sko
FHIETFICO AN THDZ ERRENT. EHICI ) LEEEL S LT, HE1IEESEEICRE L
T SN RFEEICBWT, TRIERLT ¢ U EICOWT) LEELTRLTY 4 U VES
FBLIOZOFREE X HRBITIERBMHEITO 2 LB TE L.

A WFEEEHBY ENTNOEEBLETFEMBITT D & & BIT
BRMERNL T 4 U EE, ~AARRICE  DNAL UL TORIRMENT 21TV 2R OREE &
H3 58 DDFEHE DN TN DIEHENERRY FDORFZNRBERKEZEOEBEEB LT, &
WRIETBHZ EICLY, AT 4 U BB HAMRNLT U VIEOEEMRAICEFET S
HDHVIIEBEIEDORNL T 4 U AARDENIZIE TEEHEHMETS.
FIERE LEx OFKEREY BT HREHTH
5. AIPIIAN LB RO RuX 2L B B4
ELrriv s —F (HMBS) DEMARTIZ LY AEREL, WEREHERL, & RmEb.
AIBEPED 6 -7 2 /7 L7 U VR (6 -ALA) o BALKRPEREE, ERdbtSfRmEie. BL O
N7 F BV 74 (PBG) DBMEPIBRIZERE L. RIRKFEFZHH BRI TENZh AR
ENLOFETHHBRBFMEICL > TARMIEERS L7 4 U E (AIPSH B \WNEVP) Agkbiizz
TREES 2T HKRBTHSH. —F, VIPIZR  SEFEZISE U, NERIENT LTz,
CSA~LERRERTHDL 0 bRV T 41 BISFEATOHEE LT, REMDNAZ .,
)X F—F (PPOX) OIEMHEKTIC X ATPEEVMER] CIXHMBSEIE F D& 7 Vv (1
Y. § -ALAK L UPBCO 72 & T HEEMED 7 1 —15) ZE LKA . VPAER] CIXPPOXEIE T
NRNLVT 4 U OREIAEIT LY RFEFERE OFExT Vv (1-13) 2ELEEEThTH
LETHERBATHD. DEMEEIIANESL  ICOEPREBLIZOL 4 — o —4d—
RO FNZ I T AFRAIPE L VPRI &

43




WLV ERE L, BEROAF LR
L.

(o EE ~DEE)

D T—#OEBRREIZONT
BEBLOEMOBEALZ Y. BABHRIC

B2 EHRENET —ZITHERERLTND.

FFA NI A ERITROGE A IZ8D
PNAREETEELTEY, BFEMEICK
HIERIIRSHEEEADO N— Y Fra e
2—H EBIRT T aAEYTONRY T
Ty LICTEERLTWD. HIZEORT & R
W2, MEISE DTy 2 by A —I2 X v Eir,
HHVIRERCHEET S TETDHS. 2B,
RET—F OEBITFEABEETERNED
W I DBEFETEHEHL TS,

2) AV T7F—ALKartr Mo T
AR BT DB BT BTz - T,
H O COARMIED B - NR - HIEICOWNT
FE I TRAE) . TREE BIUIHE
EWEE] 2ERLTWAR, #iske LT,
BERD OB FRITEEED b > 72581213
TNENOHEYBERENDBERNELITFR
BROREBEBFTCNWEEL ZELRODTNS,
B K OFIEORYTHRE ROV THEIARZE A
BEHRETHDZ L HEL T, YADEXK
B> HEITITHYEREEZ N L TOLE
HITHb0E L, ERUADOFETIET—EH
B LTV,

C. WFFFER
1) AIPFEGIIZH>WT (41, 2)

ATPEEN & U CHRMT U 72 SEE I LEE B
HBSEFEENHERINTZ. BRI Y
15 940-941delCATH V|, frameshiftiZ L
LDEE L R PERIEEORTICEE L
LOLHERENT-., ZOERIT, TNETO
HEIZRWHR DO THOERETH- 2. &
Bz, FAEOE LN AER DOF TR LT
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DNASRAT 24T o7 & 2 A, BED2ADT (N
THLHAIPRFIE) ICFIEROERPFRD b,

LO2FEF] TIEW T HHBSERF DE R
IFERO LT, AIPIEREN EEZE X biviz. 72
B, T DUEH TIXFAERIT S ELFHCRE
PRI A HIL TR0,

2) VPEEMIZoWT (3, 4)

fERT LIS T 20EHI D 5 HLPPOXEE FICE R
RRER I N EFNZHOWT T & CE IR
WEIRARD . FEFAIIEHREBIRELZH LI TIC
VP& L CIBHE 21T TV D545k D 2ot TTHR
T, ERIIARAZ HER FEICTHT LT
% GEHZ2FERIIAH) . FRAICHLIC X
D BB R A b DR EOEREH
THLDOPND. FTREEITIX335% & 305k
D2NDIERE Y | BT EEERIZ 2R
WAILHEID B RN T VWE NS R
JEBI TIZPPOXBIZF = 7 V5, 406A—TA R
BRObNI. ZOERIZEIVI6EREDOA R
LV SAAG (Lys) D3BTAG (f&ik = Ro) & 720,
BERIEMED I WERE X Ry RFIRREND b
DEHER SN, FETREZ LI, FRN
FENT OFER, BERA B IER D 72 W R AT
FUEREPRD DN, KEBEROFZOH D
WIIERIIH D2 o7z, Tb b
SEVPFEIE D ATREMEN B D DITE L TH Y |
DZEIFEHOBEEZTDD THARBERIC
RBHEEZ LN,

DO VEFIIALFERIZRE T2 DD
BEERIEIR 2> B3R S VPR B CREEZIT D B
B CATRIE L 7o T b D TH B, fRIT O
B AREFNZIIPPOXBIE FICERZITA LT,
VPORZWI X2 Tl e Ll Lz,

2B, ZTRHORRIL. KR TE LN
INETORRE E BT IEHESEICIREL
TSN REEICBNT, 2R
T4V VIEILDOWNWT] CELTHARLVT 4 Y v
FERFE B L OEOFEEE ET- 53 RICER &

-
—



LT L. S 51248 %., YU

RV 4 ) FER— A«—’L%wTFMP
BT A EH E L THIEKREM LT

P FETHD.

D. &%

WIFZEEED = AUE CORFILRRED B | A
ATPSER DOHMBS B fmF 25 B
WHhWHERYy NARy Wz DX 57 ER
372, ERETENTNELRDIEREE LD
TEPRENTWS, Fio, SEIOVPER D
T CHRENTZ L DT, BERLT U v
FEIZ 31T D BB TFRENTIX, ZWORMEED K72
%f\%%mﬁﬁﬁmaﬁ%ﬁ%ﬁ%@%r
FBE. HDWVIIEEN RN L ORERRIZ
%%%ﬁ@%@%%&@%%%b<i@ﬁb
bENTHDLEEZLND.

WNVT 4 U IEDZWNIEER L Y EFER
FEIZLVITRbiL, £ORRHEICED
WhWB LAY —rRhote (BBHES L
AR . HHViL. AEFERFTRE X
IS0 bTEKIEROB N RLVT 4
U UE & BT S, FRIC L o CREY 2R
LML B A LORIREZ T2
:kﬁ%otkﬁwéﬂé.ﬁw74uyﬁ

LRI B EERER BT OMITIZZ 5 L
%@ﬁwﬁwﬁﬁ%ﬁmb\%m%ﬁw74
U L ERMDgold standardd &z Tl &
Bbhd. 7L, BEFERIREDNLE
SHETIEH LN, BRELOEESLT LY
HIET DT Tide, BEFICE>TE+45
G (BRURERTF, ThbbRERTFOEE
DEBESIND) IOV THEHE S LIRS
REI, ANVT 4 U UER— L= ET

BRIER A SN TS ZEBBEL RS,

FD—FT, BVT 4V EDEEFIEHT
TIIWbwdEy F ARy M3 7e< BAE, 1
ERNZHDE FDOEERETOEZT V22—

‘—-Fj:\ bblqﬂ?‘fﬁd)\
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— DN DWW THEEESIZHREL TP L)
FETLMTZA WD, KBAZ ) —=
TEBEE LTEGARICIEX o) TN
FETHDLEVDIBE IR, FE, H4F
EDFFNTIEFISFEIR, 34] (Zh bW
EALERC B E 2R SR To I E T
ETHD) LBV TERBRTFERIIAL N
S, L ULERRL, 29 LIDEGEFHTD
JEMEZR FUERICHR U IR R TR R < |
SHEDZOFEEEFETHZ LITTET,

Eo. EOTDIENT A RERMEF LR SN D
EEOND FERAT Y —= 0 2o TL,

BEOCAILFN LR EETD, LVIEKT
XV FIEORBEPLEN LU TH
5.

AHFFE IS | & e\ BB ST 21T
ST FHTH D03, B TidE b T
FEFIEDZAIPIZ L CHZ DR LR
DEIIVEEEE CORERBEIMHE L TH E79
FRIGEFNCE EE 5. ERRAICE R
EDLINRFREL E 2 LN AH20F R D
Fra B L LT 5% O CRATIERIE O R ==
ELTHEEMRETED L0 TIERWVA, b
EH EREBEDDIRVVREBTH Y | fRRIE
LT, A% bk U CHEIER 2 L
RO EITo TP MLERHD. T,
ARG B T ENS D D AMER L7 4
U UHE DRI D IEB O B AT AT DRAED
FERNTR Y | MENTATERIEGIEIE X HIs#E x
HHDEHFFENS.

E. f&#

AT TAIPD G T2 SIEFIF L OVPO &
DN HER T L 22, BMRLT 4V
VREIZ Téﬁh%ﬁﬁ@ﬂwwﬁﬁwgﬁ
59, FRAEEE O BFR ROk OIE
FBhi, HDHIVEIEROFE, $hbbLEAD
BEOFREM A HERT 5 2 & CREZIEONRE



MEERNORE S LIIBFIC LA TH S
TENFHR SN, £, ZORRESE
Zy BIVT 4 U ER—LR=VITREEN

LTH LWERZRMEET 2 Z LN AIREL 22 5.

INECELHFEINTCELEEREOT 1
FRVT 4 U ASEDORBHTHHONIZL D
W ANV T 4 U EIZEREDOQLEE L ER
LD, ETRFICT DRARRTERITNE
7 YRR 7 SN WA E
ERBBEEZEL, DOVIIBIRE bR
IBIRBTHD., ZDD, KELZHEN
TEREELIIALRBAZBITI L 24RE
R ENTWD., ABFEEZMEE L. Z OHHR
PR B OTLARIZ B ) CHfZE %2 — & T H R &
TP LERH L.

F. fEERfabRiF
(e S E 2 2 M)

G. WrFEzER

1. FmCFEE

1) Masuda T, Ota R, Ando T, Maeda N, Horie
Y, Yoshimura T, Motomura M, Kawakami A.
False—positive accumulation of
metaiodobenzyl- guanidine in a case with
acute intermittent porphyria. Intern Med.
50:1029-32, 2011

2. FERER

1) BTHEAN, M, BT 8. SEFR
MRV T 4 U VRSB 2B T, 5553
B B ATE LSS RFER RS JDDW * 11 (201147
10/, &) (R RYys)

3. T

1D BHERLT ¢ U SEORE EIRE. BT
EEEFEREE I F— (20114E6H ., AE)
2) AMERNLT 4 U UEEIZOWT. BT 4
U U ETTREE~RNLVT 4 ) EZHA D
Part IT (20114E7A . Hx)
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FEBIL: AIP 1

HMBS exon 15 sequence (ZZEERHEAK)
B ll oo cne Bav vmme Brm
WACCCACAT TCTCTAT GCG
25 30 35 40
l 940-94 1 delCA (frameshift)

300 350 400 450

ACCCACAGTTGGTAGGCA
ACCCAGTTGGTAGGCA
E@U I: AIP (940-941delCA (frameshift)) 2
T AN ERITHE R

M AH.

RANEOHIFECRUELTERZEITD
(RimrEDOKISENEY)
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FEF2: VP 3

exon5% & {Usequence data

pplied

z WP §_F_079.4L1

¥ Blosystems WG F
A2 TERS CIET0 SISl TR CRFCOCEE Maty Nare 1102284
BOE K. sERUENE REED-XBRUR EEEABEZARERELD
T o OO T O QT TCT SCTOTSTTTT GRaT Gt
36 30 =3

I
i i Ma i A A llk"‘
i M v 'w*"“."f‘ i ‘s‘\f‘*ﬁff:.f‘{" \;' i x‘«-» S
dAcn e 1k} 85 RO} R e :rn R ﬁﬁ." ﬁ. i
uunnluuluulnluuu!u!nnnnu lulnllaullnnlluluuunn
CHERUIAD S {35 T30 Ha (ZIT'IT(-J. WA GUE T GAGHTGACCTT

[ 30 a5 |£-3 1\]5 153 163

“*Ju».".'""" i "A‘l}\’\"‘"&\x"\"’\f%&’"‘\"‘ﬁ(’\‘ o f‘l"‘:‘:(‘{\'.r"s.'I(‘.f ;u ‘\.ﬂ.f‘{]'n'\".m}u‘«f‘.wqu"ﬁ ‘W'wm"n "1.;'}",3".{‘.{'
Rt ‘afl 110a 1% ,t\“ [RTY ‘V||Yl FRE 'MIHI 1451 [ES00 L 100 !'Sll LE u'ﬂl o ll\-n it Y
ie

e 20 2G0T ED T LD <

TP T uu,u- RS SR LN L U LRI LR uulru
AERR SIS AL RDIL RDRL MAAd RREL MAR MSR RR30 RRAG 2A3D ERD AT ATRD AeM B

dokelane MIGIE120x 1210 223 . -b Pt o & 0,071 £0.47.15 J5
Srquzres Searres Vi D J Avctaghe-apiar Da Prge: 1504

fduert dnce oo EERIHE

}EE@”Z: VP (PPOX exon5;Lys136Term) X4

K LNRITIER
| s~

female

male

deceased

overt VP

gene carrier

proband

"0 OO0

406A—T
(K136Stop)
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BT BRI R B & (ERR MR BT RIT A E )

SRR E
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