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Introduction Methods

Congenital hyperinsulinism of infancy (CHI) is the most Patient 1: No mutations in ABCC8, KCNJ11. Therefore

common cause for persisting hypoglycaemia in infancy. The extensive next-generation sequencing (NGS) was performed.
most common genetic causes are mutations in ABCC8 or Patient 2: Sanger-sequencing of ABCC8/KCNJ11, GLUD1, GCK
KCNJ11 (coding for K*,rp-channel subunits), less frequently did not lead to a conclusive genetic diagnosis, and was followed
mutations in GCK or GLUD1. Further genetic analysis is often by further Sanger sequencing of HADH and HNF4A.

performed only if phenotypic aspects point to other specific Biochemical analysis: Acylcarnitine-profile (blood) and organic

genes, such as the very rare short chain 3-Hydroxylacyl-CoA acids (urine) via tandem mass spectrometry in patient 1.
dehydrogenase (HADH/SCHAD) deficiency. This disorder is

usually characterized by an accumulation of Results
3-hydroxybutyrylcarnitine in plasma and
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These data underline the broad clinical and genetic
heterogeneity of CHI, and the value of extensive sequencing,
e.g. using NGS, to detect the molecular cause of the disease.

Patients: clincial presentation

Two patients of turkish origin, consanguineous parents.
Patient 1: male, 17 years, postnatal macrosomy, recurrent
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