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Introduction

Case report
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16p13.3 microduplication syndrome is a rare genetic condition mostly characterized by: typical facial dysmorphisms and variable intellectual
disability. Other features include microcephaly, growth retardation, limb anomalies, and defects of the brain, heart, genitalia, palate, and
eyes. The aim was to show anorectal atresia as part of microduplication syndrome 16p13.3 which hasn’t been found in the literature

She has been monitored multidisciplinary since birth due to multiple difficulties as part of the

malformation syndrome: anal atresia with rectoperinal fistula, open ductus arteriosus -

spontaneous closure, atrial septal defect II, congenital laryngomalacia with inspiratory stridor,

hypotonia, frenulum linguae breve. Phenotypic dysmorphia includes larger neurocranium

compared to viscerocranium, poorly shaped and malpositioned ears, epicanthal folds, wider

nasal root, clinodactyly. In the first year of life, anorectal atresia surgery was performed.

Laryngomalacia is now less pronounced and less interferes with feeding, established

coordination of breathing and swallowing, and no crisis of cyanosis. Chromosomopathy has been

ruled out by karyotyping and due to the need for further genetic evaluation, Chromosomal

Microarray Analysis was performed - analysis revealed three copies of the 262 kb genome in the

region 16p13.3, which includes the RBFOX1 gene. This gene is predominantly expressed in brain

neurons and plays a key role in regulating neuronal excitation and influencing the susceptibility

to the development of epilepsy.

This presentation expanded the range of clinical manifestations for
microduplication syndrome 16p13.3 with a unique clinical feature of
anorectal atresia. There is no specific treatment for this condition, affected
individuals need multidisciplinary monitoring in the direction of improving
the quality of life. The therapeutic measures should be on supporting the
parents and also suggest genetic counseling for the next planned
pregnancies.

A 2-year-old girl, born from the second pregnancy,

of healthy non-consanguine parents. At 20 weeks

of gestation, oligohydramnios was suspected.
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