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Kallmann Syndrome: A Late Diagnosis
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Case description

We present the case of a 44-year-old man with no relevant known
prior clinical history, who was initially admitted to an Internal
Medicine ward with the diagnosis of intermediate-risk pulmonary
embolism. On physical examination, several abnormal features were
noted, such as the lack of facial and body hair, severe gynecomastia,
obesity, decreased muscle mass, a penile length of 4 cm, right-sided
cryptorchidism, and an upper to lower body ratio < 1 (Figure 1).
Upon further inquiry, the patient reported having decreased libido
and erectile dysfunction since puberty and anosmia since childhood.
To better clarify those clinical findings, serum hormone levels were
quantified, showing low levels of follicle-stimulating hormone (<0.3
mlU/ml; reference range 1.3 mIU/ml — 11.8 mIU/ml), luteinizing
hormone (0.3 mIU/ml; reference range 2.8 mIU/ml — 6.8 mIU/ml),
and testosterone (0.09 ng/ml; reference range 1.61 ng/ml — 11.33
ng/ml). No other hormone abnormalities were identified. A
karyotype was then obtained, which was considered normal (46,
XY). Since the clinical and laboratory findings were highly
suggestive of Kallmann syndrome, a brain MRI was performed. The
exam showed olfactory bulb hypoplasia, confirming the diagnosis
(Figure 2). The patient was later referred to an Endocrinology
appointment for follow-up.

Kallmann syndrome is a rare genetic disease characterized
by congenital hypogonadotropic hypogonadism, along with anosmia
or severe hyposmia, due to hypoplasia or aplasia of olfactory bulbs
[1.21 Tt has an estimated incidence of 1 in 30,000 male individuals ?!.
Given the clinical features of hypogonadism, it is usually diagnosed
during puberty, when a lack of sexual maturation occurs [*l, In this
case, however, the patient did not seek medical care during that
period, delaying the diagnosis to adulthood during a hospital
admission for an unrelated disease. Since early diagnosis is of
utmost importance, so the patient can start appropriate treatment
(such as hormone replacement therapy) in order to live an otherwise
normal life, a high clinical suspicion is vital for the correct
identification of these patients.
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Figure 1: Picture of the patient showing clinical features of
hypogonadotropic hypogonadism.
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Figure 2: T2-weighted coronal MRI image showing olfactory
bulbs hypoplasia (red arrows).
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