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NOONAN SYNDROME: THE DIVERSITY OF ABNORMALITIES.
AN OVERVIEW AND CASE FROM OWN PRACTICE

Katerenchuk O. I.
HSEIoU “Ukrainian Medical Stomatological Academy”, Poltava, Ukraine

Medical Centre “Medion”, Poltava, Ukraine

Noonan syndrome was first recognized as a unique entity in 1963 when
Noonan and Ehmke described a series of patients with unusual facies and
multiple malformations, including congenital heart disease. The
pathophysiology of Noonan syndrome is associated with mutations in genes that
are part of the RAS/RAF/MEK/ERK signal transduction pathway, an important
regulator of cell growth.

After birth, Noonan patients show a wide range of observable and internal
symptoms through the lifetime including hearing and digestive problems,
abnormal height and skin pigmentation, hematological disorders, lymphatic
abnormalities, multiple giant cell lesions, spinal and chest deformities, joint,
tendon, and bursa lesions, widely spaced nipples, webbed neck, cubitus valgus,
genu valgum, mild intellectual impairment, social cognition difficulties,
language impairments including reading and spelling difficulties, and eyes
abnormalities including ptosis and hypertelorism, excess nuchal skin, and
swollen edematous dorsa of hands and feet.

Patients with Noonan syndrome usually characterized with the diversity of
heart abnormalities (pulmonary vein stenosis, left ventricle non-compactable
cardiomyopathy, hypertrophic cardiomyopathies with unilateral and
biventricular involvement, left main coronary artery atresia, coronary arteries
aneurysmas, heart valves prolapses and so on). Heart defects are present in more
than 80% of patients, and timely diagnosis will positively affect the treatment of
choice, outcome, and prognosis. The most prevalent congenital heart defects are
pulmonary valve stenosis, atrial septal defect, ostium secundum type, and
stenosis of the peripheral pulmonary arteries which is related to PTPN11 gene
mutation

At summer 2017 female of 34 years old visited private medical centre with
complaints on increased emotional reactivity (depression, anxiety and
tearfulness in association with heart palpitations) provoked by monthlies.
According to medical records patient suffers on Noonan syndrome that was
diagnosed in early childhood.

Echo evaluated the presence of mitral valve prolapse in late systole time
without clinically significant regurgitation, the presence of bilefleat aortic valve
with left outflow tract stenosis. The cardiac chambers were not enlarged and no
systolic, no diastolic dysfunctions observed.

Patient have been evaluated as having an increased predisposition to
bacterial endocarditis, so antibiotic prophylaxis before elective dental
procedures was recommended.
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