5560% 2%, 2010 (261~264)

HESG BT V4

=)V - 777 —YR
~FROFAEFZLL T, BEIHFTFIIVERFAI~

K B + W CEAERKS: DNA BRI EF BRI, FERD

261

i L &I

TyF= 777w (E I EICT
7)) —¥R) IHBEANEETHLTA V4
WHET B aTT7 PV F—F¥A LW BEED
BIZHICRIBT 5720, FOREETHL7OR
M)TFINET IR (GL-3) 2MEHET S
PERRE AT, B, M OMNEE M, fRREE
MR SICERL T T ST RBHRERETET
LIEBRTHD, FERETHLREDT ¥ —
v oA, RRYVEERETHE F1 VDT T
7)) — 1A X D) 18984 (T ITITFEIREICHRE S
7oo PERRE OEFEITHEITIET/NEM X D BAS
TS SERERSMET 5,

B =

KEDERTH D a 57 bV F—F¥ADHE
EFEXREELICHFET 2700, XEHENES
HRIEER CEIET 5. LA LEFLEHE (AN
TOEA) THHEM L) BEZAHRRERD
BT 2856050,

57 i 4

KREEZLIET, 5 A1 ANBEORBELSD
NTWh, &, A7) 7Y AEYRED
FER<T AR ) - FOEETIIEIRICE
A ARFEDSEEIXHIE T, 250 A 12 %% T3, 100
ANZ—ANDEEL SN TWwb, FLERRFHD
FERELLEHEE D %Y, BARED 1 BREICK
EDRD LD L OWMEDDH Y, HEHHED
BWEBATHLILEPHLNEL>TETY

%o
B R OE K

a7 MU —PAFSETSELME, M
IS B 72 DIEF LI b7 - 7R AE
RERT S, ERDDOERITIRT .

INSDFERPTRC—FEICHZS ) bIFT
3% RWERZ 2T CTEAIERIHZ A
o EGIEROEITETIVERIIRT .

F - AIEOMFESRS AT LA Th A Fabry
registry D7 — ¥ 12 & 5 & FIEIRDOFEER T
M2neBYTHLY,

F 7 /NBEAZZT IR » TORRIER OB 1X
H3netBY) ThHb, Thd Fabry registry &
DDF—5ThbHY

E i

FIEDZRNTIBEME L OGS, YIS
B b,
BB ITEIMER, I, B ERESF

£ 77 7)) —IHOBERAER

B BapAE R
e i e
5 B, EWY, LR,
B LR, ALK P2
it B PO
g UK RBGEEEE TER I
MR
i AR, BAE
WMt B, <)Y
SRR DA
kL e, MR
Zofs ESE:

REHERER K DNA BT RETIHRTZEE, FARR  T105-8461 FEUHRE X TUH153-25-8

Tel : 03-3433-1111 Fax : 03-3433-1230

Presented by Medical*Online



] DR
—— X NEREE
T &S
of%& s

1 #ETETIV
DU (2 AEMR & & DR T 2 N0EEE, M
EEE BEEEIIERE L DICETL, Thild
e HERIZE/L, QOL bKETT %,

Mgz v CBERRBEZERT TS V. #=
FRENTIZLT LS RERWA, Biie X1 #HEE
T BT ENTESL,
ZHEOBEIFRES 2 WiGa I RER S
bA% Cave BERIEMIZIER L BH ORI
RfE% & B0 EFEERIHEL LR R,
RN EE T2 352 L2 &) W2 hi
ESEDDN0%IEE IS RIZTFERPRODH

Ophthal Cardio Gastro Renal Derm

AR R BE

LA H B, TOBIE, BRERCRKIKE
RED AT 5o AR R TOHRRHR
HMOERBOEHNP B O 2 b T2
RERZER LTHEGITP B %EEAFEL, ER
DB BREFEREZLT LOF-oTWDH LI
RS Z2WE EIZEBESLE, LIEK, &BIR,
ERREA S, BMEREE LS L S REORFE
B AEIR Tld e v TURURRE, MARRRE, KT
JiE 70 EUIAE |2 LEBR R R TREMT 1RO D0

AREEDAH

FIE DRI R E 51 TRAWEHE & 5HEWR
BIZTT o b,

1) RAERE

RIELTWD a T2 b ¥ —CAR SEH
HT b, a 77 U ¥F—EARZOHED~
V=AW VELESNTEY, 20 LEb
Shizwr /) — APl EE EiZdh b <~
J =R 6") YEEEZEMIHEE, MBBAIZED
AEnb, WYAIEFni-dbrizry F/—2o%
MALTIA VY —LIZRELREFHIET 5,

627 (10.4) | 37 (16.4) | 94 (12.7) | 113 (21.6) | 172 (10.8) | 153 (23.2) | 290 (12.2)

60
50 4
»
4 40
o
Z
) 30 +
<
§
Q -
< 20
104
0 -
Neuro Pain | Cerebro
Males n (mean age)
B Females n (mean age)| 338 (14.2) | 31 (31.2) | 92 (20.8)

82 (33.4) | 92 (18.7) | 87 (30.9) | 91 (19.5)

2 B L EAER T IS L 22RO ER
Fabry Registry B#kE#H (BE1,15061, =M 1,077680) BT AEEEHRTE DT 7 7)) —RERTEDE#,
Neuro Pain (3P, Cerebro (& X ffRRE %, Ophthal 1ZIRDEE, Cardio 130 ZE, Gastro (X7 LEFDREE,

Renal I3 EZE, Derm I8 DIER,

L7 —N—IBEREERT, /77 TOT—¥RIE, BELLKEROFR Ty 0FHATCE-BHEZL
THEEOH, FEIMAIGEREHE L 2BOFER TR T BRI 2 MIEEIRSER O (16.4
) B, ERObNWONORKERE R4S 2 LIER ERFBEROERHICHET 2887 — 5 1IEF ORI
EOWTHBY, Litto TEEHBRLZ2TI%E L2,

Presented by Medical*Online



F69% 25, 2010

70 —
- =

6ol 114

*

=M\ & — 3 Sieel

263

i
cm

&
cm

ofsi 2 ofl 161 191 ofs)

mEER | MR FT]

DME & o 1

3 /NEET 77 —HOAEIR
T TN =LY AN —EHEFEONBEFIIB T AEEREROT 7 7)) —ROELRER, 7T — 5 3B RS
TEERBERNICIERZHE L - BEE (19461) LctEBE (165881 o/X—t 77— L LTERL T,
*74//r —OEHEHERETp <0.05 (INSOEREME LIZBZO/N -y T— I D7)
ANBEIZEGEEIRIE, DUBEE, BB, TR SOMEALRER, EITER EORBEERTH 50 RITRED72D

K@ﬁﬁﬁk&@ﬁﬁ?%@%%%ﬁh@?%%%“

HIE2 DOBFDH B, 1 2ET7 ANV F—E
aTHO?, b 12T HANVV Y —ERTH
589, HiFiie hOMILT, BEEINLAY —
DIPEMP CIER EN e VRIOBETH 5,
RKELEVEEKRSGETH Y HIE1Z0.2mg/kg
%, BEFIX 1mg/kg % 28121 HKG T %,
BEREITAETLARE VN, EHE68X DHR
BdHPIHEAHTH 5205, b % T
LERABIHRES T 5 TEITFTH 5,

2) sHERE
S F EF ERICH L CRHEREITh

%o /NBHACIE BT BERE 6T B iEH AT

e b,

1. PERER L EBREIANVANTEE ST
Hbo AANTEMKHFMENF v A V&M
E L CEER O ML 0 U 72 B4R %
T 5. REVEIERZ ETHERTEZW
BRI AN T V0 2 BIRE L 2 Do FH|
i Ca™"F ¥ AIVHETH B, TOM, 7=
ZhA Y, Za—nbabriERENDH L
EHEIN TV,

2. BHERE MOTRBLFEKRIIT V¥4

Ty CERBERAERE, To¥F LTy
I ZBEEEMELR ERG EsNDL, F2&H

HRES TN b, RKPABARICESHE
BN, BERBMELR L

3. DEEE

O MPMOLESIRERERE @ pERTE,

CaHiPidE, EZEMmMEEHAEICH L Tidy
N v OG- RER 1 LB BRI 51T
bﬂéo

@ ERIMEEEE: 7o ¥t 7 v v ol
%*mi% VEPZ: AR | - 2 2r o
PLEE, BEWTEE, FIRELRLO#HS.

@ HIRERER : BEARSR—AX—H—D
Hl 2 Ao

@ LEME)  PIAERE, UREE OB S
® BOEUAER : 734500 %EDHAR
BAREOH G-, i 2 AATI MBI 2E O H
® R ER  EEIR N A 2SR,

4. BOEER : PU/MEED RS

5. BEER : LEIZL) L —F—FHE,

6. B SUHRE RIS EEOG
WSS (A7F04F, BEREEELR L),

Presented by Medical*Online



264

74

ARAEMR :

O ABRR®S OWE, EERLEE  HRO

PE2 Lo

@ WEBIRFAZE - BBk~ v -, HiEZE

R, EAVEMEREEAR, ERAREEH 7T
7, BERFRL.

@ WEREEFIRPAZE | MUARRTE, PUEERERR .

%

<)

FEFLHZEZ OGN TV LD ZWERETH

5o

WAGBESHE S NS, RELTEIRS

HTWERBELZoTWA, TXLHE)EMIZSE
HLUBHICHEEBET LI EDPFETH 5, Fabry

registry D7 — 712 & % & FiE

IEVAAYSY il

VBIZH Db b TRINRI0E Bz o7z, ﬁf&

AT 2TV B,

F5E R I/ B EERR I

bbb DDOEHIREVEEZOND,

1)

2)

3)

X ik

Kobayashi M, Ohashi T, Sakuma M, Ida H,
Eto Y. Clinical manifestations and natural histo-
ry of Japanese heterozygous females with Fab-
ry disease. J.Inherit.Metab.Dis. 2008 Jan 21.
Spada M, Pagliardini S, Yasuda M, Tukel T,
Thiagarajan G, Sakuraba H, et al. High inci-
dence of later-onset fabry disease revealed by
newborn screening. Am.J.Hum.Genet. 2006
ul 79 (1) : 31-40.

Hwu WL, Chien YH, Lee NC, Chiang SC,
Dobrovolny R, Huang AC, et al. Newborn
screening for Fabry disease in Taiwan reveals
a high incidence of the later-onset GLA muta-

tion ¢.936+919G>A (IVS4+919G>A) . Hum.

4)

5)

6)

8)

9)

N

Mutat. 2009 Oct : 30 (10) : 1397-1405.

Nakao S, Takenaka T, Maeda M, Kodama C,
Tanaka A, Tahara M, et al. An atypical vari-
ant of Fabry's disease in men with left ventricu-
lar hypertrophy. N.Engl.J.Med. 1995 Aug 3
333 (5) : 288-293.

Wilcox WR, Oliveira JP, Hopkin R], Ortiz A,
Banikazemi M, Feldt-Rasmussen U, et al. Fe-
males with Fabry disease frequently have ma-
jor organ involvement : lessons from the Fabry
Registry. Mol.Genet.Metab. 2008 Feb:93 (2):
112-128.

Hopkin R]J, Bissler ], Banikazemi M, Clarke L,
Eng CM, Germain DP, et al. Characterization
of Fabry disease in 352 pediatric patients in the
Fabry Registry. Pediatr.Res. 2008 Nov:64 (5) :
550-555.

Schiffmann R, Kopp JB, Austin HA,3rd, Sab-
nis S, Moore DF, Weibel T, et al. Enzyme re-
placement therapy in Fabry disease ' a rand-
omized controlled trial. JAMA 2001 Jun 6 ; 285
(21) = 2743-2749.

Eng CM, Guffon N, Wilcox WR, Germain DP,
Lee P, Waldek S, et al. Safety and efficacy of
recombinant human alpha-galactosidase A--re-
placement therapy in Fabry's disease. N.Engl.
J.Med. 2001 Jul 5: 345 (1) : 9-16.
Banikazemi M, Bultas J, Waldek S, Wilcox
WR, Whitley CB, McDonald M, et al. Agalsi-
dase-beta therapy for advanced Fabry disease :
Ann.Intern.Med. 2007 Jan
L 77-86.

a randomized trial.
16 ; 146 (2)

Presented by Medical*Online



	0261
	0262
	0263
	0264



