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Introduction

Introduction

, laucoma refers to a group of disorders characterized by the

C death of retinal ganglion cells, optic nerve cupping, and

visual field loss. This highly complex and multifactorial disease

has multiple genetic and environmental influences (Aboobakar
and Allingham, 2014).

In recent years, substantial progress has been made
toward understanding the genetic basis of various forms of the
disease. Gene-based screening tests are currently available for
several early-onset forms of glaucoma (Aboobakar and
Allingham, 2014).

Primary congenital glaucoma (PCG) is a severe form of
glaucoma that presents early in life. PCG is a clinical and genetic
entity that is distinct from juvenile forms of glaucoma. Despite
its rarity, PCG and other forms of childhood glaucoma were
once the leading cause of admission to schools for the blind in
the United States in the first part of the 20th Century (Abu-
Amero et al., 2011).

PCG results from developmental abnormalities
(trabeculodysgenesis) that affect the aqueous humor outflow
pathway. These changes cause elevated intraocular pressure
(IOP) and secondary glaucomatous optic nerve damage. (Abu-
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Amero et al., 2011), and if left untreated, leads to irreversible
blindness (Chakrabarti et al., 2010).

The incidence of PCG varies among geographic locations
and ethnic communities, from 1:10,000— 20,000 in western
countries, to 1:2,500 and 1:250 in inbred Slovakian Gypsy and
Saudi Arabian populations, respectively (Hilal et al., 2010).

The link between PCG and gene abnormalities is the
initial step in the establishment of the pathophysiology of the
disease (Badeeb et al., 2014).
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Aim of the Work

To identify mutations in CYP1B1 gene in cases
of primary congenital glaucoma, and its correlation to disease

severity and surgical outcome (phenotype genotype correlation).




