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M.A. Thesis:
Investigation in genetic cause of in mental retardation



index in two separated familis,using whole exome
seguencing

Mental impairment (ID) and Ataxia are a common and highly heterogeneous neurological
disorder, with an estimated 1 to 3 percent of the general population. Mental disability can
also be classified into mild, moderate, severe and deep categories.

Morally, mental disability can be caused by external factors such as infection, maternal
abuse during pregnancy, birth problems and severe malnutrition and genetic factors. With
the introduction of next generation technology (NGS), new genes and pathogens are being
diagnosed.

Ataxia is a neurological sign that involves non-coordinated movements and lack of control
during voluntary movements. However, it can also affect speaking, eye movement,
swallowing. ID autism syndromes are a clinical and heterogeneous group of neurological
disorders.

Materials and Methods: In genetic diseases, if the gene is known, it is examined through the
karyotype, but if the cause is not chromosomal, it is examined through the genetic panel. If
the gene is unknown, such as two families whose children have mental retardation, we also
use Wholeexome sequencing techniques. In the wes technique, the entire gene is examined
and then analyzed through the Alamot software which mutant sequence.

Discussion and Conclusion: In this study, the results showed that mutations in the SYNNE1
and ALDH3A2 genes were determined by the Wes technique, which gave families the
answer to the sequences to consult with their physician during pregnancy and a problem for
Their next children will not be created.



