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Abstract:

Objective To analyze the clinical and molecular genetic characteristics of a case of Noonan syndrome type 5 caused by RAF1 gene variation,
so as to improve the understanding of this disease. Methods The clinical data of children with RAF1 gene mutation diagnosed in Children's
Hospital Affiliated to Zhengzhou University in February 2016 were retrospectively analyzed, and the clinical phenotype and molecular genetic
characteristics of Noonan syndrome type 5 caused by RAF1 gene mutation were summarized. Results At the time of initial diagnosis, the 3-year-old
child was short in stature and had special signs such as long forehead, low ears, large earlobes, low posterior hair, cervical webbed, penetration
palm, coarse hand lines, etc. The growth hormone stimulation test suggested that the growth hormone was partially deficient, and the cardiac
color ultrasound showed no obvious abnormalities. When she was 7 years old, she was given growth hormone to improve her height growth
because of severe short stature. She was reexamined regularly for related indicators, color Doppler ultrasound and electrocardiogram to prevent
cardiac complications. The child was treated with growth hormone for 2 and a half years, and his height increased by 19.2cm. When he was 9 and
a half years old, color echocardiography showed thickening of ventricular muscle, slightly enhanced amplitude of wall motion, large left atrium,
slightly smaller left ventricular lumen, long chorda tendineae of the second and tricuspid valve, slight valve prolapse, regurgitation of the second
and tricuspid valve (mild). Complete whole-exon genetic testing suggested a p.R256G pathogenic variant of RAF1 gene, which was clinically and
genetically identified as Noonan syndrome type 5. Conclusion For short stature with special facial features, genetic testing should be improved in
time, early diagnosis should be made, and misdiagnosis and delayed treatment should be avoided.
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