Generation of an induced pluripotent stem cell line from an idiopathic restrictive cardiomyopathy patient with an Anion exchange protein 3 (SLC4A3) p.S1237X mutation
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Idiopathic restrictive cardiomyopathy (IRC) is an inherited cardiomyopathy characterized by restrictive ventricular physiology in the presence of normal diastolic volume and normal ventricular wall thickness. Identification of unknown genetic causes is the core of causes.
Methods:
[bookmark: OLE_LINK1][bookmark: OLE_LINK2][bookmark: OLE_LINK3][bookmark: OLE_LINK4]An iPSC line was generated from peripheral blood mononuclear cells (PBMCs) extracted from the whole blood of a 58-year-old male with idiopathic restrictive cardiomyopathy who carries the heterozygous pathogenic Anion exchange protein 3 mutation p.S1237X. PBMCs were reprogrammed to the pluripotent state after transfection with non-integrative episomal vectors carrying reprogramming factors OCT4, SOX2, NANOG, LIN28, c-MYC, KLF4, SV40LT. 
Results:
Induced pluripotent stem cells express pluripotency markers, demonstrate trilineage differentiation potential, display a normal karyotype and carry rare variants identified in DNA isolated directly from the patient's whole blood. 
Conclusions:
This line is a useful resource for studying unknown genetic causes and modeling IRC.

