DE LAS ILLES BALEARS

Visio del cardioleg en la malaltia
de Fabry

Jaume Pons Llinares
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1.5% a 4% Fabry en Hipertrofia VI inexplicada
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Fabry Outcome Survey (FOS) (FOS)

Estimacion de Kaplan-Meier del tiempo hasta el primer episodio renal o Retraso del diagndstico desde la aparicion de los sintomas en el
cardiaco, ictus o muerte (N = 447) registro Fabry Outcome Survey (n = 194)
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Extraido de Metiiz A et-al Eur J Clin invest. 2004:34{3] 238
Tiempo hasta el evento (afios)

Exiraide de Schiffmann Rt al. Nephrol Dl Tronspiant. 20083817 2103,

50% varones sufre un episodio renal T medio entre sintomas y el
o cardiaco, ictus o muere en torno a diagndstico fue de 13,7 y 16,3 afos
los 41 anos para hombres y mujeres.
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Pieroni et al.
Fabry Cardiomyopathy
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ELECTROCARDIOGRAMA
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ECOCARDIOGRAMA
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ECOCARDIOGRAMA

Diastole

Presiones de llenado VI




ECOCARDIOGRAMA

Strain Longitudinal



RNM CARDIACA

Pieroni et al. Circulation. 2013;128:1687-1688



RNM CARDIACA

Imagenes T1 mapping en diferentes estadios de Enfermedad de Fabry




RNM CARDIACA

SURVIVAL CURVES ANNUALIZED EVENT RATES
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Intermediate Cardiomyopathy Advanced Cardiomyopathy

J. Clin. Med. 2021, 10,3026



Long-Term Effects of Enzyme Replacement Therapy on
Fabry Cardiomyopathy

Evidence for a Better Outcome With Early Treatment

Frank Weidemann, MD*; Markus Niemann®; Frank Breunig, MD; Sebastian Herrmann;
Meinrad Beer, MD; Stefan Stork, MD: Wolfram Voelker. MD: Georg Ertl, MD:
Christoph Wanner, MD; Jorg Strotmann, MD
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High-Sensitivity Troponin: A Clinical Blood Biomarker for Staging

Cardiomyopathy in Fabry Disease
Nora Seydelmann, MD; Dan Liu, MD; Johannes Kramer, MD; Christiane Drechsler, MD; Kai Hu, MD; Peter Nordbeck, MD;
Andreas Schneider, MD; Stefan Stork, MD, PhD; Bart Bijnens, PhD; Georg Ertl, MD; Christoph Wanner, MD; Frank Weidemann, MD
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DIAGNOSTICO

Bigm and symptoms of classical FD:
- Angiokeratoma
Renal impaiment LVH unexplained by loading conditions
Acroparesthesia in an adult
Hypaohidrosis
Prematiire stroke
Vertigo or hearing impairment
Comea verticiliate Yes Family Histary of FD/X-linked Ne
Gastrointestinal symptoms Signs of classical FD ]
Signs consistent with cardiac variant
High Index of Suspicion in mae pallerts > 40 yoars of ago
consider routine agal levels in
— leucocyts or dried blood spots.
Laucocyte or dried biood spot a-
gaiaclosidase A (agal) Consider GLA sequencing In
I women > 40 years
| I
Low agal activity (<30% Normal or intermediate
normal) agal A
|
| , L
| GLA sequencing < Female Male
|
| | | FD unlikely
Pathogenic Benlgn Consider ather causes of LVH
variant Wa polymorphism
Diagnosis of FD Measure Lyso Gb, FD unlikely

Cansider EMB (particularly In - Consider other causes of LVH

women)

Cardiac Signs of FD

Short PR
Conduction
disease

Concentric LVH
RVH
Papillary muscle

hypertrophy

Reduced GLS In
pasterior wall

Fosterior wall
scar

LowT1

Eurepean Jourral of Heart Failure (2020) 22, 1076—1096

doi:10.1002/ejhi. 1960ejhi1 950



Fibrilacion auricular

Moot Speyipoo . Intentar control del ritmo
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Insuficiencia Cardiaca

* 25% en registros
* Diagnostico diferencial y especifico de la disnea
* Tratamiento especifico
— HeFReF
 [IECA/ARA No evidencia ARNI
* Bbloc/lvabradina con precaucién
* Antialdosterdnico con precaucion
e (ISGLT2?
— HeFPeF
* Antialdosterdnico con precaucion
e ¢ISGLT2?

e Estimulacion biventricular



CENTRAL ILLUSTRATION Proposed Evolution of Cardiac Involvement in Fabry Disease

Storage Inflammation - Hypertrophy Fibrosis - Dysfunction
Lol phpstlpetion Hipportagdiy Call deailh
C21] damage irflammation Faeom

Disease progression Lysosomal siorage e

Clinical progression

ECG/imaging

Biomarkers

Main maans to Mewbein screening
diagnosis Family =resning

Pieronl, M. et al. J Am Coll Cardiol. 2021:77(7):922-35.




Diagnesis of Fabry Disease

Symptoms

ECG /Echa.

/__) Holter ECG
Hﬂ-Evaluéta | wlr

Annually in males and Evidence of Cardiac Involvement

Bi-annually in females

. until symptoms arsigns. /\
~ . Consider ERT
N~ ~=-

Y —
" Cardiac MRI
,l, Every 3-5 yrs?
Evaluate/Manage ' :
+  Conduction disease Fn#lm annually
«  Ventricular arrhythmias - or earlier if change in
»  Microvascular ischasmia / CAD = si;mfgmpmms
«  Syncope ECG/Echo
+  LVOT abstruction i Holter ECG/ETT
Biomarkers
Progressive / \A

L\ dysfunction/Symptoms

| ICD/CRT / Advanced HF Options

European Journal of Heart Failure (2020) 22, 10761096
doi:10.1002/ejhf.1960jh{1960



