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3- Autosomal Recessive Primary Microcephaly (MCPH)
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1- EDTA 2- Heparin 3- Watman Paper 4- High resolution Giemsa Banding Technique
5- Polymerase Chain Reaction (PCR) 6- Southern Blot 7- Maple Syrup Urine Disease (MSUD)

8- Short Tandem Repeat (STR) Markers 9- Centymorgan 10- Bioinformatics Websites

11- University of California Santa Cruz (UCSC) Human Genome Browser (http://genome.ucsc.edu)

12- Center for Medical Genetics, Marshfield Medical Research Foundation (http://research.marshfieldclinic.org)

13- Polyacrylamid Gel
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Abstract
Objective: Intellectual Disability (ID) characterize by significant
limitations both in intellectual functioning and in adaptative
behavior, originates before the age of 18. Over 70% of severe to
profound intellectual disabilities (ID) caused by genetic factors. The
aim of this study was to investigate genetic causes of ID in fourty
Ahvazi families and provide information for genetic counseling,
carrier detection, and prenatal diagnosis.
Materials & Methods: In collaboration with Welfare Organization
of Khuzestan Province, a total of 183 ID families from Ahwaz
were investigated from which 40 (62 male and 42 female) families
whose ID had been confirmed by psychiatrist and had more than
one affected individual were selected for molecular analysis. Blood
samples were collected from all normal and affected individuals in each
family on EDTA pre-coated tubes. Thorough clinical characterization,
dysmorphism examinations, karyotype analysis were carried out for all
of the patients.
Results: Three out of 40 (7.5%) families had full mutation of Fragile
X syndrome. No chromosomal abnormalities were identified. Metabolic
screening revealed none of families had metabolic disorder. None of
three families with primary microcephaly showed linkage to any of the
seven known MCPH loci.
Conclusion: The most common causes of ID in Ahvaz was Fragile
X syndrome and Autosomal Reccesive Primary Microcephaly with
the frequency of (7.5%). It seems that autosomal reccesive primary
microcephaly is a relatively common heterogenous condition in Ahvaz.
Keywords: Intellectual disabilities, Microcephaly, Homozygosity
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