Developing a novel panel for the genetic screening of autosomal recessive
SMA associated genes
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Introduction:

Results

Spinal Muscular Atrophy (SMA) is a heterogeneous disorder

X alleles were detected. Heterozygosity of the markers were

with various mode of inheritance. SMN1, 2 are the most

70%- 91%.The marker PLESD7.8 had the highest number of

common mutated genes.DNAJB2, IGHMBP2, PLEKHG5

alleles

and SIGMAR1 genes are the most commonly encountered

Hardy–Weinberg equilibrium (P ≥0.95).

genes in pathogenesis of Autosomal Recessive form of

From 20 investigated family, 3 shown linkages to PLEKHG5,

SMA. Autozygosity mapping using STR (Short Tandem

SIGMAR1 and GHMBP2 genes. Mutation analysis is in progress.

. X marker were found to be in agreement with the

Repeat) markers linked to the above mentioned genes were
performed. The study aimed to design a new novel panel for
the genetic screening of AR form of SMA. Direct mutation

Discussion:

analysis was also performed to find the causative mutation.

These suggested markers in this panel could be used as
informative markers for linkage analysis and molecular diagnosis
of SMA. It also increases the specificity and sensitivity of the
diagnosis. These markers were amplified in a multiplex PCR

Material & methods
6-9 STR markers were selected for each of 5 genes. Allele

reaction which is a time-saving and cost-effective technique.

Keywords:

frequency & heterozygosity of STR markers were assessed

Spinal Muscular Atrophy (SMA), Short Tandem Repeat (STR),

in 100 unrelated individuals. Three of the best markers from

Autosomal Recessive (AR)

each gene were selected to make a multiplex PCR-based
panel with 15 markers. 20 families which genetic testing of
SMN1,2 was negative were tested. Haplotype analysis was
done to track the probable causative mutated gene.
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