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Einleitung: Pituitary stalk interruption syndrome (PSIS) is a rare congenital disease characterized by anatomical anomality of 
the pituitary stalk, responsible for pituitary hormone deficiency of variable degree. Neonatal manifestation is rarely 
reported, but infants are usually more severely affected. Early symptoms are unspecific; hence, life-threatening crises as a 
result of delayed diagnosis often occur. This report focuses on this earliest age of onset of this rare and serious disorder 
presenting two cases of neonatal PSIS with the aim to point out key issues of clinical manifestation to increase the 
awareness. 
Patienten und Methoden: We report about two full-term male infants with neonatal PSIS treated at the Neonatal Intensive 
Care Unit of the Medical University of Innsbruck. 
Ergebnisse: Both patients presented with recurrent hypoglycaemia, which occurred immediately after birth, jaundice in 
absence of risk factors, cholestasis, mild hyponatraemia and genitalia abnormalities (microphallus/hypovolemic testicles). 
At the 6th day of life, patient 1 developed, as part of an infection, a systemic inflammatory response syndrome with fluid- 
and catecholamine-resistant septic shock and transient multiple organ failure. Furthermore, he had a severe hypoglycaemia 
with convulsions at 5 weeks of age. A few days later, he was diagnosed with multiple pituitary hormone deficiency. 
Hormones were substituted and he recovered. Patient 2 was diagnosed with PSIS very early, at day 13, and was treated 
before major complications arose. Genetic testing was performed in both patients. Gli2 gene mutation was detected in case 
1. No mutation was found in case 2. 
Schlussfolgerungen/Diskussion: PSIS is a rare disorder – and its manifestation during the neonatal period is even rarer. 
Research is scarce and large case studies are lacking. The comparison of these two cases emphasizes the importance of 
early identification of neonatal PSIS to avoid life-threatening situations. Therefore, clinicians should be aware and indicate 
hormonal diagnostics if newborn infants present with recurrent hypoglycaemic episodes, jaundice, cholestasis, 
hyponatraemia and genitalia abnormalities.
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