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DiGeorge syndrome (Case Report)
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DiGeorge syndrome (DGS) comprises thymic hypoplasia, hypocalcaemia, outflow tract defects of the heart, and dysmorphic facies. It results in almost all cases from deletion within chromosome 22qll. Estimates suggest that the 22q11.2 deletion occurs in approximately 1 in 4000 live births, making this disorder a significant health concern in the general population. The 22q11.2 deletion has been identified in the majority of patients with DiGeorge syndrome, velocardiofacial syndrome, and conotruncal anomaly face syndrome, suggesting that they are phenotypic variants of the same disorder. The findings associated with the 22q11.2 deletion are extensive and highly variable from patient to patient. In this abstract case report was presented the features of this disorder, with an emphasis on the clinical findings and an approach to the evaluation of these patients. Patient N was born 10/08/2016, entered the intensive care unit of Kepler University Hospital (Vienna, Austria) on 29.01.2017 with a degree of respiratory failure. X-ray conclusion: Pneumonia (Klebsiella pneumoniae) (Image 1 and 2). Conclusions in sonography: no intracranial hemorrhage was found. Computed tomography revealed basal ganglion and periventricular calcification (Image 3). Diagnosis:
 Laryngeal malformation III Tet Chanal (Fallot, ASD ll, Pulmonary stenos, PFO closed) Hypoparathyroidism.Cerebral crampf. Transverse colon perforation. Klebsiella pneumonia.. DiGeorge syndrome should be seen as the severe end of the clinical spectrum embraced by the acronym CATCH 22 syndrome; Cardiac defects, Abnormal facies, Thymic hypoplasia, Cleft palate, and Hypocalcaemia resulting from 22qll deletions. 
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Mr. Goshgar Ismayilov has his expertise in evaluation and passion in improving the health and wellbeing. His open and contextual evaluation model based on responsive constructivists creates new pathways for improving healthcare. He provide the treatment of patients in different ages and the most of them are the children in the first five years. So, it is very interesting and useful for him to take part at the different training courses and conferences. In 2017 year he took a part at the training courses in Keppler University in Austria and learns a lot of new knowledge about the diagnosis and treatment of child diseases. In 2018 year he was participated at the XXVI European Congress of Perinatal Medicine, St.Petersburg, Russia, 5-8 September 2018.  
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