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Clinical judgment and decision making
Extended Abstract

B The heartin Fabry's disease
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Jurjevié Introduction: Fabry disease is rare X-linked, recessive lysosomal storage disorder expressed as defi-
ciency in enzyme a-galactosidase A that leads to progressive accumulation of globotriaosylceramide
and related glycosphingolipids in various tissues. In cardiac tissues, progressive globotriaosylcera-

"Thalassotherapia Crikvenica, mide accumulation leads to irreversible cardiac damage.*? Males are primarily affected by Fabry dis-

Crikvenica, Croatia ease, but female heterozygotes may also have symptoms.?
“University of Rijeka, Faculty Case report: Our patient is 47-years-old who has been suffering from chronic kidney disease since
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he was 23 years old. Only twelve years later he developed end-stage renal disease and has been un-
dergoing regular haemodialysis in Dialysis Centre Prijedor (Bosnia and Herzegovina). He started his
journey towards kidney transplantation in 2014 in University Hospital Centre Rijeka, which was per-
formed in May 2018. In 2014, during pretransplantation workup, echocardiography was performed re-
vealing concentric cardiac hypertrophy without left ventricle outflow tract obstruction (Figure 1 and
Figure 2) associated with contractility and diastolic filling impairment. Following suspicion on Fabry
disease, diagnosis was made by measuring a-galactosidase enzyme activity in leukocytes and molec-
ular genetic testing of GLA gene mutation. Enzyme replacement therapy was started with intravenous
infusion of recombinant a-galactosidase A (agalsidase beta).

FIGURE 1. Echocardiography image, apical four-chamber view FIGURE 2. Echocardiography image, parasternal long axis view
showing thickened intraventricular septum and lateral wall of left showing thickened intraventricular septum and inferolateral wall of
ventricle. left ventricle with prominent papillary muscle.

Conclusion: Renal disease and echocardiographic features of hypertrophic cardiomyopathy combined

RECEIVED:
with electrocardiographic and clinical criteria should be considered as “red flags” for Fabry disease.

February 27,2019
ACCEPTED:

LITERATURE 1HHHEEEEEEERRERERERREREE e i e e e e e e e e e e e e e e i e e e e e e e e e e
1. DeFrancesco PN, Mucci JM, Ceci R, Fossati CA, Rozenfeld PA. Fabry disease peripheral blood immune cells release inflammatory cytokines: role
of globotriaosylceramide. Mol Genet Metab. 2013 May;109(1):93-9. https://doi.org/10.1016/j.ymgme.2013.02.003

2. Eng CM, Fletcher J, Wilcox WR, Waldek S, Scott CR, Sillence DO, et al. Fabry disease: baseline medical characteristics of a cohort of 1765 males
and females in the Fabry Registry. J Inherit Metab Dis. 2007 Apr;30(2):184-92. https://doi.org/10.1007/s10545-007-0521-2
3. Authors/Task Force members, Elliott PM, Anastasakis A, Borger MA, Borggrefe M, Cecchi F, Charron P, et al. 2014 ESC Guidelines on diagnosis

and management of hypertrophic cardiomyopathy: the Task Force for the Diagnosis and Management of Hypertrophic Cardiomyopathy of the
European Society of Cardiology (ESC). Eur Heart J. 2014 Oct 14;35(39):2733-79. https://doi.org/10.1093/eurheartj/ehu284

2019:14(3-4):64. 10" Croatian Biennial Echocardiography Congress with International Participation

O cardiologia Croatica 10. hrvatski dvogodisnji ehokardiografski kongres s medunarodnim sudjelovanjem
Porec, 16.do 18.5.2019.


https://core.ac.uk/display/212499039?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1
https://orcid.org/0000-0003-2246-0908
https://orcid.org/0000-0002-0035-4445
https://orcid.org/0000-0002-1657-2797
https://orcid.org/0000-0001-6536-4786
https://orcid.org/0000-0002-3736-0929
https://orcid.org/0000-0001-5031-2975
https://orcid.org/0000-0001-9415-9618
https://orcid.org/0000-0003-3630-0374
https://orcid.org/0000-0001-8359-3910
mailto:skoruplea@gmail.com
https://orcid.org/0000-0001-5031-2975
http://orcid.org/0000-0001-9415-9618
https://orcid.org/0000-0003-3630-0374
http://orcid.org/0000-0001-9415-9618
https://doi.org/10.1016/j.ymgme.2013.02.003
https://doi.org/10.1007/s10545-007-0521-2

