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Category:Printing software Category:Raster graphics editors Category:Windows graphics-related softwareThe main challenge of genetic diagnosis in JCHS
in a country like India is the availability of all laboratory tests which are required to obtain the final diagnosis. Therefore, genetic diagnosis needs to be done
as a day to day activity. In our study, we analyzed all neonates diagnosed as unexplained infant death in our institute and their families for the availability of
tests and their result. In India, there are some newborn screening tests like screening for cystic fibrosis, phenylketonuria etc. and such screening tests are
done for all neonates in Indian context. However, there are no national newborn screening programs for congenital adrenal hyperplasia. Considering the
high prevalence of CAH in Indian population, such screening test should be introduced in India.^[@B2],[@B3]^ Genetic diagnosis in India is mainly limited
to mutation analysis of TORCH agent and inborn errors of metabolism. In our study, genetic analysis for TORCH was not performed in any patient as the
number of patient who died of unexplained neonatal death were less. Diagnostic workup for inborn errors of metabolism included complete blood count,
liver function tests, renal function tests, serum electrolytes, amino acids, carnitine profile, organic acids profile, acyl-carnitine profile, etc. Patients were
assessed with endocrine workup in the form of 24 hour urine cortisol and ACTH. Patients having low cortisol at 15:00 hour were further evaluated with low
dose dexamethasone suppression test to confirm the diagnosis of congenital adrenal hyperplasia.^[@B4]^ In our study, four out of 13 cases diagnosed as
congenital adrenal hyperplasia were due to 21 hydroxylase deficiency. Only one patient with 21 hydroxylase deficiency was found to be homozygous for the
mutation, but his parents were heterozygous. Another patient diagnosed as 21 hydroxylase deficiency was homozygous for the mutation with consanguinity
in the parents. Unfortunately, one patient with 46, XY, ins(X;17) (p11.2;q21.31) karyotype was diagnosed to have congenital adrenal hyperplasia due to
congenital adrenal hyperplasia (no mutation was found in SRD5A2 gene). Both parents of this patient were heterozygous for the mutation. The third patient
with 46 2d92ce491b
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