Holy Cross Hospital Newborn Nursery Rotation

Case #11

Ambiguous Genitalia 

Case:

A newborn infant, the product of a 34 yo G1P1 female at 38 weeks gestation is delivered by C-Section. Apgars are 8/9.  The obstetrician astutely notes that the genitalia of the infant is ambiguous and does not verbally assign the infant a sex. The neonatologist is present at the delivery, examines the infant and agrees that the exam is significant for ambiguous genitalia.  The neonatologist informs the parents that the gender of the infant cannot be determined at this time and that several tests are needed to determine the genetic sex of the infant and the future management of the infant’s development.

Questions:

1. What laboratory evaluations are necessary?

2. What are the physical and metabolic abnormalities for which the infant is at risk?

3. What specific services are needed to provide optimal care for this infant?

Answers: 

1. Laboratory evaluation:

· Karyotype

· Pelvic Ultrasound 

· Serum Leutenizing Hormone (LH), 

· Testosterone (T)

· Dihydrotestosterone (DHT).

· 17-Hydroxyprogesterone

· Androstenedione

· Serum Electrolytes

· Plasma Renin

2. For infants with the salt-wasting forms of congenital adrenal hyperplasia, there is a risk of hypotension, hyponatremia, hyperkalemia, and shock.

3. Infants with suspected congenital adrenal hyperplasia should be seen by a specialist in pediatric endocrinology.  In addition, families require immediate social service support and psychological counseling.
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