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Objective: This study was conducted to identify the possible
genetic change in Dilated Cardiomyopathy in North Indian Popula-
tion.

Material and Methods: Blood samples of dilated cardiomyopa-
thy patients were collected from Cardiology OPD, Sir Sunderlal
Hospital, Banaras Hindu University. DNA was isolated using salting
out method. PCR was done to amplify exons 14 and 15 of TNNT2.
The PCR product was sequenced to detect the mutational changes
in Exon 14-15 of TNNT 2 gene.

Results: 39 intronic variations were reported. A
frame shift mutation was found as insertion of A
reported at 201330420 20133042 position in one patient.
At 201330424 201330425 position insertion of C, at
201330417 20133041 position insertion of G reported, at
201331130 201331131 position insertion of T reported and
at 201331093 201331093 position deletion of C reported in
four subjects. in one patient original stop codon was reported
at 201331044 201331044 position due to deletion of A. Sev-
eral missense variant were also reported at 201330429T>C,
201330729G>A, 201330429T>C, 201331093C>G, 201331111T>G
positions in more than 1 subjects. PolyPhen result in TNNT2 gene,
there were, 4 were benign, 3 possibly damaging and 3 probably
damaging.

Conclusion: Various synonymous and non synonymous vari-
ations had been reported. Several intronic variation, frameshift
mutation and missense variation are reported, that suggest these
variation may be responsible for pathogenesis of dilated cardiomy-
opathy in patients of North Indian population.
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Introduction: Humans employed at high risk occupational con-
ditions are recommended to undergo continuous bio-monitoring to
suggest genetic risks related to genotoxicity. Cement is one of the
most widely used construction materials and as a whole and its

individual compounds are classified as chemical hazards. Chronic
exposure to cement may result in genomic instability.

Purpose/Objective: To study the genomic instability in workers
occupationally exposed to cement dust.

Materials and method: Thirty head load workers employed
fulltime at cement godowns and thirty unexposed healthy individ-
uals of same age and gender were considered as case and control
groups respectively. Nuclear anomalies were assessed by CBMN
Cyt assay in cultured lymphocytes. DNA damage was analyzed by
COMET assay.

Result: A significant increase in the number of micronuclei is
observed in exposed group (22.63 ± 7.45) compared to unexposed
(2.96 ± 1.15) (P < 0.0001). Similarly an increase in Nuclear buds (P
< 0.0001) and Nucleoplasmic bridges (P < 0.0001) were noticed.
An increase in tail length were noticed in exposed (16.26 ± 7.79)
compare to unexposed (7.40 ± 2.87) with a significant P value
(P < 0.0001). Comet tail length showed a significant increase in
the initial years of exposure whereas the number of micronuclei
showed a steady increase with the years of exposure.

Conclusion: In present study we observed statistically signif-
icant increase in nuclear aberrations and an increased tail length
of comets among workers occupationally exposed to cement dust
which represents an increase in DNA damage. Hence the study indi-
cates genomic instabilities among workers occupationally exposed
to cement dust. Proper guidelines and safety measures have to be
advised to avoid the ill effects of cement dust.
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Chromosomal abnormalities in infertile men
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The present study was carried out to find out frequency of
chromosomal abnormalities in infertile males with azoospermia
& oligospermia.50 males referred for complaints of infertility with
azoospermia & oligospermia were included in the present study.
The study was carried out in the following steps. 1) Selection of
patients 2) Clinical examination of patients 3) Collection of blood
and karyotyping 4) Photomicrography 5) Data tabulation and Anal-
ysis. Among the total 25 azoospermic males, 8 patients showed
abnormal karyotype. Among these abnormal karyotypes, 3 patients
showed 47XXY karyotype, 2 patients showed 46XX karyotype,
46XY(20%)/47XXY(80%) was found in 1 patient, 1 patient showed
47,X,i (Xq)Y & 1 patient showed a 45,XY,-22 t (14/22) karyotype.
Seventeen patients had normal karyotype. Among the total 25
oligospermic male, 3 patients showed abnormal karyotype. Among
these abnormal karyotype, 1 patient showed mosaic Klinefelter i.e.
46XY(20%)/47XXY(80%), 1 patient showed a karyotype of 46,XY,
inv(9) and one patient showed 46,XY, large Y.
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