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Medullary Sponge Kidney Detected in the
Pediatric Age

Purpose: Medullary sponge kidney (MSK) is a rare congenital disease characterized
by diffuse ectasia or dilatation of precalyceal collecting tubules. MSK incidence
and prevalence in the general population is uncertain and only a few patients
are reported especially in the pediatric age. There has been increasing reports
of patients with MSK who have other malformative disorders. Also several case
reports concerning about etiological association of some genes.

Methods: Collaborative study through nation-wide survey was done to investi-
gate the incidence and etiological association of some genes such as GDNF gene ,
ATP6V1B1, ATP6VOA4 gene in developing MSK in Korean children.

Results: Four cases of MSK who have various other malformative disorders were
collected. There are no mutations of GDNF gene, ATP6V1B1, ATP6VOA4 gene in
all patients.

Conclusion: MSK is one of the very rare diseases in pediatric age. The etiological
association of GDNF gene , ATP6V1B1, ATP6VOA4 gene in developing MSK in
Korean children is not proved.

Key words: Medullary sponge kidney, Children, GDNF gene, ATP6V1B1 gene,
ATP6VOA4 gene

ME

Medullary sponge kidney disease (MSK)+<= 217 42 mjgjn| =5-9]
A of7]== 8AZZO 2 collecting precalyceal duct®] &4 2
(dilatation) ¥} ectasia 2 E7 O 2 3] MSK &x}o] 2l Wiro]| tjafjA]
+ HEe] dEizl vt gk o= B} o] F-E Rl AEIE IR A
et A 4A T3 -2 thE Z3ke] vt o3| 95| HekE= A9
7} 7] wEo|tk, thi-2 30-40t o]%-2] A4l AR B aiEo] glom
5,000-20,00078F 1749] HlE 2 T¥et= 2102 4 JrHzl 5

Copyright © 2012 The Korean Society of Pediatric Nephrology



110 J Korean Soc Pediatr Nephrol Vol. 16, No. 2, 109-114, 2012

MSK] Zehe 2 ujdAd 8 289E S A=
d], E4#¢] 39 collecting tubules 9] linear ‘brush-
like” striations & & <= Atk S Hehe] sk A%
9] o]z oA Fiel] Z9kE7 |5 sl AA) Al FHe]
Al A 7|= 4] e BRES R
= AhEERl AeS YehN 9lom, EEA AdAA] 9
4 A9 ARSI SRR BALERATHS, 6).

Zrof Aad AFol|A Q] WA HlEe] tisix= Ao &
27 v} glom, S ML Aot it & 3 A=
o] gltk AFAFES U] 2olilgE)s] IUES Ui
O 2 MSK &x}e] A 2AME AABIAL A4 3
Ao 2 BE #E xSl digh 2AME AT

CH&fah 2l
1 oY

Medullary Sponge Kidney Disease (MSK)Z Feh-S- &+
o} on] 2|7 Fol| U= 204 o]ste] Ao} Had IS
o = Sigint o k= igkaobaldes] Foxt
£ Fote] A= 2ohil g3 3]s e s i e
2 Rt

2, W

MSKE] A 211 FollA] 3o 2 7 go] Hals
o] 9J= GDNF gene, ATP6VIBI, ATPGVOA4 gene 7AAME
AR

1) Preparation of Genomic DNA from Peripheral Blood
Lymphocytes and Buffy Coat
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2) Primer Constructions for SNPs and Frameshift
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Fig. 1. KUB sonography of case 2 shows diffuse nephrocalcinosis in the medullary area (A). Intra-
venous urography shows severe bilateral medullary sponge kidney disease. The collecting tubules
are dilated, producing a 'bouquet of flowers' appearance (B).
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Fig. 2. A hemizygous 57-bp sized pseudoexon between exon 3 and exon 4 in cDNA sequencing
of the PHEX gene. Her mother does not have this pseudoexon.
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Fig. 3. KUB sonography of case 3 shows diffuse nephrocalcinosis in the medullary area and a renal
cyst was also noted (A). Intravenous urography shows the characteristic papillary blush associated with
scattered calculi within the dilated collecting tubules (B).
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