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CLINICAL MANIFESTATIONS OF SEPTO-OPTIC DYSPLASIA IN CHILDREN IN SIRIRAJ HOSPITAL
Tanwaree Pilailert

Background: Septo-optic dysplasia (SOD) (de Morsier syndrome) is a congenital syndrome consists of optic nerve
hypoplasia and hypoplasia or absent of septum pellucidum. In addition, endocrinologic abnormalities from hypothalamic-
pituitary dysfunction are also found in this condition. There is no definite consensus how to diagnose this condition, in this
study SOD is diagnosed when there is a combination of optic nerve hypoplasia and partial or complete absence of septum
pellucidum.
There is a wide variation in the severity of the clinical features ranging from visual impairment, nystagmus, seizure,
developmental delay, to neonatal jaundice or hypoglycemia. Management in these patients required a multidisciplinary team
approach. In the majority of cases, the earlier the diagnosis results in a better outcome. Hormonal therapy can improve
overall patients’ quality of life as well as prevent morbidity and mortality from hormonal dysfunction such as hypoglycemia
or adrenal crisis.
Objective: To study clinical symptoms and signs in patients with SOD including ophthalmologic, neurologic and
endocrinologic abnormalities as well as neuroimaging findings.
Method: A retrospective chart review of children who have a provisional diagnosis of SOD (ICD-10 Q044) at Department of
Pediatrics, Faculty of Medicine, Siriraj Hospital, Mahidol University, Bangkok, Thailand from January 1995 to December
2008 were reviewed. Demographic data, clinical manifestations, age of the onset, age of the diagnosis, endocrinologic as well
as neuroimaging findings were extracted from medical records using a standardized form.
Results: Fifty-seven patients were diagnosed SOD during the study period. Of these, 33 patients met criteria diagnosis of
SOD. There were 20 males. The median age of clinical onset and the age when diagnosis of SOD was made were 3 month
(range from birth to 4.6 years) and 7 month (range from birth to
14.5 years), respectively. The most common presenting symptoms were ophthalmologic disorder (64%) and neurological
disorder (24%). Endocrinologic disorders were presenting symptoms in only 3 %. However, when SOD was diagnosed,
endocrinologic problems are found in 13-67%, being highest with growth hormone deficiency. Associated brain anomalies
besides dysgenesis of septum pellucidum are schizencepahly and dysgenesis of corpus callosum.
Conclusion: There is a wide variation in the severity of the clinical features found in SOD patients and can be presented at
any age. In this study, the most common symptoms and signs are ophthalmologic and neurological disorders. When SOD is
diagnosed, multidisciplinary team approach is needed to manage these patients since the patients may have other high

morbidity problems especially with endocrinologic abnormalities.





