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OPIRE b HERT A s, Ry aRy Fo
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+
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1S55I % 0 5. FRICHIINE OB AR S8
3B Z ENLS, FLERI L B S o aidas
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HAAARS MR LI OSE R FE T, (G
BB D 1 D ThHLH. TUYNALT 78— A
DRI LY, HE TH 2 AT 75 ROHHE,
RIEMEICER L, I YIS T Y
I Rat A b, RIETY 2T i) DREEIC
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T CTHATT 5.

I ESHREHE

EERERATR,

1 2 E CITHTIESE, WETEEZR STIHIEL, |1
~ 2 EDRE TR IEEEIR DS T3 %
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F Lwv. 72, diffusion TR Y A a7 4 —
DHEATEHALAGF I EF I o T B 2 &%
D, HHTH»5%.
- FAYHIR B YR P A PO 7 1 —T
RS % & 7o 2 L AYFEICTH D, I,
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FEECTHE L, FEEESRD 5N D, 10 %EH K
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3 AR WEAERR A BV 72 T BRI

| 27 #w@EMtEOs RUKTIRFVE

FC, T4V '— AN fingerprints pattern, cur-
vilinear bodies, granular osmophilic deposits % 72
DD,

1 A BHBEIZBWTWINL 1 DU OB
Rz2fle, PO CHHD 1 £72132 223
EIREER &3 5.

2 A BHEHHIZBWTWIT A 1 2L Lok
RAEFED, 22O CHHD 1 BIU2 &/ s 7,
3 alm/s T A XS E T 5.

IV SERIEZH

CHEATVEI A VO — XA TADPAT R T LHEE
Az - /% - IREER - VA MREE N EE, AR L
VAN gE, IT—3 2 9i7e &

53



28 77 IU—4% |

m 7 TU—IR

1 REHE

7 7 7)) —9% (Fabry disease) \&, T4 V' — LM
FKThba- TT77 N —HADBLTERIZK
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cystine/mg protein T& V), 1EHEIL 0.2 nmol half-
cystine/mg protein LN TCTdh 5. F72, Mofuhki<T
% 4272 < T% 1 nmol half-cystine/mg protein |
R DHEDRFETH 5.

- RHESFRIIE oD & A T VIR EEOTIE ¢ EINEE T

1, EEOMHEFHIIE T D 2 A T VIR DTIYE
1% 3.06 = 0.0057 nmol half-cystine/mg protein T
), IEEEIX 0.045 = 0.0081 nmol half-cystine/mg
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drome (CADDS), RIBHEI A bu 7 14—,
L 7 a9, JEFEME T o T ERIRE 1 T 722 &>
DIV F T — LT

2 RCDP 1 @ fIREEHRIERIEZ I LD & T2

B AP BRI P EIZ X 58 X 0%

WIASEE), 79 A~ —7 2 GSlFEKIBED

RCDP 2B L N3 KL Y 2 )L _R—F— AT |

G, LIHAFEEOAIF F T — L.

V e

B ==m5mR

1 o V=I5 fBERE © HAERED & i BRI
T, AL - KIRFIBR - SRR - PIRR A
BRz - ARFEIPASE - /NGHZ & OBESERE, HNRESR
FRNRE, R, MR IR 7 & ORI S
HOFFER, EEE/NEENE, BTSRRI
WHFLEE S, TEREORTHEE) S ERR, A 2
b, F7z, HEEREE LMY, P AT I —
Yorfl, HFE - WYY Ve > oEfE, SEEE
TORT 7 L5 L & HISHATI 5.

2 FHERAREEEEY A PO 74— Y 2 )bR—
A —REMERE & D BRPRAYICIRIE T, BHSLEE D 1
T, HAEROFERCT CIREYSE, HERE BT
NER OBERERPFLE S 4T, SRR IEE © £
2H LNV E CTIEERED, ToHRBITT 5. 72,
e, BRI bIZERD v 72720, ik

| 31 RWFFYY—LERRSE

VAR B L ClE Y o L _— o — R X Y A
T, ME T T AT A T RFBOLIERL D
PO T OO THHA TH 5.

3 FLBRIL 7H 240K 0 Y 2V R—F—ARZ T
LD THERIN i S EHERITH V), SEROFE
FERCFEEE DIV, 2R 6 2 H LIRS Bk
JEDBES PR LIS L, 35ED 1 RE F
TIHHEBMIETC, fZvkE ok, SiEdhE
ERED D EFERERBID ASNG. TDOtk, HE
AT R LT O T2 & 72 L, A - TR
FEOHOP 2%, Mt I8 e R e B e
PSRRI T BN FRD 5

4 RCDP 1 B : 5 ST 70 KRR 00 DU R ST e &
BIET O ARAIRAL, /NBESE, BIAHZEL R SR E R
Vo EOFEES, BN, EEORMER) S E
B, RREMETREL, £ AR ARG
EHRDEL T, 2METILET . F/2, F
JERTHLE LT 173 BRI A 2 50 5

0 swiosE L niRama

1 WRESEIENIEE : Y 2 L _—F— A7 FF AT
1 C26:0, C25:0, C24:0 7 & O I 8 3= 84 g 11
OB % 58 4 . BHERI TS INOREE S it
W72 B8, i~ —Hh— & LTIV ANTH S
—74, RCDP 1 BIClIHINZ 780 7%,

2 TAFUEE TVAYUEE U 2 IR—H— R
R NTATIET A5 VR, TIOARY PR DIE
g @S D, 72720, EFEIKRAE L, A
B> & OMFFLE E D S AT L 22 v, — 4,
RCDP | BIClE 7 1 & Y FEOIINLRD 528, 7
VAY EROBEIMEFRD 22\,

3 M 7S A~ —4 U3 E PR CHlE S s,

SSHRDIRNLE 15 DARES
LUT ORARTE PRI TIThb T\ 3.

1 EERIR A V7o R gett - B AR & D B
PR e A BT L C, BYIIH Y T—F
Piik % 72 e to TS 5. v 2 L —
T — AT b T ATIE, @E, MR SRIZ Gy
$27 %5 —VER (~OLFF TV —2)IFA 5N
oW, 727210, BHERICIIIRIC N T, &
TALETA T HRICHERI S AR SN Z LB D, —
77, RCDP 1 BI-CIIxt g & FIZFRARICEIER SIS,

2 YV IR—=F—ARY b T A TIE, BRI
TR B & flER A LT, v T — Bk
OHIBOFHIZ LY, 12D 5 HHERED &
VB D 2 R MIRHTERAT I CHE L, RSl T
IR L T %,
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32 NIVFFYY—LBBILRERTIEE |

32 QIR OVEINE (2 et

1 REHE

ANVFFTY = LZE, S har YT EIER
L RERAIE B ERALRAMFAEL T, TETIS, 7
2V CoA % ¥ ¥ ¥ — ¥ (A0OX), Ui (DBP),
AT H— )V ¥ 1) 7 #H X (SCPx) DHRILIEE B Wl
SH&, Yebkuxi/ by Faxrsal Ry o
(DHCA/THCA)CoA R° 7°1) A % [ CoA ® RAK
& SRS B 2- AF LT L CoA T v —+F
(AMACR) O KABFEDS G ST b, A bZAYIC
VX, R, KRR BT OB 72 HACHEY (i
RAIRIEER, 7« & Ve, 7V A Y VER NEEES
MCHEYESE) OB ALNDS. EHNTIE,
FTlZ AOX & DBP O RIBFEREDZRT ST 5,

I ERAwRE

@ ArOX TIEE

AV F F TV — LRI B ERIL RO 1 BFE %
il 3 5 AOX O KIRIETH 5. AOX (L IE SHAR I
DA FL &5 B 720, AL IR SE IR
B DOBRAME— DEHTH 5.
@ pBP KIEE

DBP (3L F 2 v — L RIHEE p LR D 2,
3 EXHS A il B3R C, D RO SRR LIS
JEI1RR - A IRIIR b B E & 35, L7chso T,
TRSENRIEE DA 7 1+ & VR 7)) A% VP, H
O HEAHTFEY DHCA/THCA OFEE % 880 5 .
e SCPx RISE

SCPx I/ st EE 2 F B & L, vt &
V— L PEBILRDOTEAT Y T b F 45 —F
HME(PTH2) 2/ LT\ 5. —J7, IESiIRImERIZx)
T5F4 T =L 3- 7 T2V CoA AT —
+ (pTH1) & SCPx(pTH2) DT A H L T 5 72
&, pTH1 & pTH2 O—FHYRIE L T b MESHIRN
FEOERTFRD N EEZ LINLTWD, (iR T7 1%
W, ) AL Wk, BEVTFERH R EE Y DHCA/
THCA OFHIEZ RO 5.
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O AMACR XIS

NV FF TV — L BEMERTIX, TURY VRS
DHCA/THCA ® R fRiZ AMACR 12 X 1) S R84
ENTHEWILE Z T TV D720, RKRIEIETI
DHCA/THCA, 7V A% YERICINZ T, oLk
DT 4 Y PROFRED RO HILA.

I ElREAE

RIS

1 AOX KIEHE : FrA BB & O SRIT & 7LIR
AL, S8R E 2 FERITE 2 & OIBFT
DFRDSND. ZFOMOFERE LTIE, RIRRHL
B EEREE, RERER ST, A
JFRER % 58D 5.

2 DBP KHHJE 1 13 & A EASHHEVEHED & O R
KT & 1 P AUAOEE RO L. S SITHFA
BRopEmE, IRR HE - TERE, v« b_—
H—IEGEREE R ORISR, KSRPIBR, HRHIBH
B, SRR, w3, NEE, B &
OVESREE, TERKZ 205, I ISE
L, ARGEITIECEERE, /NINMEB IS 2 & oot
FEEIRZ X 72T RABPIOHE D B 5.

3 SCPx RIBE : 17 #% X V) SRIECESISH, Al
B, NREIRZ S L, JEED MRI CHIRR, 1812 T2
TS T IBA FRO72 45 I BIEEE G ST 5,

4 AMACR RIEJE © FURINIIFESE, JREtte s
IVORZRETZL, FERENRTEES RS AE 4
Bl LTHHEHEENTWE Y A4 7L RASSIEDIK
FE = 2 — 1T — (SRR SRS, TRERARE
KF, CTADA, FEEER, FIREOMER &%
PES & 4 THEIET 5.

B swiosELndieams

1 W%zl (BEES MRI, BEER CT) -

a AOX KIBSETIZ, 1T & A L DIEFITHRE, 7N
RO EI SR %D 5.

b DBP KHHHETIE, ¥ MRI X CT (2 THGE L
KRR, I o) AR, iR, NS
#i, germinolytic cyst 72 E XD 5.




c SCPx KIHSETIL, HHI MRI 2 THIR, 1§
TRUEZEIC T2 SE 515D 5.

d AMACR KIBJETIE, BREERPBUR, MM T2
EE A D S

2 ROV F 2y — AR OWE

a MRIEFHIBNSEE - AOX RIEJE & DBP KIBJE T
AR R AR R O Sl % 726 5 A5, SCPx KiE
JiE & AMACR ZKARSE CTIIERE A RO 7\,

b 74 %k ) A% g DHCA/THCA :
DBP K HHiE %> SCPx K ¥EE, AMACR K45 /i
TIIERZRO L. 72750, 717 YR aAS
WCHRS 720, 74 % VERE T A E VRS
DA ClIMAREF OB AR EE T 5.

SHRDIRILE 15 BARES
L A4/ 70y MERREGAEIC X Z2EHDK

i (AOX, DBP, SCPx, AMACR).

2 AOX i#tf= ¥, DBP #fx -, SCPx ii{n -, AMACR

TR TFHT.

(DA THHOPHA.

(2) BB IR 2 OV F F 3 v — AR HTRER D

HE RO 5.

B) A 4/ 70y MEFIZREGMPNUI X DR

EEADKIEERD S

EZHIE LT, FRil 2200w hnis

M ZIER LT 5.

1 #FHEo FFL() ~ ) 27z 36,

2 BB LR ~G) D 1 DU EERD, HIT

T ERZ 0 286

IV $ERIESHR

1 AOX KIHfiE, DBP KIHJE - HE T A b7 1 —
R NNZEETERE, ~OV A XY — ATEREYEE
REBEHEI A M T 4 = O F T —
2 9.

2 SCPx KHHSE : FHE Y A M7 4 —.

3 AMACR RIBJE © Je RN BR A B EE, &
HAEE) = 2 — 03T — R ETRAE, CTAD
Ao, FEIETE, FIEEIEDORNIE, adrenomyeloneuropathy
RL T LR EDOIF X — AR/

vV fHEHA

FERHRATE
1 AOX JKIBJE : BRI ZIRE L L 13T

| 32 NWAFYY—LBBILRERRIBE

RWERI S £ <, ZOMORER E L TIEARRERR
B PR, BB SN A T, KR
R A 58D % FIgHEAFAFRRE 5 7% (4 ~ 10 %)

LENTWVLD, BANEFHD D05 T b,

2 DBP JIHIE | EEE RO L 2 &% <, —
FICIZEIH CANAZRD D, £ E 2 ETIC
M2 TR B 2%, Wl W/ NEHI OS85 TREls
AEEE R TR ABI D S IND . ORGSR
W, /NIAEEI IR, RS, A R
7 &C, FBRBFSEOEE L P <720 | ZHEE o B
WL MADEETH 5.

B swiosE L ndiRams

1 i~V 2 — AREREY OMI5E
a RESHIENIEE @ C26:0, C25:0, C24:0 7% & D

E SR % He 2 & 9 %5 AOX RIEJE & DBP
RIEE TR RSEIRILTR OB & 720 5. RIS
AOX RIBAE Tl DOFEFFRMEIC L b, EH
DR IGER O BRI DME— D E LA
5. —7Jj, SCPx KiHIE L AMACR RIEHET
3B b IHSEIRIIR % L &+ 5720, ik
SRRAIRO BTG & 7RO 2w,

b 74 % E 7V A% U DHCA/THCA :
ANV F XY — L BERALRTIE T ) R Y SRR
DHCA/THCA D551 g8 IE ik o 594 & 47> C
W5 729, DBP KHHAER SCPx KIEAE CTIE %
By smEmIcH b F72, WHORMKIE
AMACR 12 & ) SIERIZEH ST 5 Rk
HZUF 5728, AMACR KIEAE T b Bk % 780
L. EHIZTVRY YTROTEMETH L7 1 ¥
CEEDERT A, 22l T4y VRIS
kS 2720, 7145 VHrE 7)) A8 VERED
SR C LA R O AR A E T 5.

EHIDARBLE 15 DA%

LUT oA XS MRS TiThbiiTn 2.

1 BB E AW - A4 70y MERR
PRI LY, UEEHOKIBEZRDZL 2 LD
HbH. F7z, AOX KIHJE & DBP KIBED BEHH
fanith & 5 —BhukE /o seEgeta cix, b
55— B EAER (AL F F T — 2)HSEE LD
KD REEZE L T 5.

2 T AT wI o R E b AOX, DBP,
SCPx, AMACR D\ N D n T RHT I T2
A EE LTI INCE S
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33 LIYLE |

33 IV IN

1 REHE

L 7Y 295 (Refsum disease) (& 5F-HIFSHE O a2
TR IR, SRR ERE S, T, NN
A, FEE A R & T B R RS MR R T,
NIV XY — MIRTET S NEIAER o BRIL AR
DT 4%/ 4)LVCoA FO¥ 55—+ (PHYH) D
RIBIZX VI D7 ¢ & CERASEEINS 5. JEE &k
BRCIEZEB0ED D %75, ENIZBIT S HARANT
DOWMEEZ WO I, BT 7 1 ¥ V%4 <
HUFEL, vy, v Y, YFREORREN%
fik L < IR 5 BEREDHEAR L 0 5.

I SRR

O LoV LR

L 79 A951E PHYH #(AFOEE I LY IH o
T4 CERSEREL, RUHISSAE ORI o R 12
MENELRE, RRERERE S, HETE, NG, e
TR T 5.

—J3, FUBTIL 749 293~V F F 2 — LI
FLERED Y 2 )V 2 — I — AT N T LI E
L IEERIT, PEXT7 I T2t F v —
LIEHZBD S PEX #In T-EEAFNE LT, 7«
& RGN ARSI OB &2 70 5.
L 7 LR &I BB TH B
O PEX EIGFRSEL TY Lk

PHYH & NH, K#HilZ v+ F 2 v — A RBELY
2" J- )V 2 (peroxisomal targeting signal 2 ; PTS2) *
TLEMAT, ZTOREALICITHIILEN T PTS2 O L
7Y —EHTHLPEXTDRLETH L. ZFD
PEX7 {52 CldE ROt E IS 3 5 AR 5
TREK A LI BEAE (rhizomelic chondrodysplasia punc-
tata) DEFRIG % B 575%, IT4E PEXT 8z 15
DRI, T4 Y CTROVEINEFRD LS00, 75
AR Y OTIFRET, L 7Y 490 & FfED
BRPR (% % 23 ZERIDS S S, PEX it fn 1B
L7949 e LTHEEEIN TV,
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I lREAE

A E==2iH7Sai=]

FEIEAEE X AR 7 A H ~ 50 T, FSAEREY] &
SEREIZ LT L DA L 22w, % < OIERI TSSO
A AR X DI E CHET %25, /NI
[ROPNLGENWZ BB L. S HITHEAES X727,
FOMDIEIR & L Cld, SHENEICRE RS 258
—a—usxF—, BOREE, JNEIGH, flibr 2
T5. SOIIAREIRE, 2298 % X723 ER]
LIFES D, RIEHHEBIOFRIIARET, #28m)s
30 ERTICAETE LT\ A, FERNTODARAE IS X 5 288K
DR D L. FEBIXBEETIECTH B 205, IRERR
BRARNVA, MG, BRI LI = 2 — X
F—RWHIMET, KRk R EBICEsTAL
T LR OHEL B 5.

PEX7 B{a 13512 & %5 PEX i TRE L 74
25 L7 2% & O RIR G % & 72
B sirnsE L HREFRR
1 BRI - AR O L 2 kb e WEREH OB

RO L.

SHRDIRNLE 15 BARES

L M7 1 & CEROWSE © MEET 1 ¥ U ERITAS
DOFZEDKE DS, % DIEBIT 200 uM DL 1%
AR Tz, T RY VEEOMENNIRED e\ oD,
FIRFICHISE LT, 74 % VB 7)) A% Y ERIED
WINE MRS 52 & bBRIAHTH 5.

2 PHYH, ¥ 7:1% PEX7 #IaT AT : PHYH 1%
TEEFIC X ) BWnIMEE S 525, —#HBIZ PEX7 i
fEZTF-FEE R T 2 RER] (PEX TR L 7 4
L57) AT 5.

) seessln
TRED TN DS % i 7 B\ E B b &

T5.

1 AHHOFTRIZIMZ T, I~ « & CEEOBN
R D

2 PHYH #({&FARDEE S N/286.




IV $ERIEZHR

MO I, B, BN SSE O A e
RN, fE, T 4 Y L EROBERE R T B <
WA F T — M.

vV fHEHA

T4 5 VBRI VTV A FHRDRFEE 20 D
SIASHIRIITR T, 1, BMRILIZZITH5NT, alik
B2 X W BRI 19 D7) A% VERICHR S0
5, PEAMLICE Vs G, 2o afBbEHS @
D)V F F TV — HIZJHTET S PHYH T, L 7%
LG CTIIARBER OFFRN 72 KEAYRNTH 5. & b
TIE 747 YEBRIFESHARTHY, vV, vU Y,
VX% EOREEMONEN, FLEMICECEEND.

| 33 LoYLm

7 4 5 CPRITRRE OB LR MR S E B
T4 7 CEEREEE O T 4 =S bAEREI NS
DS, AEM EEV, B R TIR T 4 b—vidiEE A
WIS A7z,

EHE T 1 8 U RE L TRl vy, B
D, ¥ EORRIE E ik L < HIBRY 5 gk
DIHRTH 2. 748 YWOBKTIZ XD g, %
FRREL, Sl 7 S OfERISSEE T B8, T - ES
FUEE LIS Wew, BB & A ADLETH
5. REEEEORBRIE, b TR T 1 b=
NEIUZ L WO RETH S, & H 1) — FEDSImE
T4 8 RO ER )T, AU A P L A%
ElFMEE7 ¢ & D WEIEINS TS, T4 8 YHROE
L & 2 2R OAEENR R AAER I L TLEIMEEAS
PHEDH RN THD % .
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34 IS5ZAYO0-YVERRERREE |

El] 752~v0—5vansmsriaE

1 REHE

NSNFFR Y- AIRIET ST TARA =T
(=T V) VIR G R D5 1 BeBy DR T
HbHTVeraFxy T ) YH(DHAP) 7 2L b
FATrT—EE, E2EREOBETHLTIVF
JVDHAP ¥ >~ ¥ —EDO/RIBAET, MM RRA#RD 7
T AR = F AR SRR FETRGRE (chi-
zomelic chondrodysplasia punctata ; RCDP) % £ 3
B, NIVFF TV — KRSV ESEIZIE L, PEX7 #
fZT-EHI2X % RCDP % 15, DHAP 7 2V k5
A7 2T —ERIEGER 28 7L F )L DHAP ¥
vy —BRIBER 3ME L THEHL T\ 5. BT
TSR GRS LTV 2w,

I BEmRREY
© rcppP2EY

TITARU =TV EEROB1IERIZHIZS
DHAP 7 ¥V k5 ¥ A7 = 5 — ¥ OBIE T FEIE
T, 7 A~u—7 O & RCDP ORFIRE %2
235,
® rcpP3EY

TTARU =T VHEEDE 2 B HTZDHT
)L )V DHAP ¥ > ¥ — P DOM{ET-BERET, I
A<= O & RCDP DFREIZ 23 5.

EE NV F T — AR EEEICE T 5
RCDP 1 #IClE, NH, KUilZ VA4 F 2 — L 51T
1t 7 )V (peroxisomal targeting signal ; PTS) 2 %
LDOT7IVFIVDHAP > ¥ —ER T 4 ¥ J A )V
CoA & FO ¥ 55— (PHYH XL 74 A9WDKRIE
FEHT, 745 YO ol fbE0D) & ZikT %%
AR PEXT O#ELFREXRENE LT, 7I9A~Y
O—7 > DBETE T 47 HBOBEINEZZED 5.
RCDP Z 7R $ BRI LIS L 7 5 20 EEIR % & 72
IHIDAFAET 5.
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I lREAE

EEEHRAR

RCDP 1 ~ 3 #ICiE, Ml U CEAEM OXF R
VU SEATHE & BAET O XU RAL, SRS, HNEE,
HEIFEOMERISSERE T £ 5. F7o, TUREHE
DI FRIE RV T W, BLHEERC IS E
S 72 EHERE O variant type DS b H 5.

0 srosE L REFRR
1 B X8 AL ORI DURS G & BEER o 2
TRATIKA L.

2 I - MKk T A~ — 2 U EEIT L A1
HIYIZ1E, RCDP 2 #I 3 #I & & (2 dE - i,
ARIMERRPHAHEZ MG 22 B2 BT 5 T A~xa—4
CEBRDOIT 2780 4. —J, RCDP 1 BICiZ~
FARB =7 EmOT YN, ST - ET
DT 45 EEOBENNE B S .

SSHRODIRNLE 15 DIRES

1 HHERHETO 75 A~0 —47 » SRCREESETE
DT : RCDP 2 I CTIE DHAP 7 2V k5 &
A7 x 7 —EiEE 38 TIL T IV ¥ )L DHAP &
= BIEEORT 2720 %, 72721, DHAP
TIUIWVET AT 2T —EIETIVF )L DHAP ¥~
Y —EEDOATH M) =2 L THREL C
W5 728, TV )V DHAP ¥ ¥ ¥ — B /RKIBRED
3FNZBWTD 2B ORI TH S DHAP 7
DIV T AT 2T —BIEEDN 1S % 13 ST
LI EHEEN WAL, F72, RCDP 1 AL JH
NCTd % PEX7T 27 V¥ )V DHAP > > ¥ —¥D
ZENRTH %720, MFEFEDOTEEDILT 270 %.

2 DHAP7 WV NI A7 27—+, T7TILF )L
DHAP ¥ > % — X OB 5T HHT.

(1) AIEHHDPTHA.

(2) IMPRHHfEO 77 A~a—7 U EROIKT.
T4 5 IR, BRESIRIRIE IS,

(3) DHAPT7 I WS A7 25—, F/2137
V)L DHAP ¥ > % —EDIEEDILT.

Bl e LTk, TRtl /2200w nsric



LT LIER L T 5.

1 ERe()~Q) zis 34,

2 k() ~@B)D 1 2L FEEFED, 7D DHAP 7
PIWVET AT 2T —¥FEIET IV F )L DHAP
T2y — Y OBLTER RO LG,

v §ERIEH

BEPR(IED S DR & L Cld, B0l FrHoiR
VLAY SRR LI BIE (chondrodysplasia punc-
tata) 3BT H N L. FETHRFEMIEIC X 2R, X
FRHT R COBWITEZETH LS. RCDP 1 T & DR
1, 748 VBROFERL ANV F VL3 b
7 )V CoA T4 T —+¥ (pTH) DTt v o ¥ 7|2
B ERDHR N XD, Y 2 V_— T —EERE
L OFTHN, BIEFHIRITE OBzt T ¥
5 =B EDNIF X — LA L & RO 7
W2 EIZLB.

V e

IT—F VY UIRETH S TT A~ -7, I
LB OMG, (O, B, FFICe S ozE < s
LTS, FOTTAYT—7 2 EASROUE:
WD 2 DDFFEITIIV A F TV —LIZJFFEL, )

| 3¢ I527D—4YAREBRRIEE

DIFFENPDHAP 7 IV T v AT 2T —¥, 2
HOBEDST VX)LV DHAP > > ¥ —E¥ThH 5.

19924, ZNFTTIAROA—TF T 45
it 7e B ONF F 1 — 2MUHEE & & 7232
VA F TV —AfFE LTHIEHIILTW/2 RCDP ©
BED LI, BRIRES X #T H1EL RCDP BRIEIR
2T LA, FALFWNIZIEE T 4 ¥ S FEOBRER
pTH1 O 70t v 2 ¥ ZO¥EILFEOTIZ, DHAP
TFTINWVITF AT 2T —EDORIBIZEDTT AT
O —7" > OIRT DA &GRSO ZIEBIAS RS S /e, &
512 1994 4E121%, R°1E ) RCDP FHIER T 25 %75,
TIVFIVDHAP ¥ > ¥ —Y¥DORIBIZEL DT I A~
O —7" > OIT DA% TR BIEBIDS G Sz —
J, 199742 7 IV F IV DHAP v v ¥ — B R
PHYH, pTH1 OV F ¥ 2 — LKA NH, Kk
124 D PTS2 % MR Crlak 3™ % 45K PEXT Dt
{ZT-BHE A3 RCDP ORI TH 5 Z &, 1998 4121
7T AU — AR DT RIERE ORI AN ST
L~V Tl S 7z,

VLB XD, PEX7 HEIZT-HEIZ X BHEKD RCDP
oV E F T — ATE B E O FIE I AT
RCDP 1#1- L, DHAP 7NV T A7 2T —E
RIBFER 2, 7L )L DHAP ¥ > ¥ — ¥ /RIESE
B3ME L THEENL TG,

67



35 ERMEVIVBREIR |

35 [t Pl e kL

1 REHE

JEFEVE S > 2 Wk JRE (primary hyperoxaluria ;
PH) 1 (PH1) !X, DO IV ¥ — AITHELE
TAHETS= T FRILUEETI )RS AT
7 — ¥ (AGXT % 721% AGT) ORIBIZ L V) JFlENIZ
T aTBEOTEEE TH B 7 ) F X IOV EFET
L W GRS BV E T, ANEED Y 2 B H
IV AHTENEE L U &9 b e H RIS LT
ZEa CEE Y 7o, AHEEREE LT, SEok
I X ZIREOMERE, <727 AR A T
4 b O¥ER, AGT OffifEFHRTHEHESY IV By D
WIS CRE T 2568 b H 5. A LT
MR & 72T IEESEANT, MG Z2iG8E & LT
HET, [AHEDSIRET & 70 WA A ZH) LTI B hil
LIET S ND.

I ERARREY
@ rHI1E(PHI)

IO~V F F 2 — DIZHFAET D AGT K
HIZE D7) F RVl > a v aERT 5.
O rH 11 BU(PH2)

DT A bV IWAZRTES 5 7)) & F 2 OVERETC
WFE /v Fox s U CigEith4s (GRHPR) O
RIS XD 7)) F F 2 OVIRDSEIE S % gt a5k
HIRMERE T, 1TRIE FRRIC SR EA S 72 o
TERIC XY, ANEMED T 2 BRIV A A
LT 5 2GRS L CEEAR RS & S 7
El
© rH 111 B(PH3)

non-PH1/non-PH2 ® PH X A %) T, FKEHELSMK
~ v E Y BRIZ LD 10 FHAOAK(q4.2) ITFFAET %
DHDPSL {5 DZEEADE 3 O PH OFFEKTH 5
LIRS NIz COBMETIEI Py FYTHOE
FaX 70 06 7)) 4 F 2 OVEES O
ZhD4- Faxs 2-FF V7NV FIVET IV
F—¥1%I2—RFLTn5.
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I lREAE
|ﬂi§ﬁﬁﬁ%

FEIFFLEH ~ 50 TA LN LD, UL ED
SEBNE 5 FRLARTIZ, 90 % VIl 25 5% F CUIIRIEAS
O BFIPEIR T B 2 BN R M R ILR T 56
9 5. ZTO%, REMSAEEDIEL, BAKRIGIE
BAREAHEIT LT, 1T AL ORI TRIIDOE AL
IREEICKE S . Wi E CoRRESEE LTid, OFL
BB A BB AT, @/NB~BHRIHIIK
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