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WME: 777V, XPOERBMEBEEOEETT AV Y — LUK Rl TH % a-galactosidase
ADTEMER NICIED e RIS RSB FIETH 5. 77 7V —JRO.OIME#IEE, DAEK, R
IR, FREUE, BMEREEREZETHD, FREE LTINS T EMENDDE 755, AEIC
BOTE, FEERAHDOLEZAE U IGAERAELLE E W ENTWBIEFICE T 27 7 7Y —RDH
AR, FHREFICH LU TEL OMEDPBEAERSNTELD, NEIROBS, B OWMEZ DRV, 46
35 F THE CME SN TO2.00EKEE & OIERDO RO IERBSEE CEMEIFNC BT 27 7 7)) —
JEDBWIT DN TR L 7=

FHiEDDERE LI 24 REROERICB W CLEMB L 2K S N7 6, OlEiE S oK EZ
W U7z 23 44 NCnt UC, MRS A IC X D o -galactosidase A FEZTGMEAHIE Uz, OERHENE,
JEFBYEMEDE DR 51X, FEEM, Feitt, BHEORTEXSE L. a-galactosidase A 2375 7%
2ERAE L, FEDMEAE (B 17 Agal/U LR, 20 20 Agal/U LUR) OBINCH U CGEG FHd Z2 i 7
L7z

R DEME) 1641 (22.5%), OAEK 84 (18.1%) T a-galactosidase A BEEIGHRME & 2 L1z, %
D5 B, LEMEIO2(](2.8%), DIEAD1H](2.3%) IZHB W TE6QDEIL FA M ZRD Tz,

ER: MEIEEMREIC KD, DIERDZWIERBSEE OEMEIFIHIC T 7 7' —i5 & 22T X 2 5EH]
DMEE LTz, DIEK DR WIEFBEME O EMENE, 07 7 7V —wO OO ERMIED—DOTH %

ATREMEAVRIZ ENS.
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777V, XREERHBEREERT, 1Y
V' — LK %2 T H % o -galactosidase A DIEPE(L
TS R MR A EIETH 5. AJET
&, EfTHEC R MY T AV ES I R (GL3) &
U &I ZHEIEEDIME NN, Frammie,
FEETHRAIC TS U TR RG [ &k C B Mo~ 4
MRA LR, FEOEKIERMNG &R EThE T &
MWLM ENT VS,

ek S O E AT 7 7)) —w D BHEERHE T,
NIRRT, BROBAIAGINCG, PUR el 5
W, RRECE, A bmERE, AR, H R,
EITHEOEAIRE EZED S, A TIEOMmE R
&, BRREREE, MNERERZEZRDL XK
250 BEMEEFE T, AL ORI X AN T AL
IMEHE LR\ T8, ZOZWNIERIEIR, R R
EEEMT 11645 FAK234E3A25H (EERIAE)

BRUBEZLZWHZ EICX D HRINAZICHHETSH 5.
LPERIAE T, 4 ORI X AR 2 RFIEL,
ZD—FHT VU ELCANHFLENS 28, 4O
D a -galactosidase A TGP IEH D REHOWT N &
55, TOME, MO HD o -galactosidase A
HHEIT AR ZRT EDON S IEFEHOE DX TE
B2, MRZMDRNEER T N2V, T TERKRLE
IRERIRAT ARG, BIEEH & RMRICEERE O 5
JERDEDETEMTH S LMEINTVS.
7770 —JRFO—EICIE, EIS OO AN EEE
N5 LA, BEESENERIBEY I AH5. N
50777V —iE, HHMAT YT —Ee il
THIERHAD S TH O, BRIREIRE S R, JERIT
HB. 20D, INSZHMBINT 77U —HEX
AL, ZNENLT 7 7VU—R, BT 77 —iRE R
ST 77U, DIERICK - TN, Ein
FREDMRITEN, WEZWICEZHIN2WN. 2D
DOIKDIZVIEFNICIE T 7 7 ) —JRIE DIz b
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m. 77 7V —ROLMERIREE, AEER, TR,
HEIIRER, FEEREZETHO Y, K, BB
PR GRD BIEHINZ . REARDIATIEIR £ 72 %
T7 7V —hHo TERNEETIEEVWEEDNS.
ARWFFETIE, DIERO W IEABEEME O ) 5 1
BUIB7 77— wOEERZHEIL, DIERKDH S E
=& HikET Lz,
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WREE

2007 4 H/0 52009 4F 9 H X TOMRNICH KERK
FEEREREY 2 —, LR EERKARGEN
2z LT, FIEHREUC AR LT EBE T, 1235
ELVEK, 24 RFRLOENBREIC X DO FEME) & 72 H
I, DI E R ETOIK, FRBE DR W IEFEE
MO BEENEE 71 HIC o LU Chim & stz it 2. 5
EFTARIV—Z VTN E SN TV S0ERE
F A4 7% ORI T 5 2 & T EMEIEE NS D
BEY, ARG EZMEI L. AT x—L ROy
e S N OEMENS U I OEREEETIC
% U C ik s g % v T a -galactosidase A DFEZETE
ZHE LTz,

DEMENE, FEEMOEMSB), Kl omEME), 12
PEDEMEIE TCETED & L, FEMEOEMENEFE
B 7THRMETHREIENRAZNZ0EMEN Y, Fikt
P OFEMENIFEAER 7 HDL BRSHE Uz .EmSE, &L
IEEEYI, SR HBIngER b D e EL L. 18
MO EAENE SR YY), B SBIBRATEN 2 D C B R
IKHERTERVED L ERLEY. DEMEIREOR
HUEE, 71&D B E, DAROABEDOSH % &
=, FPBUE, OAEK, HURBRESE, mEsL7F=v
2mg/dl X D EEDOEHREFEFORE & L.

DHEKE, OIEEE 0T — 205D HER
TREDEH FRROBEMES1 g/m*, 48 g/m* DL E &
U e RO ERREGEED 27 /TR, DR
KEFDOBRIEER, 71A LoEE, OO AR
JEDH B EH, FBUE, LM, OFHONER, 1Mm
W7 L7 F =22 mg/dl XD S0 B REREE RS &
U7z, RBFgEE, ~NIVy Y F19754EDE 5 7 85F L,
WHER DIRMRFEEEERIC K > TKREIN TV 5.
ERIRIRE

ETORET, BFEZBER U S KM E 2 il
Uz, DEMBIEEE COREICH L, OEKEETIE
39451 (89%) DEFICH U THERRF 12758 0EX %7
fitifT U7z, OHERBEDH O D5 HIELIRGZZ2 LT\
EEEETOLERT—Z2ZHH Lz OEXIE
CardioStar FCP-7431 (7 7 X &1, WH, HA) Z{#HH
U7z, OFEXIZ25 mm/ #CTidex L, RIE 1 mV/mm,
7 4 )V 2 7Z50Hz & FE L, U XL, PRIEFE, QRS

H#d

ik, QTcZz il L7z, 24 KiRLOE XN .OE M E
27111 (38%), OMEKHEE9 Bl (20%) IHiEfT L, FM-180
(7O XET, HE, HA) ZMHH UK. Ol
SSD- @ 10 (ALOKA #Rxlztt, #nt, HA) ZHWTM
T— R, 2%, 4, Ry 7o —2a—%HE L.
VAV AL OA—KZEZHA BT A 2 DOFERAEZRZ VT
FEHRE VST, LEREEE (PWT), fERE (LAD),
FeB LA IARE (LVDA), fE=UEAEE (LVDs) Z &
WU 7z, EZEERH R (LVEF) (d modified Simpson % 7%
FHOCTHIE L 72 ™. (SRR AMEE D 5 E 3 (Lo
D & A GOBEIERED), E/ALL, E P ORE
KM (deceleration time, DcT), /B A MEath 5 I [
FRIE LY. EZOERI Devereux DR E LT
FHIIL 727, AWT2E CIRRENRE TH % Dl 7 —
TIVRRE, (OEERE E OMEIERTT L T,
MR EERE

DEAHENEE 7151, DAEKHRE 44 Bl BHF ISR LT,
1M1 75 768 A AR A 72 FH W) T o -galactosidase A P 2275 1 72
HE Uz, AWMz ERIch N L, FiRcliRE
& BREA KA B NRRIANEGE L, ML,
Mcllvaine Buffer (0.1 mol/L citrate, 0.2 mol/L NaH,PO,
Z#736.8 : 63.2 ClEY, pH 6.01CHH%E) 40 nL7% 96 77
A7 L—MahnA, MmikERE D 5 ERE 3 mmic
FT BN T2 1B 7 buffer | i Z & 1R T 2 W R ik 7 il
U7z, Mo 5 530 Lz ftho 96 7V~ 1 7 1
TL— ML, 100 pLO Kt (3.5 mmol/L 4-MU
galactosylpyranoside, 100 mmol/L citrate, 200 mmol/
L phosphate, 100 mmol/L N- acetylgalactosamine)
ZMAT2AREMS7TCTA YFa—btL7 KK
1&150 pL (300 mmol/L glycine, NaOH, pH 10.6) %
L TEIEE R, HOCIE R 450 nm D HO'G R I
& D o-galactosidase A BTG MEZ WE LTz, BERTE
1 WAL 72 Agal/U & 3% 5E U 7z, 4-methylumbellifenyl-
D-galactopyranoside/ IFf [ /disc 0.34 pmol & [6] & T
BHolz. TOWETOHEE DR, BIEIXIZIF100%
L& 2 517z (Nakamura et al., in preparation).

BERIGIED Ay B A TEIE, 117 Agal/U, it
20 Agal/U & L7z, chHDAy A TEIE, HART
DFENEENSDT 7 TV —f{DAT U — =2 J kb
OWELFRCEDE AN, BREEN Y b AT
EX D BENGE, MKIEAREZ BERITL, 28
DTG OGN 1y S A 7K D EALWHIIC
BinrREZ T LTz,
BT

DNAZ KA 5578 L, 2 TD a-galactosidase A
D a— Rk & Bz 3 % 1 >~ b b R O R RS 72
gt L7219,
TREHREMT

WEHENTIX, SPSSY 7 b version 15.0 (SPSS, Inc.,
Chicago, IL, USA) ZffiH L CThiifT L7z. P1#EA0.05
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At (P < 0.05) DGAICHREHE L.
w R

DEREN 71 N CEE 4R 55.5 £ 11.9 %, #ipH 18 —
705%), K 44 N CPEI4FEHT 51.8 + 16.7 7%, #ipH 15
— 707%) DFF 115 Nlcxf U CIiRiEREIc X % X 7
J—Z VI RERT U, R T — R L BEREE
Table. 117 9. DEMBITIE39 A (55%) HSFEVEMEL
EAEIEE, 9N (13%) Wit OEMEIERE, 23 A
(32%) MEM.OEMEIEE TH - . LEMEIDRE
ZVHRIERIEEIETH D, 27 N\ (38%) DEHHY
ALay ya—)VHWICHT—TIV T T L— g Uik
fEfTE N Tz, DEMEIRETE, Vaughan-Williams
DEUCHDONT, T afEPirBIREn7 A (10%), 1b
BESEMN3 N (4%), T cBEEMT N (10%), THESHED17
A (24%), MEEEN4 N (6%), VEEED26 A (37%)
WKW ENTW, DEMEBIBEOR TREMHI N
T W 2 Hi AR 2 iR 3 13 bepridil hydrochloride T - 7z.
fthoD3HeH| & LT, carvedilol 12 A\ (17%), 7>V FF+ T
VUBHMERAER 12 N AT%), TIF TV
0 ZAAERTER 12 N (17%), PF 2 Z10 N (14%),
TV 7 AV LW T U E R 42 A
(60%) TH- 1.

DHEKEE T DR E ZWIEIR I P R T db - 72705,
F R AE IR 13 75 < Hls 4L S0 B3 TOMEZ R T D0
BRBEEICBNT, DIEKDPEDN TV RIERNZ
<D BNz DIEKEETIELL FOSEFIAL ST TN
TW/z. Cibenzoline succinatel3 A (30%), [ M3
12 N (27%), CazARHEHi1I AN 25%), 7Y
F T VN ZEMEREEI A (20%), carvedilol 8 A
(18%), 7 v ¥A T vy v AEEANER6 N (14%),

WW—TRIRIES N (12%), 510 LRFFEFRRIES A
(12%). RXR—ZAA—H—HEE, DEMBIRE TR
AERRIEMERIC K D 7 NOBFITH LT, OIEKEET
RS A 2 D R 2 B B 5 HNT
6 NDEZITH L TIThN T\ e,

DEXKOT—21F, FHDOQRSHE, QTclDEHME)
HXOEOERBETARICIEEZRD T (QRS : AF,
108 =21 ms; LVH, 125+ 33 ms; QTc:AF, 428 &30
ms ; LVH, 460 £ 46 ms; W3 N EP < 0.05). L
HE O HR % Table 21 /R 9.

P2TDEED o -galactosidase A BEZETEMED )41 X
% Figure. 11/R 9. MR IEARAR 2 C ORERIGED 1Y
filild, OFEMEREA21.9 + 6.3 (FipH 10.5 — 48) Agal/
U, OIEREEA21.7 6.4 (#iPH 10.8 — 39.2) Agal/U T
Hote. Ay bATE (B 17 Agal/U, gk 20 Agal/
U) X0 L EEREHEMELS, A2 iT-> 2BEE
DB MBI 16 A (225%), DAEKEE8 A (181%) T
b ol 2P OFERTEIEEO T MEETH - 7218
FldoEMENRE 14 N 20%), DAEK#E6 A (13.6%)
Thote. D5 BLEMBEE8 A (11.3%), OIEK
B 6 A (13.6%) DOEBZ K U TARMIMD B LT 72
To7. 58O D6 N (85%) Tld, BEInFTDORIEDN
Bonizhol.

BIn P2 T L7z BE D5 B, JDEMEIEE2 A
(2.8%), DMEREEL AN (2.3%) 1IN T a -galactosidase
ADE66QZ R Z B T-. 3 NDEH DR % Table.3
IORY. TNHOHITE, HH#AT 7 7)) —R O ik
BYHLNEMo Tz, SANZTNETNOLER, Ol
DR 7% Figure.2 — 41T~ Uiz, 3 OEERNTHI
BERIZERD T, HEEY T & Tz HiBH N ONsIE TlESIER o
MiFEEOHRICET 7 TV —IREBMEN TS E DI

Table 1. Baseline clinical characteristics

AF (n=71) LVH (n=44)

Age, years 55i5° =119 51.8 £16.7
Sex male 53 (75) 29 (66)
Blood pressure (mmHg) 121 £ 16/75 £ 11 120 £ 11/73 £ 11
Dyspnea 8(11) 14 (32)
NYHA class I 60 (85) 34 (77)
I 10 (14) 920
III 1 (1) 1(2)
Palpitations 36 (51) 501D
Chest pain 34 49)
Dizziness 1D 3(7)
No symptoms 13 (18) 11 (25)
Pacemaker Implantation 7(10) 6 (14)

Values are means £SD or n (%). NYHA indicates New York Heart Associations
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2 = FIEEIR EDNNA T ADNBH > ICE D59, ARiEIC
- KBAZV == FIC K0 DEMEIEED2.8%, L
DR DI O IEABSE M O MENREFIOFICT 7 EREED2.3% TE6Q LR ZRHT &b, Mk
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Table 2. Clinical data of patients

AF (n=71) LVH (n=44)

LAD (mm) 41.3£ 10 419 £ 82
IVST (mm) 11*14 19.6 £59
PWT (mm) 106 = 1.7 132 £ 36
LVDd (mm) 4735 448 £99
LVDs (mm) 304 £55 279 £ 125
DCT (ms) 202.3%+36.3 220.8+39.6
LVEEF (%) 65.5 99 68.6 £ 189
LVM index (g/m?7) 452 £ 6.5 87.5 £ 1253

Values are expressed as mean £ SD.
LAD indicates left atrial diameter; IVST, interventricular septal thickness; PWT, posterior wall thickness; LVDd,
left ventricular end-diastolic diameter; LVDs, left ventricular end-systolic diameter ; DCT, deceleration time; LVEF,

left ventricular ejection function ; LVM, left ventricular mass.
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Fig. 1. a-galactosidase A activity of all patients. Black dots are AFD patients.
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Table 3. Characteristics of Patients with AFD

Case 1
Age (years) 67
Sex male
IVST/PWT (mm) 12.0/11.0
LVEF (%) 83%
DCT (ms) 200
Serum Cr (mg/dl) 1.01
Albuminuria -
a -galactosidase activity (Agal/U) 14.0
Stroke
Angiokeratoma =
Acroparesthesias -
Hypohidrosis =

Corneal opacities -

Gene mutation

E66Q

AF LVH
2 3
49 45
female female
12.6/ 12.4 20.7/9.2
57% 72%
235 169
1.67 0.7
10.5 12.2

embolic infarction - -

E66Q

IVST: interventricular septal thickness ; PWT: posterior wall thickness

LVEF indicates left ventricular ejection function; DCT :deceleration time

@

aVL

a¥F 25.0mn/sec

Fig. 2. Electrocardiogram and echocardiogram images from case.l.
Panel(A)shows almost normal electrocardiogram. The image of echocardiograms
in the parasternal long-axis view(B)and apical four-chamber view(C)don’t show

left ventricular hypertrophy.
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ICBIL T, SRINSDOMEICK DT N % A]EE
PEDD 5. JEFHHEM L EMBENIFE O SVIEETH
D, FEMOEMEIO T D 45% Tl Ol Btz
RDENP. DIEREOERNNH ZEETE, T
DAFENR7Z FEIE S ¥ 2 RIND IRV EE TE A FEDFK
SRS B 55T 7 7 ) — RO FEMEIZEE LUk
e 50,

AL TR T2 E66Q AT 1d, HAANNHEE A
BREDTITTROOENS T HEL, ERA LM
W7 7 7)) =R E 29 % 5 DI DRV, Rt
Lee 51&, EHEHEADHICHK 1%DE66Q Ein 74554
ZROBIZRED, TN DEFHMERD %WV IE—iE
ICZE$ o -galactosidase B n T 72 W HFEHH & 272 COS-7
M TlX, o-galactosidase ATEMEM52%58(Z L T3
TEEWMELTVBED. 77T V—IKTIX, 5FTIK

s
e
?L_
|

a¥F - 25{ onn/sec

E )

500 fEXELL | D o -galactosidase AD I At > A2,
FUR AR, KRR, EE, ATI5A T2 TERN
WMETNTWVAS. T 7 7Y —JJ Tl b NEHZ T
J, SIARVRAZRNZL, TUCK->THIERTE
N3 2R EMER LS AL D §RRELEZ 5
NzEONZ.

E66Q % % o -galactosidase AD ¥ 7 1K MEIC &, %
FEHMDO RSN FHDOMNENEEG LTS EEZ
5N %. a-galactosidase AlZHE3E F2D D MEE D 5
R E N, N REGH O FEIE 8D B-2 — FREIE D
BIRICESIL, E5ICZDNMZESMHD a-~\V v 7
AREENELD PHATE N L )UREE 272 LTV 5. WEMEER
fildZzohnicd v, BEDOHT T ~— AN
WARTw MCAD A TR fRZ320T % & HEH X
NTW5B. REICIEWIRIEICZE BV Z 7RIS 3B

(3))

Fig. 3. Electrocardiogram and echocardiogram images from case.2.
Panel(A)shows pacemaker rhythm. The image of echocardiograms in the
parasternal long-axis view(B)and apical four-chamber view(C)show Left atrial
enlargement with no left ventricular hypertrophy.

(Mﬂ 1 1 I smnrs snwm ®B)
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Fig. 4. Electrocardiogram and echocardiogram images from case.3.
Panel(A)shows sinus rhythm with abnormal Q wave in II , Il , aVE. The image
of echocardiograms in the parasternal long-axis view (B)shows asymmetric septal

hypertrophy.
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TW5. D78, BEEENEREFELTWEEEZDS
N%. E66QZEMEMNICHEET % 1HHEZ A (SNP)
TH AR Z /RS 2t 1dH 50, H—Ulkiam
BESNTWVWEWY. LEZAZHTH > TEBRIEED
BRERETLTWS 29I, GL-3OEZRMN T 0]
AEMEIE D B. Lee 5 H E66Q EREF 5% BN
ORI ARSI ETH S L FEL TS,
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59 % 2 BIZE66Q LA IC &, A20P, M72V, I91T,
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THELETERDNRD D NEWBIGERINEE Lz &
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1A 2 A, DIEKESE 4 A5 141, E66Q 2 H
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