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Two Cases of Senior-Loken Syndrome in Siblings

Jung Youn Choi, M.D., Yong Jin Kim, M.D." and Yong Hoon Park, M.D.

Department of Pediatrics and Department of Pathology®, College of Medicine
Yeungnam University, Daegu, Korea

Although juvenile nephronophthisis(NPHP) is one of the most frequent genetic causes of
chronic renal failure, it has very rarely been reported in Korean children. Most NPHP patients
are found to have chronic renal failure, since there are no distinct clinical symptoms for
NPHP except polydipsia, polyuria and enuresis in the early stage of disease. Ten percent of
NPHP patients manifest retinitis pigmentosa, called Senior-Loken syndrome. We experienced 2
cases of Senior-Léken syndrome that occurred in siblings(a 10 year-old boy and a 14-year-old
girl) who were diagnosed with Leber’s amaurosis. They were found to have severe renal
impairment without polydipsia and polyuria. However, no large homogenous deletion of the
NPHP1(2g13) gene was not identified in these patients. We report here on these cases and
we review the literature to emphasize the association between Leber’'s amaurosis and the
development of chronic renal failure. (J Korean Soc Pediatr Nephrol 2007;11:112-117)
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Fig. 1. In case 1, the electroretinography revealed
a flat response.
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Fig. 2. Light micrograph: The corticomedullary
junction of case 1. Diffuse interstitial fibrosis and
lymphocytic infiltration are seen in the cortex(left
half). The distal tubules are cystically dilated(right
half). PAS, x100.

- 113 -



HAE 9 29 - ErfolM A

EE ogagiol

A0 B, 3
A9 Aol B
T ZAH:

itk ey Alxd 7)Aol
BHEo] e olgd F2
2= vH(Fig. 3).

sl gobe] HA FEo)A

NPHP1(2q13) fdxtel v@ F@as o4
$He Ndsgot S4oR $EY = A4
e gglom FHF 2 Adolt the A ¥o|

155 NPHP2(9q22), NPHP3(3q22), NPHP4(1¢q36),
NPHPS(IQCB1) 5¢f #4d=t ol/de AldstA] X
k.

ol

gl 2

B b2
=
>
&
o

2 g 8 o
o

ek N
oo
B
g
o]}l

1):3

e Bl 1o ped AT 34
Aol B9 poluola] F
A el AalA 24

2

=

N
iy
% on wd
) Y

o e
ofy o%

ol
52
o

of\
L

A

rﬂ

Jm

ol 24

[o)

A "2 FA e
2 giglen A L AL glen
= AHAGE B Lebere SUYAE
12/(%]01] ‘gt“—:r;]/\q U‘I }HX—]J.?—Z\JOE E“

_C,L
R T
9

—_—

o2 b X of

Fig. 3. The tubular membrane of the distal tubules
from case 1 shows thickening, splitting and disin-
tegration. Electron micrograph, *5,000.
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Fig. 4. Microcyst formation is discernible in the
medullary area from case 2. Immunofluorescence
of the fibrinogen staining, X?200.
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