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.. h"''"'''~" kidney is a rare autoso
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in kidneys and liver. The causati
of this disorder is still unk
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is useful (7). It is usually caused 
gene at the PKD-1 locus on 

of chromosome 16 (2).1n this artie
a seven month-old boy with 

11\lu.•"<-~·i" kidney. His two brothers 
unknown reasons at the age of 

and one day. 

old male infant was admitted 
with complaints of abdominal 
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discovered 15 days before, 
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during a physical examination for unrelated 
complaints and he was referred to our hos
pital. 

In family history parents were first cousins. 
First pregnancy had ended in abortion for 
unknown reason, second son at the age of 
4 months and third son in his first day of life 
had died for unknown reasons. One 
daughter and one son were in good health. 
There was no reported history of renal di
sease in their family. 
Physical examination revealed the child with 
a temperature of 36oC (axillary), pulse rate 
of 122/min., respiration rate of 24/min. and 
blood pressure of 140/100 mm Hg. His 
weight was 8700 g. and height 81 em. His 
general condition was good. Liver was 6-7 
em palpable and both kidneys could be ea
sily felt 2 em below the posterior costal 
angle. The rest of the findings were normal. 

Laboratory findings included Hb: 10.8 gr/dl. , 
white blood count 9000 per mm3, and nor
mal peripheral blood smear. Chest X-ray, 
ECG, serum Na,+ K,+ glucose, creatinin 
were in normal levels. Urinanalysis revealed 
pyuria and E.coli was grown. In abdominal 
ultrasonography both kidneys were enlar
ged, calyces were distorted, parenchimal 
echo was increased, but no cystic formation 
was observed.ln IVP both kidneys were en
larged with minimal function, and poor caly
ceal definition. Pyelotubuler reflux and mini
mal calyxial distortion, was noted in 
retrograde pyelography (Picture 1). 
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Picture 1: Retrograde pyelography on the patient 
showing bilateral minimal calyxid distortion and 

pi reflux "'I~~--~~-

Picture 2: Light microscopy of the renal b iopsy 
demonstrating markedly dilated elongated collec
ting ductus and tubules 
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On the basis of clinical and laboratory fin
dings, the patient was diagnosed as having 
renal cystic disease and urinary tract infec
tion, gentamycin 6 mg/kg/d. and propranolol 
2 mg/kg/ 

d. were started. After hypertension c>.nd uri
nary tract infection were under control, renal 
and l iver biopsies were perfor
med. Evaluation of tissue specimens confir
med the clinical diagnosis (Picture 2). 

Discussion 

Although infrequent, this is the most com
mon and characteristic form of polycystic 
kidney of infancy. Incidence is 1/10.000. 
Characteristically it is a bilateral process and 
is familiai(9).As in our patient both kidneys 
are symmetrically enlarged sometimes to a 
severe degree and relatively smooth in outli
ne. The cut surfaces of kidney resemble a 
sponge. being traversed by radiating fusi
form dilated tubules that occupy the entire 
kidney and obscure the corticomedullary 
markings. There is always continuity of the 
lumen of the nephron from Bowman space 
to the bladder (3). 

Every patient with recessive polycystic kid
ney disease has an affected liver regard
lesss of age. Liver shows proliferation elon
gation,and cystic dilatation of the small bile 
ducts and ductules. Liver fibrosis is common 
but is not a prominent feature of the disea
se. There is no careful study of a patient 
with recessive polycystic kidney who shows 
histologically normal liver (5). In our case 
liver biopsy revaeled minimal fibrosis but not 
cystic dilatation. 

The pathogenesis of this disease is stil unk
nown. One possibility is primary defect in 
peritubular, or periductal supporting structu
res, possibly due to an abnormality in colla
gen formation (4) . 

538 



Polycyst1c K1dney: 6ZT0RK M. ve ark. 

rely affected neonates with the 
sequence (Ponerface, pu~ 

hipoplasia) die soon after birth. Pa
disease develop in childhood 
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children tend to have less se-

impairment and they more often 
hepatic involvement with portal 

n. Those children come to the 
attention because of complication 

fibrosis have firm livers, spleno
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nia, th rombocytopenia and 
1 features . Infant with hyperten

extrarenal manifestation should be 
of having of infantile polycystic 

1). Our patient did not have any of 
mentioned extrarenal conditions. 

all patients had developed hy
by 3 months of age ( 1). Urinary 

must be treated promply in these 
The most two important problems 

were urinary infection and hy-

IVP has been used to make the 
of this disease, although renal 

in these patients are so poor that 
films usually were required to show 

Films obtained early in exami
strate only a faint nephrogram 
opacification of large kidneys. 

films, the radiating arrangement 
collecting tubules (su n burst 
pattern) become apperent. On 

pyelography contrast material 
into dilated tubules giving the 

a streaky appearance (8). Our 
radiological findings were typical 

kidney (picture1). 

raphic examination an enlar
that maintane areniform shape 
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and increased echogenity both renal cortex ' 
and medulla, poor calyceal definition and 
poor delineation of renal margine from sur
rounding tissue was seen. Because cysts 
are tiny it is diffucult to visualize the small 
fluid-filled spaces as such but they do provi
de a myriad of reflecting surfaces that pro
duces the diffusely bright echogenity. Mac
rocysts on the other hand appear as 
anechoic rounded areas(6) . It is suggested 
that with newer generation high resolution 
scanners a distinct sonographic appearen
ce may be seen. We were not able to visua
lize cysts ultrasonographically in our pa
tients. 

Pyelographic diagnosis of polycystic kidney 
disease may be misleading. The pyelograp
hic appearence of recessive form may chan
ge to mimic that of autosomal dominant po
lycystic kidney. 

Sonographie and computed tomoggraphy 
(CT) are more sensitive to detect paranchi
mal cystic changes so that polycystic kid
neys can be easily differentiated from multi
cystic renal displasia. 

The spesific diagnosis of the types of PKD 
is diffucult.During infancy, neither clinical 
signs nor radiographic diagnostic studies 
seem to be reliable(1). One or more of the 
following criteria is necessary to classify a 
patient in the "recessive PKD group" 1. 
Congenital hepatic fibrosis in liver biopsy or 
evidence of portal hipertension 2. Renal his
tologic studies consistent with collecting tu
bule ectasia or 3. A sibling known to have 
the disease (1). 

The liver biopsy is essential in the accurate 
diagnosis of cystic disease in children in the 
absence of definitive family history of reces
sive or dominant PKD(1 ). 
In most persons with risk of polycystic kid
ney disease imaging techniques are the 
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only mode of reaching a diagnosis before 
symptoms appear (2). 

Prenatal diagnosis may be feasible with ult
rasonography. Assesment is not completely 
reliable by week 22 of gestation. Excessive 
excretion of alfa-fetoprotein or trehalase 
into amniotic fluid are the markers remains 
to be evaluated. So distinction between 
adult and infantil type of polycystic kidney 
disease is based on clinicopathological and 
genetic grounds (5) . 

It is demonstrated that DNA probe is useful, 
in the diagnosis of autosomal dominant po
lycystic kidney disease (7) . Autosomal domi
nant polycystic kidney disease is usually 
caused by a mutant gene at the PKD-1 
locus on the short arm of chromosome 16 
but in about 4 percent of families with this 
disorder it is caused by unknown mutations 
elsewhere in the genome (2). This way pa
rents can elect to have the pregnancy termi
nated and this can be done by the twelfth 
week of gestation.There are no DNA probes 
to confirm recessive form 

There is no spesific therapy for PKD. It is re
commended that an agressive approach to 
medical management of children with PKD 
should be adopted rather than assuming 
that a dismal prognosis is inevitable and in
tensive therapy(for complications , hyperten
sion, urinary infection .. ,) might be worthwhi
le . Renal transplantation is recommended 
because of end-stage renal insufficiency. 

Prognosis is generally poor. Many affected 
infants die in the newborn period, or shortly 
after from respiratory failure, uremia or hy
pertension. Some patients probably the less 
severly affected ones live longer, sometimes 
several months or years with progressive 
renal insufficiency. Survival still depends to 
a large extent on the age of the patient at 
presentation. With improved respiratory sup-
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port in the neonatal period, it is anticipated 
that more affected neonates will survive. 
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