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Study of Genotype —phenotype Correlation Using
two DNA probes Specific for Digeorge Syndrome

Ale Ajlouni

Abstract

Background and Objective: DiGeorge syndrome is a complex disorder with
a wide variety of symptoms which present from birth to adulthood.

The objective of this study was shedding light on this syndrome. In addition,
having two probes to diagnose it, we applied these probes in every patient
from specimen in order to recognize if there is a correlation between the
phenotype and genotype.

Material and Methods: we used in this research fluorescent in situ
hybridization (FISH). We applied this technique on 8 children hospitalized
at Damascus university children's hospital in a prospective study during two
years. In a retrospective study, we found another five children diagnosed as
DiGeorge syndrome in hospital *s records. We tested two probes N25 and
TUPLEIL in every patient.

Results: we confirmed the diagnosis in three children from the prospective
study only with the N25 probe.

the affected three children, whose diagnosis had been confirmed, suffered
from serious cardiac defects ( truncus arteriosus, tetralogy of Fallot, in
addition to hypocalcemia which causes tetany).we didn’t see any child with
Shprintzen syndrome or velocardiofacial syndrome. As a conclusion, we
Conclusion: think that we should apply the N25 probe in a first choice to
establish DiGeorge syndrome in any child having cardiac defect compatible
with the disorder.

Key words: microdeletion, MDGCR, FISH, prob

“Instruction Department of Pediatrics, Teacher of genetic- faculty of medicine,
Damascus University.
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