
Introduction

Fabry Disease (FD) Induced Pluripotent Stem Cells (iPSCs) 

and iPSCs-derived Cardiomyocytes

• FD is an X-linked disease and one of the commonest Lysosomal

Storage Disorders - prevalence of 1:3.000 is suggested due to late-

onset variants

• Mutations in the alpha-galactosidase A gene (GLA)
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Adapted from Diecke et al., 2014

Methods and Results

Biological Sample: FD fibroblasts from a male patient with the mutation c.860G>A (p.W287X)
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Sendai Virus (SeV) Fibroblast Transduction using CytoTune™-iPS 2.0 (Invitrogen™)
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iPSCs-derived Cardiomyocytes (iPSC-CMs) using PSC Cardiomyocyte Differentiation Kit (Gibco®)
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• We successfully achieve an iPSC line from a patient with Fabry Disease

• Our line has the characteristics of stem cells and has the hability to differentiate into the 3 germ layers

• After induction with specific cardiac effectors we achieved beating iPSC-CMs

Next Steps

o The cardiomyocytes line has to be purified and has to reach a maturation state (usually obtained by electrical and mechanical stimulation)

o Our mature iPSC-CMs have to be analyzed against the initial FD fibroblast to see if the disease features are replicable in the new cell line
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