
International Journal of

HUMAN GENETICS
ISSN 0972-3757

Mutational Analysis in Dystrophin Gene with Dystrophinopathy:
A Novel Familial Case Report in Tamil Nadu

V. Balachandar1*, S. Ramkumar2, Uma Maheswari1, M. Gomathi1, N. Laleethambika1,
B. Srija1, T. Suguna1, B. Geetha1 and K. Sasikala3*

1Human Molecular Genetics and Stem Cell Laboratory, Department of Human Genetics and
Molecular Biology, Bharathiar University, Coimbatore 641 046, Tamil Nadu, India

2Department of Medicine, Karpagam Faculty of Medical Sciences and Research,
Coimbatore 641 032, Tamil Nadu, India

3Department of Zoology, Bharathiar University, Coimbatore 641 046, Tamil Nadu, India

KEYWORDS Duchenne Muscular Dystrophy. Xp21.2. Dilated Cardiomyopathy. Deletion. Autism Spectrum
Disorder

ABSTRACT Duchenne muscular dystrophy (DMD) is an X-linked neuromuscular degenerative disorder initiated
by mutation in the dystrophin gene that is located on chromosome Xp21.The present case is a novel report of
DMD with co-occurrence of Autism associated disorder, which has a similar genetic component. In this report, the
researchers present a family based study of a 17 year old male who has been diagnosed with DMD. The objective
of the present case report is to identify the genetic abnormalities of the DMD gene and associated neuro behavioral
disabilities. The methodology of the study followed classical cytogenetic techniques in which genetic alterations
showed deletion of exon 45 in chromosome Xp21.2. From this case study, the researchers report that, the mother
is a carrier for transmitting DMD to her male offspring.
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