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Testosterone=0.5 nmol/l (0.14-0.32)
Progesterone=19 nmol/l (0.3 - 3.2)
170HP=14.8 ng/ml (0.5-2.1)
DHEA-S=1230 ng/ml (50- 980)
Androstenedione =0.6 ng/ml (0.91- 3)
ACTH Fasting = 62 pg/ml (5-55)
Cortisol AM = 2200 nmol/l (124-662)
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T'wenty metaphase spreads were studied on the basis of GTG techaique at 450-500 band
resolution, revealing 49.20(XXY pattern

Conclusion: 49, XXXXY
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ABSTRACT

BACKGROUND AND OBJECTIVE: Chromosomal abnormalities are one of the causes of sexual ambiguity and
in male genders the most common causes of genital ambiguity in chromosomal abnormalities’ category is
Klinefelter syndrome and its rare 49,XXXXY syndrome variant. The main findings in these patients are facial and
skeletal malformations, congenital heart defects, hypogonadism, -and mental retardation. Determination of infant
gender with sexual ambiguity at the time is very important and with timely diagnosis we can improve growth and
development and treat associated anomalies.

CASE: We report an 11 month old infant that initially was managed by pediatric cardiologist for congenital heart
disease and referred to endocrinology clinic due to failure to-thrive, facial malformations and ambiguous genitalia.
The patient had a history of hospitalization for pneumonia in the PICU at the age of 10 months and improved after
the treatment. After clinical examination, hormonal studies and karyotype, Klinefelter syndrome and its 49, XXXXY
syndrome variant was diagnosed after 2 months. Then testosterone ampule was injected and orchiopexy surgery was
performed. In follow-up, the patient was able to sit at the age of 18 months.

CONCLUSION: In patients referred with ambiguous genitalia, mental retardation, facial anomalies and
developmental disorders, 49, XXXXY syndrome and other similar syndromes must be considered and

simultaneously they should be managed for cardiac problems, genital ambiguity, growth and development.

KEY WORDS: Klinefelter syndrome, 49, XXXXY syndrome, Karyotype.
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