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PIGF
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TGF
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ADA ADA-SCID GGG >AGG, exon 7 and Del(GAAGA) Fibroblast 3M Male
exon 10, ADA gene

GD Gaucher disease type lll AAC > AGC, exon 9, G-insertion, Fibroblast 2Y Male
nucleotide 84 of cDNA, GBA gene

DMD Duchenne muscular dystrophy  Deletion of exon 45-52, dystrophin gene  Fibroblast 6Y Male

BMD Becker muscular dystrophy Unidentified mutation in dystrophin Fibroblast 38Y Male

DS1,0S2  Down syndrome Trisomy 21 Fibroblast 1Y,1M Male

PD Parkinson disease Multifactorial Fibroblast 57Y Male

JOM Juvenile diabetes mellitus Multifactorial Fibroblast 42y Female

SBDS Swachman-Bodian-Diamond V2+2T>CandIV3 - 1G> A SBDS Bone marrow mesenchymal 4 M Male

syndrome gene cells
HD Huntington disease 72 CAG repeats, huntingtin gene Fibroblast 20Y Female
LNSc Lesch-Nyhan syndrome (carrier)  Heterozygosity of HPRT1 Fibroblast 34Y Female
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Abstract

Scleroderma as one of the important autoimmune diseases, leads to death of endothelial cells
as of the early events of this disease. The lack of repair after the loss of endothelial cells is
observed in these patients though its cause has remained unknown. The development of
effective treatments for many rheumatoid diseases requires a better understanding of the
pathophysiological mechanisms involved in the disease. Because of physiological and
anatomical and developmental differences between human and other species, a proper
scleroderma animal model which represents all aspects of the disease has not been generated
yet. Thus, making a patient-based system to mimic a developmental defect and evaluating its
probable repair mechanism is considered as a necessity. For this reason, development of a
model system as an evaluation tool to show molecular and developmental defects and also to
explain the possible repair mechanism is deemed necessary. Like other studies using patient-
specific cell as a limitless source could provide new hope for development of novel
therapeutic approaches for patients with scleroderma.

Keywords: Scleroderma, Autoimmune diseases, Patient-base system, Molecular and
developmental defects, Novel therapeutics
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