Birth weight and diazoxide unresponsiveness strongly

predict the likelihood of congenital hyperinsulinism due to -
a mutation in ABCC8 or KCNJ11 SCHOOL
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KATP channel without KATP Figure 1 - Receiver operating curves analysis showing the discriminating Figure 2 - Proportion of KATP hyperinsulinism by diazoxide responsiveness and birth weight
mutations channel mutations ability of clinical features to identify individuals with KATP hyperinsulinism  categories. Light grey bars = percentage of individuals without KATP channel mutation, dark
from those with unknown aetiology. DR = diazoxide responsiveness. BW = grey bars = percentage of cases with KATP channel mutation. S/A/LGA = Patients, parents, and guardians for participating in this study
birth weight. All = BW, DR, age at diagnosis, sex, insulin level at diagnosis, = Small/Appropriate/Large for Gestational Age
ethnicity, consanguinity.

Determine differences in clinical « Seven clinical features differed between individuals with KATP channel mutations and those with an unknown genetic
features etiology (Table 1) ) CONTACT INFORMATION
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* Birth weight and diazoxide response are independent and additive for predicting KATP channel mutations (Figure 1)
Logistic regression modelling to  ROC AUC = 0.88 when model used birth weight and diazoxide, ROC AUC = 0.89 when adding other clinical features

@HIlgenes
determine most predictive features « A KATP channel mutation was most likely in individuals who were diazoxide unresponsive and born large (86%) or @TIHewat ,
appropriate (78%) for gestational age (Figure 2)
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