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Chapter 1 [ntroduction

1.2 MENTAL RETARDATION

Mental retardation is a disorder causing cognitive impairment which is generally based on the
intelligence quotient level of 70 or less and it can aiso cause deﬁciengy in at leést two adaptive
functional behavior diagnosed at the age of 18 year (American Ps.ychiatri'c A.ssodation 2000).
American Association on mentally and Developmental Disabilities defined mental retardation as
“The limitation on intellectual mechanics and adaptation of behavior” (AAIDD, 2002).
American association on mental retardation also deﬁne MR as “affliction of neuro development
process causing deficiency in at least two out of ten skill areas and mental disturbance of 1Q

level less than 70 are referred as limitations'” (AAMR., 2002).

The adaptive functioning behaviors mean communication, Social skills, use of community
resources, self-direction, leisure, health, safety, functional academic skills, home living, self-care
and work. Its frequency is 1 to 3% throughout the world and it affects every social and culture
class {Roeleveld er al, 1997; Leonard an Wen 2002). Mental Retardation cases have high
frequency particularly in the arcas where the people living style is average or below average

(Drews et al,, 1995; Roeleveld et al., 1997; Durkin et al., 1998; Durkin 2002; Emerson 2007).

1.3. CAUSES OF MENTAL RETARDATION

Genetic as well as environmental factors can cause mental retardation but more than 60% of
cases having no particular reason (Rauch et al. 2006). MR can be caused by the environmental
exposures such as teratogens, viruses and radiation, Severe head injury which is causing oxygen

deficiency to the brain can also cause mental retardation. Although these factors make clear
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Chapter 2 Materials and Methods

Table 2.2 PCR Reaction Mixture for 1X.

S# Composition Reag;ants '

1. 2ul DN:I\

2. 2 ul MgCl,.

3. 2 ul PCR Buffer 10X

4. : 0.2 ul dNTP .

5a. 1.5 pl Primer (f)
ml o | 5h 1.5 ul Primer (1)

6. 0.2 ul Taq

7. 10.6 pul dH,0

(U
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2.6.2. Vertical Gel Electrophoresis

The amplified PCR products were resolved on 8% non-denaturing polyacrylamide gel ( For gel
composition see table 2.4) for allele separation. Conical flask of 250 ml was used for gel
solution. \IVhen the solution prepared then it was poured in the sﬁace béfw_een the two ghass
plates alienated at a distance of 1.5 mm. The open side of these two piate's wals used for comb
insertion, after that it was allowed to polymerize for 45-60 minutes at room temperature. Before
loading the PCR products into the wells these were mixed with loading dye of 5 W (0.25%
bromophenol blue with 40% sucrose) and then loaded into the wells, A vertical gel tank model
V16-2 (Life Technologies, USA) was used for electrophoresis at 130 volts (60 mA) for 90-100
minutes depending upon the size of amplified length. Ethidium bromide solliztion ( 10 mg/ml) was

used to stain the gel and visualized on Gel Doc system (BioRad, Italy).
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