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Background and aim: Array comparative genomic hybridisation (aCGH) is used to detect small copy 

number changes within the genome that are not always visible by conventional karyotyping.Patients with 

mental retardation (MR), developmental delay (DD), autism, or/and multiple congenital anomalies (MCA) 

may have normal standard karyotype and not always can be classified as distinctive syndromes. To detect 

submicroscopic chromosomal aberrations 253 patients with various degrees of MR, DD, autism, and/or 

single or multiple congenital abnormalities and normal previous conventional karyotype, many of which had 

also received a variety of other genetic tests (FRAX, RETT, single FISH tests or metabolic screens), were 

analyzed with aCGH. 

 

Methods: Agilent 244K & 4x180K was performed allowing a theoretical resolution of >50Kb. 

 

Results: Clinically significant submicroscopic imbalances were detected in 92 (~30%) patients. Some 

patients presented with more than one aberration relevant to their phenotype. The high percentage of positive 

patients is probably due to the strict criteria of patient selection. 

 

 
[Abnormal Chromosomal Microarray Results] 

 

Conclusions: Array CGH is a powerful tool for the identification of novel chromosomal syndromes and for 

more accurate prognosis and phenotype-genotype correlations. 
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