18-02-2022 21:35 Embase

lrjOrganization

Pediatric Nephrology 2015 30:9 (1679)

Recurrent pancreatitis in a girl with WT1 mutation

Raes A., Dehoorne J., Prytula A., Vandewalle ., Scheers I., Vanwinckel M.

. Abstract

Introduction: WT1 mutations cause a wide spectrum of renal and extrarenal manifestations.
Pancreatitis in childhood is a plurifactorial disease which can be caused by toxic, metabolic,
infectious, genetic or anatomic factors. Case description: A 1-month-old girl presented with
edema ,extreme hyponatriema and proteinuria. Due to rapid progression to terminale renal
failure , renal replacement therapy was necessary and initially peritoneal dialysis was
started. Kidney biopsy revealed diffuse mesangial sclerosis and genetic analysis revealed a de
novo heterozygous mutation ¢.1323C>G or p. His441GIn substitution within the zinc finger-2
domain of the WT1 gene, confirming the diagnosis. Unless application of frequent exchanges
with Physioneal PD solution(Baxter) there was insufficient clearance of the large molecules
and ultrafiltration. Icodextrine (Extraneal Baxter) during the day was associated. she
supported this regimen well and gained weight. However at the age of 16 months she was
admitted with a first episode of severe acute abdominal pain. There were no signs of
peritonitis. Biochemical investigations could not reveal any abnormality and ultrasound of
the abdomen was normal. Explorative laparotomy was negative. No diagnosis could be made
at that time. Unfortunately one month later she developed a new episode of extreme acute
pain crisis. Lipase was extreme high (1384 U/L) and ultrasound revealed signs of pancreatitis.
Additional investigations could not detect any infection or anatomic abnormality with
obstructive pathology. She used no toxic medications. In literature there were some case
reports (in adults) about the association between the use of icodextrine and pancreatitis. The
use of this peritoneal solution was stopped. Nevertheless she continued to experience
recurrent episodes of severe painfull pancreatitis with a frequency of 1/8 weeks. Except for
one episode ( after vaccination ) no other triggers were identified. We decided to stop
treatment with peritoneal dialysis and started with hemodialysis. Since then one pancreatitis
episode / 6 months occurred. Genetic analysis of SPINK1,PRSS1 and CFTR-gen did not show
any mutation. Conclusions: This case shows an unusual association between a congenital
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nephropathy and recurrent pancreatitis. We hypothesize that this girl developed a first viral
pancreatitis which lead to a severe inflammation of pancreas which made her vulnerable to
recurrent episodes in addition to peritoneal dialysis, hypercalcemia and other viral triggers(
HZV, CMV ). Or the phenotypic expression of the recurrent pancreatitis in this girl might be
due to an additional genetic modifier, associated with the known genetic mutation in WT1
gen.
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