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ABSTRACT

Autism is a neurodevelopment disorder characterized by severe problems in
communication, social skills and repetitive behaviors. The prevalence of autism is approximately
4-5 per 10,000 children. Less than 10% of autistic children are categorized as secondary autism,
which results from environmental factors, chromosomal abnormalities and single gene disorders
such as fragile X syndrome. Recently, subtelomeric deletions have been reported in autistic
patients. In addition, about 50-70% of autistic children have mental retardation. Mental
retardation (MR) has been defined as an individual with an intelligence quotient (IQ) below 70,
occurring in 1-3% of the general population. Both genetic and environmental factors can cause
MR. More than half of MR is categorized as idiopathic mental retardation (IMR), and cryptic
subtelomeric rearrangement is one of the significant causes of IMR. Subtle chromosomal
rearrangement occurs in 4.8-10% of patients with IMR. The purpose of this study was to
determine the frequency and nature of subtelomeric rearrangements in Thai patients with IMR
and/or multiple congenital anomalies (MCA) and autistic children using the fluorescence in situ
hybridization (FISH) technique.

We detected subtelomeric rearrangements in five of 82 IMR patients (6.1%) with and
without MCA. Subtelomeric abnormalities included two terminal deletions and three unbalanced
derivative chromosomes. Also, we found interstitial deletion (7p12.2-p12.3) of chromosome 7 in
one of 30 autistic children. However, we found no positive case for fragile X syndrome screening
and FISH technique using subtelomeric-specific and gene-specific probes (PWS/AS and
DiGeorge/VCF). Our data indicate that subtelomeric rearrangements are a cause of IMR, but may

not be a significant cause of autism.



