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Clinical and Endocrine Characteristics of Patients
with McCune-Albright Syndrome
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Department of Pediatrics, Asan Medical Center Children’s Hospital,
University of Ulsan College of Medicine, Seoul, Korea

Purpose: McCune-Albright syndrome (MAS) is caused by activating mutations in the GNAS gene, re-
sulting in peripheral precocious puberty, café-au-lait spots, and polyostotic fibrous dysplasia (POFD), The
aim of the present study was to describe the diverse clinical and endocrine characteristics of patients
with MAS,

Methods: Seven patients with MAS were included in this study and medical charts were reviewed
retrospectively for following parameters: patient's sex and age at diagnosis, POFD, ovarian cysts, and
precocious puberty.

Results: The mean age at diagnosis was 5.8+4 2 years, One patient was male (14%) and the other
six patients were female (86%). Peripheral precocious puberty was associated with 6 patients (86%).
Five patients manifested premature menarche as early as 2 to 5 years of age. Letrozole was admini-
stered to 4 patients, tamoxifen to one patient and GnRH agonist to one patient, Five females developed
ovarian cysts, Thyroid function tests were performed in all patients and one patient showed hyperthy-
roidism (14%) and has been treated with methimazole, One patient presented with pseudohypopara-
thyroisdism, phosphaturia, calciuria suggesting hypophosphatemic rickets, Six patients (86%) revealed
POFD. One patient had symptoms of optic nerve compression and secondary esotropia and 2 patients
had bone pain,

Conclusion: This study described clinical characteristics and endocrine complications of patients with
MAS. Careful physical examinations with history taking and serial endocrine function tests should be
needed to detect complications such as endocrinologic hyperfunction and POFD,

Key words: McCune-Albright syndrome, Precocious puberty, Polyostotic fibrous dysplasia, Café-au-lait
spot, Ovarian cyst
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Table 1. Clinical Characteristics of Seven Patients Diagnosed with McCune—Albright Syndrome

Case 1 Case 2 Case 3 Case 4 Case 5 Case 6 Case 7
Sex F F F M F F F
Age at diagnosis (yrs) 5 3 8 15 2 2.9 5
Current age (yrs) 7 19 11 16 14 6 12
Body weight (kg) 28 55 37.3 49 37.3 17 18
(z—score) (0.76) (0.15) (=0.03) (—1.68) (0.36) (1.63) (0.35)
Height (cm) 130.2 152.9 151.4 179 128.5 97 107
(z—score) (1.23) (=1.55) (1.02) (1.34) (=1.73) 0.73) (1.09)
BMI (kg/m?) 15.92 23.53 16.27 15.29 22.59 18.07 15.72
Café—au—lait spot + + + + + +
Polyostotic fibrous dysplasia + + + + + + —
Breast Tanner stage at diagnosis 2 1 2 1 1 2
Age at menarche (yrs) 5 3 4 2 2
LH (mIU/mL) 1.2 9.7 3.1 3.5 1.1 0.91 <2.0
FSH (mIU/mL) 5.4 6.6 4.2 4.1 5.9 6.5 <2.0
Estradiol (pg/mL) 20.3 112 379 114 12 68.4
Testosterone (ng/mL) 2.6
Ovarian cyst + + + + - +
Prolactin (ng/mL) 12.7 14.9 3.8 23.5
IGF-I (ng/mL) 304 230 331 198 99.6
IGFBP (ng/mL) 2,540 2,369 2,977 2,153
TSH (uU/mL) 0.04 0.54 2.1 0.04 0.04 2.0 3.7
Free T4 (ng/dL) 2.1 1.1 1.2 1.2 0.8 14 0.9
ACTH (pg/mL) 33.7 17.4 9.7 21 31.1
Cortisol (ug/dL) 8.2 10.3 2.9 10.4 7.0
Serum Ca/P (mg/dL) 8.8/4.5 7.6/4.9 9/4.9 8/5.6 8.8/4.9 9.3/4.3 9.1/7.7
PTH (pg/mL) 34 92.9 33.1 32.5
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Fig. 1. Radiologic findings of Case 1. (A) Intense increased uptake in right maxillar, sphenoid, temporal
bone and mandible and mildly increased uptake in right radius and left parietal bone, suggesting

multiple fibrous dysplasia on *™

Tc bone scan. (B, C) Polyostotic fibrous dysplasia involving

right maxilla, mandible, right radius, and 5th metacarpal bone on simple X—rays.
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