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Miocardiopatia de Fabry: (qué mas puede revelar el mapeo paramétrico?
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Figure 1.

A 49-year-old man was referred to the emergency department for evaluation of atypical chest pain and palpitations. His
electrocardiogram (figure 1A) was remarkable for short PR interval with signs of left ventricular hypertrophy. As troponin was slightly
elevated, invasive angiography was performed, which was negative for coronary artery disease. A transthoracic echocardiogram (figure 1B,
video 1 of the supplementary data) confirmed left ventricular hypertrophy with preserved ejection fraction, prominent papillary muscles,
and increased inferolateral wall echogenicity (arrowheads). Deformation study revealed global longitudinal strain reduction (—13.2%),
with regional involvement, mostly on epicardial layer assessment and circumferential strain analysis (figure 1C, video 1 of the
supplementary data). Cardiac magnetic resonance (video 1 of the supplementary data) showed extensive edema (*) at both the lateral and
inferolateral wall (figure 1D,E, STIR: short tau inversion recovery) with concomitant intramural late gadolinium enhancement (figure 1G,H,
arrowheads). Myocardial mapping was noteworthy for abnormally low T, values except for the lateral walls, where they were abnormally
high (normal range: 972-1070 ms) (figure 1F,I). This led to the hypothesis of Fabry disease, which was later confirmed from increased
globotriaosylsphingosine (lyso-Gb3) serum levels and a pathogenic «-GalA mutation: ¢.902G >A, p.(Arg301GlIn). Further investigation
excluded renal and neurological involvement, angiokeratomas or visual impairment and identified 1 brother and 2 cousins with the disease
(figure 2, family tree). Specific chaperone therapy with migalastat was proposed.
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Figure 2.

Despite the typical clinical and imaging findings supporting the diagnosis of Fabry cardiomyopathy, this case is notable for its specific
tissular changes. Pseudonormalized and above normal T values, addressing changes such as inflammation and fibrosis, may follow distinct
disease stages, eventually related to clinical events and troponin release. Regional function strain analysis matched tissue characterization.
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