
Turner Syndrome in the Newborn

Introduction and background

Turner syndrome (TS) is the most common sex chromosome abnormality in females3 and is caused by the 

partial or complete absence of one X chromosome in some or all cells of the body1. The syndrome occurs in 1 

out of 2,500 live female births2, and only approximately 1% of fetuses with 45,X survive to term3. The most 

useful tool in the prenatal diagnosis of Turner syndrome is sonography, however karyotype confirmation is 

necessary3. Patients with this syndrome are at increased risk of clinical abnormalities, and require ongoing 

assessment and periodic review of specific problems at appropriate ages4.
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Conclusion

Turner Syndrome is a sporadic event secondary to monosomy, mosaicism, or X-chromosomal 

anomalies. There are no clearly established risk factors, thus recurrence in subsequent pregnancies is 

rare1. The variability in etiology makes it difficult to predict the exact prenatal phenotype and thus 

challenging to provide reliable genetic counseling6. In our patient, her karyotype was 45, X, while her 

exam and imaging revealed cardiac abnormalities, edematous extremities, cystic hygroma, and normal 

renal findings. The patient is now S/P end-to-end anastomosis surgical repair to correct severe 

coarctation of the aorta. The patient is improving and continuing regular outpatient follow-up. As a 

life-long disease, TS can involve multiple organ systems and require collaboration from multiple 

specialties, and thus effective communication between healthcare providers is necessary to provide 

optimal care1. Furthermore, as Turner Syndrome patients mature through different stages of life, 

continued psychosocial support should be provided5.

For additional information please contact:

Hernandez-Hermann, Marta at 

marta.hernandezhermann@arnothealth.org

Case presentation / Case report

A newborn female was born to a 21 yo G3P3A0 mother with pregnancy complications of gestational diabetes 

controlled with diet. More importantly, the mother's fetus was diagnosed with the rare abnormality of 

Turner Syndrome via Amniocentesis and visually with cystic hygroma. Newborn exam is notable for 

edematous feet and continuous murmur noted on cardiac examination. Kidney US reveled no abnormalities, 

however Echo displayed coarctation of the aorta, large Patent ductus arteriosus, Patent Foramen ovale with 

left to right flow and mild dysplasia and hypoplasia of the aortic valve. 

Clinical presentation

The presentation of Turner's Syndrome varies throughout a person's life1. Phenotypic characteristics include 

webbed neck secondary to cystic hygroma, short stature, renal abnormalities such as horseshoe 

kidney, hypoplasia and renal ectopy2. Cardiac abnormalities including preductal coarctation of the aorta, 

bicuspid aorta, and aortic root dilation4. Other notable characteristics include lymphedema of hands and feet, 

dysgerminoma, endocrine abnormalities such as hypothyroidism, and increased FSH,LH due to ovarian 

dysgenesis4. Prominent facial features may include micrognathia, and down-slanted palpebral fissures 

with epicanthal folds. Otolaryngological defects include early onset sensorineural hearing loss, middle ear 

infections and external ear abnormalities4. Below depicts some phenotypic presentations of Turner's 

Syndrome in our particular case subject.
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Management4

•Diagnosis of Turner syndrome can be confirmed with standard karyotyping.

•Key elements of management are monitoring and treatment of congenital heart diseases. BP 

measurement in all 4 extremities.

•Growth hormone therapy (as early as 12 to 24 months of age).

•Supplemental estrogen therapy for sexual development and preservation of bone mineral density.

•Audiometry.

•Annual thyroid function, lipid, liver profile and glucose monitoring.

•Infant and young children examined for congenital hip dislocation.

•Older than 1 year refer to ophthalmologist.

•Renal ultrasound at time of diagnosis for renal malformations.

•Girls older than four years should have a tissue transglutaminase immunoglobulin A measurement 

every two to four years to detect celiac disease.

•Patients seven years or older need orthodontic evaluation for malocclusion or other tooth anomalies.

•Teenagers should be carefully monitored for scoliosis and kyphosis.
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