Deletion 18p- Syndrome del(18)(p11.2) in an Adult Girl: A Clinical Report
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Deletion of the P arm of chromosome 18, is a rare syndrome. Like most other chromosome disorders, 18p- deletions increase the risk of birth defects, developmental delay and learning difficulties. However, the problems vary and depend very much on what genetic material is missing. In this study patient was girl 29 year old with difficulty speaking who were introduced to cytogenetic analysis. We present this case of a girl with an 18p- deletion del(18)(p11.2). Phenotypical features were quite similar throughout the other cases and in accordance with the usual phenotype of del(18p). This rare syndrome characteristically presents with delayed growth, slowly grow, gastro-esophageal reflux, learning difficulties, postponement of speech, difficulty speaking and communicating, short stature, short neck, chin or lower jaw small and slightly receding, position of the ears lower than normal, position of the hairline lower than normal, dullness fine and gross motor skills, decay and  irregular dentition, ptosis and scoliosis. Parents who have a child with 18p deletion should note that the possibility of having another pregnancy with an 18p deletion depends on the parents’ chromosomes. In the event that both parents have normal chromosomes, the deletion is very unlikely. If either parent has a chromosome rearrangement involving 18p deletion, the possibility is greatly increased of having other affected pregnancies. Therefore, it is strongly recommended, parents should have the opportunity to meet a genetic counsellor to discuss the specific recurrence risks and options for prenatal and preimplantation genetic diagnosis (PGD).
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