Case Reports

A case of autoimmune polyglandular syndrome type I
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Introduction

Autoimmune polyglandular syndrome (APS) type 1
is also called Whitaker's syndrome' or autoimmune
polyendocrinopathy candidiasis ectodermal
dystrophy”. The major components of APS type 1 are
chronic  mucocutaneous  candidiasis,  chronic
hypoparathyroidism and autoimmune adrenal
insufficiency'. To define this syndrome at least two
of these diseases have to be present in one
individual’. The spectrum of disease also includes
hypergonadotrophic hypogonadism, insulin-
dependent diabetes mellitus, autoimmune thyroiditis,
lymphocytic  hypophysitis, pernicious anaemia,
chronic atrophic gastritis, malabsorption, chronic
active hepatitis, vitiligo, alopecia, ectodermal
dystrophy,  keratoconjunctivitis, = immunological
defects (cellular and humoral), asplenia and

cholelithiasis>>*.

Case report

A seven and a half year old boy was admitted to Lady
Ridgeway Hospital in March 1998 with a history of
severe vomiting and colicky abdominal pain of 3
days duration and cold extremities of one day
duration. There was a history of polydipsia, polyuria,
craving for salt and recurrent abdominal pain from
the age of 2 years. An exploratory laparotomy had
been done for a pelvic abscess at the age of 1 year.
The mother noticed white patches over the buccal
mucosa at 18 months of age. He was the product of a
non-consanguineous marriage.

The height and weight were well below the 3rd
centile. There was hyperpigmentation of the palms,
buccal mucosa and surgical scar. The child was
moderately dehydrated. There was oral thrush. The
blood pressure was 80/55 mm mercury.
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The blood sugar, blood urea and serum creatinine
levels were within normal limits. The serum
electrolytes showed hyponatraemia (115mmol/L),
hypochloraemia (86mmol/L) and hyperkalaemia
(Smmol/L). The urinary electrolytes showed an
increased excretion of sodium (128mmol/L) and
chloride (108mmol/L). The serum calcium level was
normal. The ACTH level was 417pg/ml (normal
range 0-46 pg/ml). The random cortisol level was
13.5mcg/dl (basal 5-25 mcg/dl). After administration
of 0.25 mg ACTH the cortisol level was 22.7mcg
after 30 minutes and 17.2mcg/dl after 1 hour. The
thyroid function tests (T3, T4 & TSH) were normal.
The ultrasound scan of the abdomen was normal.

A diagnosis of Addison's disease was made and the
child was treated with oral hydrocortisone 5 mg twice
daily and fludrocortisone 0.025 mg twice daily and
followed up in the clinic.

The child was readmitted to the Lady Ridgeway
Hospital in June 2001 with a history of carpopedal
spasms of 2 weeks duration and fungal infection of
the nails accompanied by nail dystrophy of 2 months
duration. The height and weight were now on the
50th centile and the hyperpigmentation had
disappeared. The blood pressure was 90/60 mm
mercury. The serum calcium level was 1.98mmol/l
(normal 2.12-2.62mmol/l). The serum electrolytes,
blood sugar and blood urea were within normal
limits. The serum parathyroid hormone level was
8.6pg/ml (normal 12-72 pg/ml).

A diagnosis of APS type 1 was made and oral
itriconazole, oral calcium lactate and one alpha
hydroxylase were given in addition to hydrocortisone
and fludrocortisone.

Discussion

The association between hypoparathyroidism and
candidiasis was first noted in 1929° and the
association of these 2 diseases with adrenal
insufficiency was initially reported in 1946°. In the
majority of cases APS type 1 occurs in childhood'?



and may occur sporadically or among siblings™*. An
association between the clinical expression of the
syndrome and genes located in chromosome 21 has
been identified’. In our patient the diagnosis of APS
type 1 was established by the presence of Addison's
disease, mucocutaneous candidiasis and
hypoparathyroidism. Overall, the 3 main components
of APS type 1 are present together in only about one
third to one half of the cases™. The prognosis is
guarded since other accompanying diseases continue
to appear until at least the 5th decade™”.
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