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Hypodipsia-hypernatremia syndrome associated with
holoprosencephaly in a child: a case report
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We report a child with diabetes insipidus and hypodipsia associated with
holoprosencephaly. A two-year-old girl with the history of several admittances
to hospital during and after the newborn period with hypematremic dehydration,
acute renal failure and convulsions is presented. The patient had hypodipsia,
hypernatremia, microcephaly, failure to thrive, and unilateral cleft lip and palate.
Magnetic resonance imaging revealed lobar type holoprosencephaly. Increased
plasma osmolality and decreased urinary osmolality were detected. Her urine
ADH level was 10 ng/day. Plasma osmolality levels returned to normal after
hydration and administration of a vasopressin analogue. These findings suggest
that in children with hypernatremia-hypodipsia syndrome, the possibility of
cerebral malformations should always be kept in mind.
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Adipsia or hypodipsia as an isolated defect of
the thirst center is extremely rare and most
often occurs in patients with hypothalamic
disorders, congenital malformations and
microcephalyl. One of the causes of
hypernatremia is hypodipsia-hypernatremia
syndrome, and its association with median
structures of the brain and face is knownZ. We
present here a child with facial abnormalities,
which included unilateral cleft lip and plate, flat
nose, and orbital hypertelorism associated with
lobar holoprosencephaly, and diabetes insipidus.

Case Report

A 2 Vi-year-old female was hospitalized because
of hypodipsia, convulsions, unconsciousness,
hypernatremic dehydration and acute renal
failure. She was born after eight months of
pregnancy by cesarean operation because of her
mother's diabetes. Due to unilateral cleft lip and
palate and prematurity, she had been
hospitalized for one month in neonatal period.
She had been re-admitted several times there
after because of hypernatremic dehydration. She
had history of convulsions when she was six-

and twenty-months-old, and also had an
operation to repair cleft lip at 1 % years. She had
two cousins with cleft lip and palate in her family
history. The parents also mentioned a significant
adipsia and retardation of development in the
patient. On physical examination, she was
lethargic. Her tongue and buccal mucosa were
excessively dry. She had anuria for eight hours
preceding admission. Her height, weight and
head circumference were under the third
percentile for age. She had abnormal facial
appearance with cleft palate, operated cleft lip,
flat nose and hypertelorism. The following
laboratory data were obtained: BUN, 80 mg/d];
creatinine 3.4 mg/dl; Na, 186 mEq/L; uric acid,
18 mg/dl; anion gap, 15; serum osmolality,
449 mOsm/kg; and urine osmolality 78 mOsm/
kg. Blood counts- Hct, 41.4%; white blood cell
count, 8,100/mm?3; platelet count, 176,000/mm?3;
urinalysis -pH, 5; specific gravity, 1010; and
3-4 erythrocytes in the sediment.

She was severely dehydrated. The deficit was
replaced uniformly within 48 hours with a
solution of 0.2% saline with dextrose, so as to
minimize the risk of central nervous system
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