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INTRODUCTION l

Congenital hyperinsulinism (HI) 1s the most common cause of persistent hypoglycemia in infants and children (1).
Recently, mutations in genes usually involved in MODY 1 and 3 have been described in HI (2). We present here 6 cases
of hyperinsulinism assoclated with MODY'1 (1 case) and MODY 3 (4 cases) and 1 case of HI associated with MODY5 mutation.

CASES REPORT

GIRL (2011) BOY (2013) GIRL (2012) BOY (2015) BOY (2004) GIRL
35+5 41 38+1 39+2 34+3 39
3350 3670 2610 2990 1570 normal
47,5 41 50 39

33 34 35,5
Neonatal Neonatal Neonatal Neonatal 4,7 years byears
Transient Hypoglycemia Hypoglycemia
hyperinsulinism seizure with seizure with
ketonuria ketonuria
exon 2 of exon 1-9 of Exon 3 of Exon 3 of HNF1a gene HNF1la gene
HNF4a gene HNF1b gene HNF1la gene HNF1la gene
Heteroz. Wide duplication Heteroz. Heteroz.
c.131G>C Heteroz. c.598 C>T c.598 C>T c.502 C>T c./7/ T>C
p.Arg44Pro c.1-?-167§+?dup p.Arg200Trp p.Arg200Trp
D. °

Mother : Mother and maternal  Father and brother Father and sister Father ans sister: Mother : MODY 3

MODY1 rand-mother : (case 4) : same (case 3). same same mutation with same mutation
with insulin - MODY5 with same mutation mutation Father : history of
(same mutation, no Insulin loss of consciousness
mutation) ~In childhood
Sister : no sign or
symptom
Diazoxide- Diazoxide-responsive Diazoxide-responsive No treatment - Still requiring Sl recluiring
responsive for 10 days for one month diazoxide treatment 5 diazoxide treatment
for 3 years years later after 1.5 years.
ABCC8-, ABCCS8-, KCNJ11-, ABCCS8-, KCNJ11-, ABCCS8-, KCNJ11-,
KCNJ11-, GCK-, HNF4a-, GCK-, HNF4a-, GCK-, HNF4a-
GCK- HNF1a- HNF1a-
Developmental delay  Diffuse angioma Hypoglycemia with Neonatal
(6 months) Developmental delay diarrhea hypoglycemia and
_ 1 year) hypotonia
Hé/ erglycemia on Growth delay (4,5
CGMS aft the age of years)
2,5 years

CONCLUSION
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