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Abstract This article reports a rare case of Fabry disease with isolated cardiac involvement that presented ini-
tially with abdominal fluid accumulation. The patient had been repeatedly hospitalized for abdominal distension
and had undergone various examinations, with suspected cardiac ascites due to heart failure as the underlying
cause. Despite prolonged use of diuretics and multiple abdominal paracentesis procedures, relief was only tempora-
ry and the symptoms worsened over time. The patient was eventually diagnosed with Fabry cardiomyopathy based
on enhanced cardiac computed tomography, Fabry gene screening, and a-Gal A enzyme activity analysis, and was
treated with enzyme replacement therapy. It is notable that Fabry disease primarily presenting with systemic con-
gestion or abdominal symptoms is extremely rare. This case highlights the importance of considering Fabry dis-

ease screening in patients who present with unexplained right heart failure or restrictive cardiomyopathy, and initi-
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ating specific treatment as early as possible.
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Figure 1

Cardiac magnetic resonance
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Figure 3 Family tree

2023 4 6 J1 BB RIS K Ok OA BE » B IUFE O
145 FH VA YT (WEZEK 20 mg qd EALHI B 1 g
bid.iAH# % 10 mg qd) By [F] I, 384 0 B AR 14 97
CBT IR o, 55 2 F 1 W) . JRIT e B I IR o 3
W B, AT R AR T . B AR 2 ) — g O
R,

2 it

P TR S — B T Xq22. 1 S o2fFL
B 1 A5 I GLA 29878 5 3500% i 0 1 o A1 L
2HER TR ITY = C BEmE L (globotriaosyl-
ceramide-3,GL-3) & HATG A= W Bt £, Wk 3 GL-3(Ly-
so-GL-3) Jo i 1E & R fife i 76 Bz Wk L 7 S LB O L b 22
FIL R 55 28 B IO 7 il AR R R, S 808 B AR T e e
15 48 & 20 M A0 T B 57 L X AP A5

A M GLA FEf L% , HGMD- A 28 3 4 98 258 %
PEEPEAMR S T 1 000 2 Fh A8 AR, 19 26 0 UK
PR A R, B2 80N LA EE
ARG I ) B0 L R 28 AR B R L TR 58 AR, X R U

B FZM L o-Gal A TE KR —,60 % DL 1 19 £ &
#H o-Gal A TG IERE ., B, Lt hHE 2
ShEA LRI R W K AR S A R RRE AR
kIR W .

T A T HR A A R RS A B R R L PR
Hor g A (<40 %R WL AL (>40 %k
I B 55 L A 0 JUE AR S R (IR O E A2 ), 22 i Ay
VI 1 2 A 5 D, T g & PR U DA e As S, H
LA D0 R AR S5 70 3 1 B e 5 SR R R AR A
U RN IR 2 AE 40 R KR L O IR AR
PR LR B A A0 w0 WUIR R AT 4 AL 18
RLC A H S EF (AR B AL 1520 R IL A
Y1 R 015 9 NS . F= 50 1 O 0 N = 7 N
FIBE 5 = O W 0k 3k Y S FLAT A= W i 2 Tk 3k 1 R
o M s N BRI 8 W A A
0 LS BRI L & A O A A T REAN &Y

A B U LI R 0 Bl TR D A s A TR R 32
I JE 1o A5 o B R H AR A A2 B N AR, 50%0 1Y
AT TR O WU B3 8 R A O O R O % B 3
JEE TR M B A 5 58 (LGE)™ O UL T1 5t 78 ik 1)
AR J ] S A A AL WL 5 A2 = IR R 1 Al
PRI EOT L A 0 LR 3 B0 A = M0 )& 2 i B AT
T, XA BT A O WU Rz

TAEREABRZ AW . 25 ik A



P A 28 AR K S 1 e 3@ A 580 P 1 A 70 UL 1 491

+ 160 -

TTIAN Weixiang, et al. Ascites as the initial manifestation of familial Fabre cardiomyopathy: one case ...

TR IR YT 7 15 AL 45 Ir B R 4 B 10 B i 5 M X e
TRIT M AR T IR YT

BT R (ERT) H i 2 55 M 28 MR8 A 75 %
2 A 0 R0 5 A TR O LA M e vk 0 R R A T e
PIFRETRIT . BRI IR LAT 2 F ERT 6151 .
TG HEH B8 o (Replagal) MIZE IR WM H i B(Fabra-
zyme) . HAE Ry S0 R P B4 B Hb FE 0k A TR O R
PR U T AR I B 2 B 2 Y o2 FUBE Y B L GL-3
K Lyso-GL-3 15 LA IE # AR5,

TEHEAT RO L T, ERT %0 W1 68 A 85008
DN TR UTER GL-3 M Lyso-GL-3,1H H A
W JCUESE R B ERT A3 BRoO WLAE i i GL-3 )
Lyso-GL.-3,

ERT 19 )5 B 1 A 435 o 2% 2 2 09 46, 24 4T iw
RS Rk 2. KEIAT ERT M9k A
TR P 64% ~88% &= ERT 254 btk
ML 25, A, ERT 258 78 AR A48 00 15
Y157, 0 WL A0 i 2 9k B AR ARY . HLH RN
ERT AREECE LA H SN A LI gE A&,

KN & At CBF R A R BT D S — iR ) ] g
PE BB R G2 8 e )L AT RRE S0 2R A5 L i
a-Gal A JE M, B, SOFR A i 38 5035 7 AEK N )
A AN FH 350 44 R AR iR A TR R R AT

BE AR, 5L DR 4 4 K FE T mRNA JR 97 55 — 28 5
1) 245 49 1 76 1 R 38 58 5 PR A A & v, A B Ol ik A
TR SR AEHT Y )

ASCIRET 1 BILAE K I & K EERAN
O WEAR S R 3 A e . e RS 5 R A e
73G>AGZAE T SR RAL , 3 8007 G i 2 FE TR 5
25 0 K & 2R AE KA WERE . c. 640-110C>T
p. 7 GZAESR R BTYIRAE, T8 GLA FF#Ear & 1k
B SR B AR AR B9 HH OC Bl 2 (HGMDpro 04 1)
3%, 3 3 45 0 I P B MutationTaster 3 3
ZASRENEOIEF I RERE. EAULEEZ
FONE KRB O ol B K0 I RE SE R R
AT P =R K. BGRE R (KR
I PR ¢ B 35 DR ARG W % o S ME IR T TR Y R A LS
Il PR 12 W v A B0 LI

R Y S T B A TR O WL Y I PR AR AE L I R
40 2 H BN BA PR A o ol R A O UL
FOURE  7E HEBR B O N5 75 205 0 AR S R v A
FRATRE . MR I2 IR TRIR S o Fr R IR T

AL
RS AT A 2 TR A7 7 R 3
5% 3wk

[1] Germain DP,Levade T,Hachulla E,et al. Challenging
the traditional approach for interpreting genetic vari-
ants: Lessons from Fabry disease [ J]. Clin Genet,
2022,101(4) :390-402.

[2] Germain DP, Moiseev S, Sudrez-Obando F,et al. The
benefits and challenges of family genetic testing in
rare genetic diseases-lessons from Fabry disease[]].
Mol Genet Genomic Med,2021.,9(5) :el666.

[3] Varela-Calais P, Nicolicht P, Paulo Martin R, et al.
Functional characterization of novel variants found in
patients with suspected Fabry disease[ ]J]. Clin Chim
Acta,2022,534:156-160.

[4] Peter CU, Zhao TX, Deegan PB, et al. Cardiac mani-
festations of fabry disease in female patients:a single
centre experiencel J |. Euro Heart J,2021,42(Supple-
mentl) :110.

[5] Germain DP, Altarescu G, Barriales-Villa R, et al. An
expert consensus on practical clinical recommenda-
tions and guidance for patients with classic Fabry dis-
ease[ ] ]. Mol Genet Metab,2022,137(1-2) :49-61.

[6] Bichet DG, Torra R, Wallace E, et al. Long-term fol-
low-up of renal function in patients treated with miga-
lastat for Fabry disease[ J]. Mol Genet Metab Rep,
2021,28:100786.

[7] Mahoney R,Lee GK,Zepeda JP,et al. Severe manifes-
tations and treatment of COVID-19 in a transplanted
patient with Fabry disease[ J ]. Mol Genet Metab Rep,
2021,29:100802.

[8] Quiroga B, Soler MJ, Ortiz A, et al. Loss of humoral
response 3 months after SARS-CoV-2 vaccination in
the CKD spectrum: the multicentric SENCOVAC
study[J]. Transplant,2022,37(5) :994-999.

[9] Lenders M,Nordbeck P,Kurschat C,et al. Treatment
of Fabry Disease management with migalastat-out-
come from a prospective 24 months observational
multicenter study(FAMOUS)[J]. Eur Heart J Card-
iovasc Pharmacother,2022,8(3) :272-281.

L10] Al mt i, tR ok O I UE A A A2 - R AE SRR LT . I R
O M4 ,2023,39(4) : 255-259.

[11] Pieroni M, Moon JC, Arbustini E, et al. Cardiac In-
volvement in Fabry Disease: JACC Review Topic of
the Week[J]. J Am Coll Cardiol, 2021, 77 (7):922-
936.

[12] Gatterer C,Mundigler G,Graf S,et al. T1 mapping in
patients with Fabry disease predicts functional and
morphological abnormalities in cardiac MRI[]]. Eur.
Heart J,2020,41(Suppl. 2):110.

[13] Gregorio P,da Cunha RS, Biagini G,et al. Chloroquine
may induce endothelial injury through lysosomal dys-
function and oxidative stress[ J]. Pharmacol, 2021,
414:115412.

[14] Kha N,Barbe DL, Huang J.et al. Lentivirus-mediated
gene therapy for Fabry disease [ J]. Nat Commun,
2021,12:110.

[15] Figliozzi S,Camporeale A,Boveri S,et al. ECG based
score estimates the probability to detect Fabry disease
cardiac involvemen[ ] ]. Cardiol,2021,339.:110-117.

(A% B #1.2023-07-02)



