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Introduction: Congenital heart defects, are among the most common malformations infants and are often associated with extracardiac malformations. Here we presented a study of 129 patients congenital heart defects associated with extracardiac anomalies. 

Material and Methods: Patients admitted to Ghaem and Imam Reza Hospitals. Diagnosis was definite based on clinical signs and symptome with paraclicnic findings. Peripheral blood samples were taken, lymphocytes were cultured. Cells were hartvested and GTG banding chromosomes were analysed. 

Results: The frequency of malformations were ventricular septal defect (VSD) (28%), atrioventricular septal defect (AVSD) (16%), hypoplastic left heart (HLH) (16%), double outlet right ventricle (DORV) (12%), coarctation of the aorta (CoA) (6%), transposition of the great arteries (TGA) (4%), aortic valve stenosis (AoVS) (4%), tetralogy of fallot (TOF) (3%), truncus arteriosus communis (TAC) (3%), pulmonary valve stenosis/pulmonary valve atresia (PaVS/PaVA) (3%), tricuspid atresia (TA) (3%), single ventricle (SV) (1.5%), and atrial septal defect (ASD) (0.5%). Systems malformation associated with heart defects in 85 cases (66%) including central nervous system (31%), kidneys, urinary tract, and genital system (26%), gastrointestinal system (24%), anomalies of the respiratory system (11%) and the skeletal system (8%). Consanguinity study showed that 46% of couples had first cousin marriage. Chromosomal study in these patients revealed one trisomy 13, three trisomy 21, and one 45/XO and the rest had normal karyotypes. 

Discussion: The most factors etiological investigations revealed that cosanguinity, familial history and maternal age are to attention. To reduce the number of this abnormality genetic counselling should be suggested before pregnancy in first cousin marriage. 

