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Congenital heart defects (CHD), especially conotruncal cardiac anomalies, constitute a cardinal feature of DiGeorge syndrome, Velocardiofacial syndrome and conotruncal anomaly face syndrome. The aim of this study was to detect the frequency of chromosome 22 microdeletion in cases with CHD; using both high resolution karyotype and FISH.The study included 72 patients (36 males and 36 females), with ages ranged between one day and 17 years. Cytogenetics and FISH studies revealed different chromosomal anomalies in 21 patients (29.16%). High resolution karyotype detected all numerical ( 6 cases (8.33%)) and structural 7 (9.72 %)) abnormalities and 3 cases of microdeletion 22q11.2. FISH technique using DiGeorge/ VCFS probe confirmed the diagnosis in the previously detected three cases, detected another five cases with normal karyotyping, and further characterized two cases with derivative 22. None of patients with isolated CHD had abnormal karyotype or microdeletion. Most of patients with microdeletion 22q11.2 had contruncal anomalies, with tetralogy of Fallot present in the majority of cases (50%). It worth to be noted that non-conotrunal anomalies (VSD) was also present in one of our patients with microdeletion 22q11.2.In conclusion, high resolution karyotype should be done to all patients with CHD and extracardiac anomalies or dysmorphic features, even if mild. The presence of dysmorphic feature or extracardiac anomaly in a child with conotruncal anomalies or VSD should indicate a FISH study for microdeletion 22q11.2. Early diagnosis of DiGeorge/VCFS is not only crucial for early management of associated defects, but also for genetic counseling and prospective prenatal monitoring.

