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Introduction

Case report

Microdeletion and microduplication syndromes are disorders caused by submicroscopic deletions or duplications of contiguous genes on
particular parts of chromosomes. The aim was to present the clinical manifestations of microduplication 12q23 and deletion Xp22 present in
one patient, which have not been described together so far.

verified developmental defects were present - microcornea of the left eye with bilateral corneal

dystrophy and cataracts, cardiomyopathy, congenital deafness, and germinolysis of the brain.

Elements of phenotypic dysmorphia: soft formation on the left parietal-occipital part, gothic

palate, microretrognathia, cutaneous chin hemangioma, rectal diastase 1 cm, minor umbilical

hernia, furrows four fingers of both palms. Neurological status: hypertonic, hyperreflexia,

enlarged reflexogenic zone, feeding difficulties with poor weight progression. Ultrasound of the

brain described asymmetry of the corpus callosum and possible dysgerminolysis. An ultrasound

of the heart shows a thickened septum of the left ventricle, a trabeculated posterior wall with

numerous recessions indicating a “spongy” myocardium. Magnetic resonance imaging of the

brain shows hypoplasia of the corpus calosum, and a suspected extradural venous anomaly

corresponding to the atretic parietal meningocele. Excluding TORCH infection and

mitochondrial disorder, Chromosomal Microarray Analysis was performed and revealed

microduplication 12q23 and deletion Xp22. A regular diet of B1 milk formula and antirachitic

therapy is carried out.

This presentation expanded the range of clinical manifestations and
phenotypic features for microduplication 12q23 and deletion Xp22. In the
literature, both mutations have been described separately whose clinical
picture differs from the manifestations present when both mutations
coexist in a single patient.

A 10-month-old girl, born from the first

pregnancy, of healthy non-consanguine parents.

There were no perinatal risk factors but several
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