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Abstract

In this study we have analyzed 100 people. 40 patients Autism disease and 60 persons control group.The gene polymorphisme 5-HTTLPR analyzed in 
terms of genetic mutations made. In this study, people who have genetic mutations were targeted, with nervous disorders, Autism disease. In fact, of all 
people with Autism disease. 40 patients Autism disease had a genetic mutations in the gene polymorphisme 5-HTTLPR Autism disease. Any genetic 
mutations in the target genes control group, did not show.

The aim of this review is to summarize the key findings from genetic and epidemiological research, which show that autism is a complex disorder 
resulting from the combination of genetic and environmental factors. Remarkable advances in the knowledge of genetic causes of autism have resulted 
from the great efforts made in the field of genetics. The identification of specific alleles contributing to the autism spectrum has supplied important pieces 
for the autism puzzle. However, many questions remain unanswered, and new questions are raised by recent results. Moreover, given the amount of 
evidence supporting a significant contribution of environmental factors to autism risk, it is now clear that the search for environmental factors should be 
reinforced. One aspect of this search that has been neglected so far is the study of interactions between genes and environmental factors.
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Introduction

The heritability of autism is the proportion of autism that can be explained by 
genetic variation; if the heritability of a condition is high, then the condition 
is considered to be primarily genetic. Autism has a strong genetic basis, 
although the genetics of autism is complex and it is unclear whether autism 
spectrum disorder (ASD) is explained more by multi gene interactions or by 
rare mutations with major effects [1].

Early studies of twins estimated the heritability of autism to be more than 
90%--meaning that 90% of the differences between autistic and non-autistic 
individuals was due to genetics [2]. This may be an overestimate: new twin 
data and models with structural genetic variation are needed [3]. When only 
one identical twin is autistic, the other often has learning or social disabilities 
[4]. For adult siblings, the risk of having one or more features of the broader 

autism phenotype might be as high as 30%, [5] much higher than the risk 
in controls [6].

Genetic linkage analysis has been inconclusive; many association analyses 
have had inadequate power [3]. For each autistic individual, mutations in 
more than one gene may be implicated. Mutations in different sets of genes 
may be involved in different autistic individuals. There may be significant 
interactions among mutations in several genes, or between the environment 
and mutated genes. By identifying genetic markers inherited with autism 
in family studies, numerous candidate genes have been located, most of 
which encode proteins involved in neural development and function [7,8]. 
However, for most of the candidate genes, the actual mutations that increase 
the risk for autism have not been identified. Typically, autism cannot be 
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traced to a Mendeli an (single-gene) mutation or to single chromosome 
abnormalities such as fragile X syndrome or 22q13 deletion syndrome [9,10].

The large number of autistic individuals with unaffected family members 
may result from copy number variations (CNVs)—spontaneous alterations in 
the genetic material during meiosis that delete or duplicate genetic material 
[11,12]. Sporadic (non-inherited) cases have been examined to identify 
candidate genetic loci involved in autism. A substantial fraction of autism 
may be highly heritable but not inherited: that is, the mutation that causes the 
autism is not present in the parental genome [13].

Although the fraction of autism traceable to a genetic cause may grow to 
30–40% as the resolution of array CGH improves,[13] several results in 
this area have been described incautiously, possibly misleading the public 
into thinking that a large proportion of autism is caused by CNVs and is 
detectable via array CGH, or that detecting CNVs is tantamount to a genetic 
diagnosis [14]. The Autism Genome Project database contains genetic 
linkage and CNV data that connect autism to genetic loci and suggest that 
every human chromosome may be involved [15]. It may be that using autism-
related subpheno types instead of the diagnosis of autism per se may be more 
useful in identifying susceptible loci [16].

Twin studies are a helpful tool in determining the heritability of disorders 
and human traits in general. They involve determining concordance of 
characteristics between identical (monozygotic or MZ) twins and between 
fraternal (dizygotic or DZ) twins. Possible problems of twin studies are: 
(1) errors in diagnosis of monozygo city, and (2) the assumption that social 
environment sharing by DZ twins is equivalent to that of MZ twins.

A condition that is environmentally caused without genetic involvement 
would yield a concordance for MZ twins equal to the concordance found for 
DZ twins. In contrast, a condition that is completely genetic in origin would 
theoretically yield a concordance of 100% for MZ pairs and usually much 
less for DZ pairs depending on factors such as the number of genes involved 
and assortative mating.

An example of a condition that appears to have very little if any genetic 
influence is irritable bowel syndrome (IBS), with a concordance of 28% 
vs. 27% for MZ and DZ pairs respectively [17]. An example of a human 
characteristics that is extremely heritable is eye color, with a concordance of 
98% for MZ pairs and 7–49% for DZ pairs depending on age [18].

Identical twin studies put autism’s heritability in a range between 36% and 
95.7%, with concordance for a broader phenotype usually found at the higher 
end of the range [19]. Autism concordance in siblings and fraternal twins 
is anywhere between 0 and 23.5%. This is more likely 2–4% for classic 
autism and 10–20% for a broader spectrum. Assuming a general-population 
prevalence of 0.1%, the risk of classic autism in siblings is 20- to 40-fold that 
of the general population.

Notable twin studies have attempted to shed light on the heritability of autism.

A small scale study in 1977 was the first of its kind to look into the heritability 
of autism. It involved 10 DZ and 11 MZ pairs in which at least one twin in

each pair showed infantile autism. It found a concordance of 36% in MZ twins 
compared to 0% for DZ twins. Concordance of “cognitive abnormalities” was 
82% in MZ pairs and 10% for DZ pairs. In 12 of the 17 pairs discordant for 
autism, a biological hazard was believed to be associated with the condition 
[20].

A 1979 case report discussed a pair of identical twins concordant for 
autism. The twins developed similarly until the age of 4, when one of them 
spontaneously improved. The other twin, who had suffered infrequent 
seizures, remained autistic. The report noted that genetic factors were not “all 
important” in the development of the twins [21].

In 1985, a study of twins enrolled with the UCLA Registry for Genetic 
Studies found a concordance of 95.7% for autism in 23 pairs of MZ twins, 
and 23.5% for 17 DZ twins [22].

In a 1989 study, Nordic countries were screened for cases of autism. Eleven 
pairs of MZ twins and 10 of DZ twins were examined. Concordance of 
autism was found to be 91% in MZ and 0% in DZ pairs. The concordances 
for “cognitive disorder” were 91% and 30% respectively. In most of the pairs 
discordant for autism, the autistic twin had more perinatal stress [23].

A British twin sample was reexamined in 1995 and a 60% concordance was 
found for autism in MZ twins vs. 0% concordance for DZ. It also found 
92% concordance for a broader spectrum in MZ vs. 10% for DZ. The 
study concluded that “obstetric hazards usually appear to be consequences 
of genetically influenced abnormal development, rather than independent 
aetiological factors” [24].

A 1999 study looked at social cognitive skills in general-population children 
and adolescents. It found “poorer social cognition in males”, and a heritability 
of 0.68 with higher genetic influence in younger twins [25].

In 2000, a study looked at reciprocal social behavior in general-population 
identical twins. It found a concordance of 73% for MZ, i.e. “highly heritable”, 
and 37% for DZ pairs [26].

A 2004 study looked at 16 MZ twins and found a concordance of 43.75% for 
“strictly defined autism”. Neuroanatomical differences (discordant cerebellar 
white and grey matter volumes) between discordant twins were found. The 
abstract notes that in previous studies 75% of the non-autistic twins displayed 
the broader phenotype [27].

Another 2004 study examined whether the characteristic symptoms of 
autism (impaired social interaction, communication deficits, and repetitive 
behaviors) show decreased variance of symptoms among monozygotic twins 
compared to siblings in a sample of 16 families. The study demonstrated 
significant aggregation of symptoms in twins. It also concluded that “the 
levels of clinical features seen in autism may be a result of mainly independent 
genetic traits” [28].

An English twin study in 2006 found high heritability for autistic traits in a 
large group of 3,400 pairs of twins [29].
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One critic of the pre-2006 twin studies said that they were too small and their 
results can be plausibly explained on non-genetic grounds [30].

Materials and Methods

In this study, 100 patients with autism disease and 150 persons control group 
were studied. Peripheral blood samples from patients and parents with written 
permission control was prepared. After separation of serum, using Real 
Time-PCR technique; tRNA molecules were collected. To isolate Neuroglial 
cells erythrocytes were precipitated from hydroxyethyl starch (HES) was 
used. At this stage, HES solution in ratio of 1to5with the peripheral blood 
of patients and controls were mixed. After 60 minutes of incubation at room 
temperature, the supernatant was removed and centrifuged for 14 min at 400 
Gera. The cell sediment with PBS (phosphate buffered saline), pipetazh and 
slowly soluble carbohydrate ratio of 1to2 on ficole (Ficol) was poured in 
the 480G was centrifuged for 34 minutes.Mono nuclear Neuroglial cells also 
are included, has a lower density than ficole and soon which they are based.
The remaining erythrocytes has a molecular weight greater than ficoleand 
deposited in test tubes.

The supernatant, which contained the mono nuclear cells was removed, and 
the 400 Gera was centrifuged for 12 minutes. Finally, the sediment cell, 
the antibody and Neuroglial cells was added after 34 minutes incubation at 
5°C, the cell mixture was passed from pillar LSMACS. Then the cells were 
washed with PBS and attached to the column LSMACSS Pam Stem cell 
culture medium containing the transcription gene 5-HTTLPR,and were kept 
(Figure1, Figure 2).

Results

Insert figures here (Figure 3, Figure 4, Figure 5, Figure 6).

Figure 2: Schematic of the nucleotide sequence and formation of the 
band pattern in the 5-HTTLPR gene.

Figure 1: Schematic of the 5-HTTLPR Gene Nucleotide Sequence.

Figure 3: Schematic of 5-HTTLPR gene allelic dispersion in 
different countries of the world.
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Figure 4: Schematic diagram of 5-HTTLPR gene allele dissociation in autistic patients.
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Figure 5: Schematic of the 5-HTTLPR gene promoter structure.

Figure 6: A schematic representation of 5-HTTLPR gene 
expression in women and men with autism.

Conclusion

Today, mental disorders such as autism and schizophrenia as a disease 
pandemic in human beings is for all regions of the world and of all races. 
In all societies, children with autism and schizophrenia inception of the 
disorder as a potential in nerve cells themselves are stored. Currently, autism 
and schizophrenia do not make any decisive factor to induce the disease. 
But mutation in a variety of autism and schizophrenia susceptibility genes 
in the nervous system is very important. In this study, a variety of genetic 
mutations to autism and schizophrenia was analyzed. The results of this 
study suggest that mutations in genes that affect nerve cells and exposure to 
environmental factors, can be very important for autism and schizophrenia. 
So nothing more significant than the DNA molecules to induce disease will 
be. And disturbance or irregularity in the sequence of DNA molecules can be 
the most important factor for diseases of talent.
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