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Abstract. Rare human diseases: 9p deletion syndrome. Galagan V.O. Objective of the study was to review the 
anamnesis, pheno - and genotype in patients with rare chromosome disorders such as 9p deletion syndrome. Genetic 
methods of investigation (clinical and genealogical, cytogenetic, FISH- method), paraclinical and instrumental methods 
of examination were used. Karyotyping was performed by the G-method of differential staining of chromosomes. Only 
three cases of pathology were diagnosed in the Medical Genetics Center over the last 10 years. By anamnesis data 
nobody in the probands’ families had bad habits, was exposed to occupational hazards, took part in the elimination of 
the Chernobyl accident or lived in contaminated areas. Clinical signs of diseases have not been identified in probands’ 
parents. All probands had trigonocephaly, bilateral epicanthal folds, ocular hypertelorism, downslanting palpebral 
fissures,  long philtrum, flat face and nasal bridge, low set ears with malformed auricles. Two patients of three ones 
had exophthalmos, contracture of the second and third fingers, abnormal external genitalia.  In all three cases there 
was monosomy of chromosome 9 of critical segment p 24. Normal karyotypes were seen in all parents, so there were 
three cases of new mutations of 9p deletion  syndrome. Retardation of physical, psycho-spech, mental development in 
proband with or without congenital anomalies requires medical genetic counseling in a specialized institution. Cases of 
reproductive loss in anamnesis require cytogenetic investigation of fetal membranes and amniotic fluid. 
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