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Case Report

Conclusions
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Introduction Discussion
McCune-Albright Syndrome (MAS) is classically characterized and clinically diagnosed by the
triad of precocious puberty, cafe-au-lait spots, and fibrous dysplasia of the bone.
Aside from the classical clinical triad, those with MAS may present with hyperfunctioning
endocrinopathies including hyperthyroidism, growth hormone, Cushing syndrome, and renal
phosphate wasting.
This case reports an infant who presented with failure to thrive, cafe-au-lait spots, and
hyperthyroid endocrinopathy, and was diagnosed with McCune Albright Syndrome on
admission.

● 9 month old male presented with history of failure to thrive (FTT) , poor oral intake and
extensive cafe-au-lait spots.

● He was born full term, SGA, and was falling off percentile. His newborn screen was normal.

● His diet included breastmilk and formula, however, the patient took only small amounts and
mostly acted disinterested in feeding.

● On his endocrine visit, he had heart rate 179 bpm, blood pressure 123/82 mmhg, and his
weight was <1%. Physical exam was significant for extensive café au lait spots around the
face, chest, back, and legs (Fig. 1). FT4, FT3 elevated, low TSH (table 1), negative thyroid
antibodies. His genitourinary examination was normal.

Table 1.

● Skeletal survey showed bones appear demineralized with suspected lytic lesion noted within
the distal right humerus.

● He was started on propylthiouracil (PTU) 5mg/kg/day and propranolol for thyrotoxicosis. A
nasogastric tube (NGT) was introduced due to poor oral intake and weight loss on 24kcal.

● He responded well to the treatment and was discharged with the NGT, cyproheptadine, PTU,
and propranolol after 7 days on admission.

● By the following outpatient visit he was tolerating feeds and gaining weight, the NGT was
discontinued.

● 3 months after treatment started his ft4 was normal 0.98 pg/ml, TSH still suppressed but
better at 0.027mIU/L

● Our patient was diagnosed with MAS based on the presence of characteristic cafe-au-lait skin
lesions, thyroid involvement, and bony lesions suggestive of dysplasia.

● Patients with MAS have a somatic (postzygotic) mutation of the alpha subunit of the Gs
protein that activates adenylyl cyclase, which leads to continued stimulation of endocrine
function with effects including precocious puberty, thyrotoxicosis, growth hormone excess,
Cushing syndrome, and renal phosphate wasting (hypophosphatemic rickets) in various
combinations.

● Precocious puberty is the most commonly reported endocrinopathy, while thyroid disorder is
the second most common. The prevalence of McCune-Albright Syndrome is estimated to be
between 1/100,000 and 1/1,000,000.

● Another unusual but common manifestation of MAS is growth failure, the mechanism of which
is not firmly established. Some believe it is linked to adrenal disease and hypercortisolism,
while others think it is due to a separate mutation in non-endocrine tissues.

● Treatment is usually multidisciplinary to address the diverse clinical features and
endocrinopathies. The managing team can include pediatricians, endocrinologists, orthopedic
surgeons, dermatologists, dietitian, and others.

● Other important aspects of management include parental/patient education, lifestyle
modification including dietary changes, exercise/physical therapy and rehabilitation.

• MAS syndrome is a rare and challenging disease, it can be diagnosed at any age.
• The appearance of café au lait pigmented skin lesions should raised suspicious for MAS
necessitating further detailed investigation to identify and treat the potentially life-threatening
endocrine complications.

• Hyperthyroidism in MAS could be treated adequately with pharmacological therapy. Surgery or
ablation with radioactive iodine represent the second choice therapy when hyperthyroidism cannot
be adequately controlled with medications

Test Result

Prealbumin 10.3 mg/dl

Albumin 3.6 g/dl

Vitamin D 23.2 ng/ml

Test Result

TSH <0.005 mIU/L

FT3 7.06 ng/dL

T4 2.71 pg/ml
Fig 1: Showing extensive café-au-lait spots with characteristic features on the lower limbs (left) and abdomen (right) 

Discussion
● McCune-Albright syndrome (MAS) is a rare disorder defined as the triad of:

○ peripheral precocious puberty,
○ irregular cafe-au-lait ("coast of Maine") skin pigmentation, and
○ fibrous dysplasia of bone.

● The period when these features are expressed can vary, with skin manifestation obvious at
birth or early infancy, while precocious puberty and bone lesions may not be seen until later in
childhood.

● There are other associated features seen in MAS that also aid in diagnosis (Table 1).
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