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INTRODUCTION

McCune-Albright syndrome (MAS) was first
described in 1937 by Donovan James McCune and
Fuller Albright [1, 2]. It is a genetic abnormality and
comprises of polyostotic fibrous dysplasia (FD), caf@-
au-lait spots, and endocrine dysfunction like
precocious  puberty, hyperthyroidism, growth
hormone excess, hyperprolactemia, and
hypercortisolism. Precocious puberty is the most
common endocrine feature in MAS and is the result
of gonadotropin-independent autonomous ovarian or
testicular dysfunction. A post-zygotic mutation of the
gene GNASL1 (Guanine Nucleotide binding protein,
Alpha Stimulating activity polypeptide 1), on the
long (q) arm of chromosome 20 at position 13.3 is
implicated in MAS.

CASE 1

We present a 17 year old girl with precocious
puberty, Cafe au lait spot over left arm, left jaw, right
forearm and right tibia along with FD. In view of
hypercalcemia and high parathormone values patient
was referred for a whole body bone scan to look for
metabolic bone disease. On careful interrogation,
patient was found to have social isolation, cognitive
disorder, emotional blunting and hallucinations
(visual and aural). Patient was referred to a
psychologist who clinically confirmed presence of
schizophrenia. Clinically patient also exhibited
brachydactyly and bulbous terminal phalanges. Such
a constellation of MAS, hyperparathyroidism and
schizophrenia is hitherto unreported. *™Tc MDP
bone scan (Figure 1) showed fibrous dysplasia of
skull bones, mandible on left side, with dsuperscan
appearanced (faintly visualised kidneys).

Multiple brown tumours were seen in proximal shaft
of right ulna and right tibia characteristic of
hyperparathyroidism. Hot spots in bilateral (bulbous)
terminal phalanges of hands termed as 6Osteitis
fibrosa cystica) was also noted. *°™Tc-SestaMIBI
dual phase parathyroid scintigraphy (Figure 2a)
confirmed a large left inferior parathyroid adenoma.
Multidetector computed tomography (MDCT, Figure
2b) of skull showed an expansile lytic lesion (6.2 x
2.7 cm) with soft tissue component involving the
body of left mandible and symphysis menti with
Iytic, sclerotic lesions involving craniofacial bones
suggesting fibrous dysplasia. FD was histologically
confirmed. Left inferior parathyroidectomy was
performed and histology (Figure 2c¢) was consistent
with an atypical parathyroid adenoma. Apart from
hydrocephalus, cerebral manifestations of MAS are
unknown. Literature search showed that mutations in
the GoU gene may be associated with the
pathogenesis of schizophrenia which is similar to the
underlying factor in MAS [3, 4].
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Fig 1. *"Tc MDP whole body bone scan showed fibrous dysplasia
of skull bones, mandible on left side, with ésuperscan appearanced
(faintly visualised kidneys). Multiple brown tumors characteristic
of hyperparathyroidism were identified on bone scan and are found
in proximal shaft of right ulna and right tibia (thin arrow). 60steitis
fibrosa cysticad was also noted which are evident as hot spots in
bilateral terminal phalanges of hands (bold arrow).

Fig 2a. “"™Tc-SestaMIBI dual phase parathyroid scintigraphy:
Initial image shows normal tracer uptake in both lobes of thyroid
gland with focal increased tracer uptake at left inferior parathyroid
gland region. Delayed image shows focal abnormal tracer retention
at the above site with complete washout of tracer from rest of
thyroid gland confirming a classical left inferior parathyroid
adenoma (arrow).

Fig 2b. Multidetector computed tomography (MDCT) of skull
showed an expansile lytic lesion (6.2 x 2.7 cm) with soft tissue
component involving the body of left mandible and symphysis
menti suggesting fibrous dysplasia.
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