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A genome is an organized knot of DNA that resides in the cell’s 
nucleus. Various life forms have various quantities of chromosomes. 
People have 23 sets of chromosomes - 22 sets of numbered chromosomes, 
called autosomes, and one sets of sex chromosomes, X and Y, each 
parent contributes one chromosome to each combine so posterity 
get half of their chromosomes [1]. The exceptional construction of 
chromosomes keeps DNA firmly folded over spool-like proteins, called 
histones. Without such bundling, DNA atoms would be too lengthy to 
even consider fitting inside cells [2]. For instance, assuming all of the 
DNA particles in a solitary human cell were loosened up from their 
histones and set start to finish, they would extend 6 feet, for a creature 
to develop and work appropriately, cells should continually separation 
to deliver new cells to supplant old, broken down cells. During cell 
division, it is fundamental that DNA stays in one piece and equally 
conveyed among cells [3]. Chromosomes are a critical piece of the 
interaction that guarantees DNA is precisely replicated and circulated 
in by far most of cell divisions. All things considered, botches really do 
happen every once in a while.

Changes in the number or construction of chromosomes in new 
cells might prompt significant issues [4]. For instance, in people, one 
sort of leukemia and a few different diseases are brought about by 
flawed chromosomes comprised of joined bits of broken chromosomes.

It is likewise critical that conceptive cells, like eggs and 
sperm, contain the right number of chromosomes and that those 
chromosomes have the right design. Otherwise, future generations 
may fail to develop effectively. Individuals with Down syndrome [5], 
for example, have three copies of chromosome 21, rather than the 
two duplicates common in the overall population. The construction 
and area of chromosomes are among the central distinctions between 
infections, prokaryotes, and eukaryotes. The nonliving infections have 
chromosomes comprising of one or the other DNA (Deoxyribonucleic 
Acid) or RNA (Ribonucleic Acid); this material is firmly pressed 
into the viral head [6]. Among life forms with prokaryotic cells (i.e., 
microbes and blue green growth), chromosomes comprise altogether 
of DNA. The single chromosome of a prokaryotic cell isn’t encased 
inside an atomic layer. Among eukaryotes, the chromosomes are 
contained in a layer bound cell core. The chromosomes of a eukaryotic 
cell comprise principally of DNA connected to a protein center. They 
likewise contain RNA [7]. The rest of this article relates to eukaryotic 
chromosomes. Each eukaryotic species has a trademark number of 
chromosomes (chromosome number). In species that repeat agamic 
ally, the chromosome number is something very similar in every one of 
the phones of the living being. Among physically replicating creatures, 
the quantity of chromosomes in the body substantial cells is diploid 
2n; a couple of every chromosome, double the haploid 1n number 
found in the sex cells, or gametes [8]. The haploid number is created 
during meiosis. During preparation, two gametes consolidate to deliver 
a zygote, a solitary cell with a diploid arrangement of chromosomes. 
Polyploidy is another term for heterozygosis.

Cytogenetic analysis with high-resolution banding should be 
performed in all infants and children with ambiguous genitalia [9]. The 
sex chromosomes can be specifically examined by fluorescent in situ 
hybridization (FISH) using centromeric probes for the X chromosome 

and centromeric or long arm probes for the Y chromosome. FISH for 
SRY may be helpful in patients with sex reversal. Molecular studies are 
also available in research laboratories to identify genetic mutations in 
many of the genes involved in sex differentiation. This includes, but 
is not limited to, SOX 9, DAX-1, and SF-1 genes in the steroidogenic 
pathway for cortisol and testosterone biosynthesis, MIS and its 
receptor, 5α-reductase, and the receptors for androgens and LH.

Chromosomal Abnormalities
Patients with chromosomal abnormalities, including trisomy, 

duplications, deletions, and unbalanced translocations, generally 
present with the following constellation of findings: unusual facial 
appearance (dysmorphic facies), unusual limbs, growth failure, 
anomalies involving internal organs (e.g., CNS dysgenesis, congenital 
heart disease, renal dysplasia), and developmental/cognitive disabilities 
[10]. Any child presenting to the developmental pediatrician with this 
constellation of findings warrants a formal genetic assessment and 
genetic testing. Unusual features may be quite subtle, such as mild 
webbing of the second and third toes or a bifid uvula, and sometimes 
may be missed by providers not experienced in dysmorphology 
examinations. This is why a formal genetic consultation is often helpful. 
The developmental pediatrician often has a good sense, however, that 
the child does have unusual findings, and it is appropriate to secure 
basic genetic testing if there is a suspicion of a problem.
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