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Background
Shwachman-Diamond Syndrome (SDS) is rare inherited
disorder. The typical diagnostic triad (neutropenia,
skeletal dysplasia and exocrine pancreatic insufficiency)
is not always present at diagnosis.

Aims
To review mutations and initial presentation in a
Belgian cohort of patients with genetically proven
Shwachman-Diamond Syndrome (SDS).

Methods
A retrospective study in 11 patients with SBDS
mutations.

Results
In 10 patients an SBDS mutation was identified in both
alleles, patient 11 was heterozygous. The mean age at
diagnosis was 2.9 years. All patients had exocrine pan-
creatic insufficiency. Radiological evidence of skeletal
dysplasia was present in 9/10 studied. Neutropenia was
present in 8/11 patients. Failure to thrive was demon-
strated for all but P8. 2/3 patients experiencing chole-
static hepatitis required admission to ICU. Both had
blood CMV PCR(+). The 3rd patient suffers from chronic
liver failure due to liver fibrosis. 10/11 experienced recur-
rent infections (septicemia, respiratory tract infections,
skin infections). Two patients had an episode of sympto-
matic (convulsions) hypoglycemia without satisfying
explanation despite extensive metabolic analysis.

3/11 patients received a diagnosis of Jeune syndrome
(one patient died of respiratory insufficiency) and 1/11
of hypobetalipoproteinemia prior to diagnosis of SDS. A
metabolic disorder was first suspected in P11 because of
hypertrophic cardiomyopathy. Two couples of siblings
in our cohort showed an entirely different course.

Conclusion
SDS triad was present at diagnosis in only 6/9. A high
index of suspicion is crucial. The peculiar misdiagnoses
as Jeune syndrome is striking as are the episodes of
symptomatic hypoglycemia and the suspected increased
susceptibility to severe CMV disease.
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