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A Case of Klinefelter Syndrome Differentially Diagnosed as a Cause of Gigantism

Joo Young Kim', Yong Jun Choi’, and Sang Youl Rhee™*

IDepartmenl of Internal Medicine, Dongsuwon General Hospital, Suwon; ZDepartment of Endocrinology and Metabolism,
Ajou University School of Medicine, Suwon; jDepartment of Endocrinology and Metabolism,
Kyung Hee University School of Medicine, Research Institute of Endocrinology, Seoul, Korea

Klinefelter syndrome is a congenital disease that is associated with the existence of an extra X chromosome, and is one of the
most common causes of male primary hypogonadism. In addition to hypogonadism-associated manifestations such as testicular
atrophy and infertility, it is also well known that this syndrome may be associated with other systemic comorbidities. In this report,
we describe a typical case of Klinefelter syndrome that was differentially diagnosed as a cause of gigantism. A 20-year-old male
was admitted to evaluate the cause of tall stature. His height was 193.4 cm, and all screening tests for gigantism were negative.
Physical examination revealed no clear evidence of secondary sexual characteristics, and the results of a hormonal assay were
highly suspicious for primary hypogonadism. Based on these findings, we performed a chromosomal analysis and confirmed
Klinefelter syndrome with a 47, XXY karyotype. (Korean J Med 2011;80:343-347)
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Figure 1. Physical examination findings of the patient. (A) Tall
stature (193 cm) compared with that of normal subject (173 cm).
(B) Increased leg and arm lengths compared with the upper part
of the body. (C) No axillary hair with gynecomastia. (D) Small
penis and scrotum with scarce pubic hair.
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Table 1. Laboratory findings of the patient

Hormones Reference Value
ACTH (morning, pg/mL) 10~60 50.6
Cortisol (morning, pg/dL) 5~25 11.9
ACTH (afternoon, pg/mL) 6~30 24.0
Cortisol (afternoon, pg/dL) 2.5~12.5 83
24-h urine free testosterone (ng/mL) 8.8~27 0.56

Testosterone (pg/mL) 2.62~15.93 0.57
IGF-1 (ng/mL) 116~584 198.0
TSH (WU/mL) 0.35~4.94 5.13
Free T4 (ng/dL) 0.70~1.48 1.02
FSH (mIU/mL) 1.4~18.1 36.54
LH (mIU/mL) 1.5~9.3 11.49
Prolactin (ng/mL) 2.1~17.7 12.17
ADH (pg/mL) <6.70 3.24
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Figure 2. Radiologic findings of the patient. (A, B) Ill-defined lesion with low signal intensity was observed in pituitary gland of the
patient. (C, D) Significantly small testes volume (right 0.99 cc, left 0.82 cc) observed on testicular ultrasonography.
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