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Summary
A case of von Recklinghausen's neurofibromatosis
with adult polycystic disease of the kidneys and
liver (APDK) is reported. Although neurofibro-
matosis and APDK have been reported in association
with many hereditary disorders, their association
together has rarely been described.

Introduction
Von Recklinghausen's neurofibromatosis and

adult polycystic disease of the kidneys (APDK) are
both heredofamilial disorders (Preiser and Daven-
port, 1918; Dalgaard, 1971) although sporadic cases
also occur (Wander and Dsgupta, 1977; Hatfield and
Pfister, 1972). Both the conditions are known to
occur in association with a number of other heredit-
ary disorders (Dalgaard, 1971; Koch, 1977). How-
ever, their occurrence together is a rarity (Siegelman,
Javed and Hecht, 1971).

Case report
A 40-year-old married female was admitted to the

Nehru hospital of Postgraduate Institute of Medical
Education and Research, Chandigarh, India, with a
history of generalized multiple nodular swelling for
16 years. One such swelling had been excised from
the left wrist 10 years previously. Three years before
admission she became aware of a soft, painless
swelling behind the right ear. She noted a slowly
progressive mass in the left hypochondrium and mild
epigastric discomfort. There was no family history
of hypertension, neurofibromatosis, APDK or renal
failure. Her 5 pregnancies had been uneventful.
Examination revealed a lumbar scoliosis and a blood
pressure of 130/88 mmHg. There were multiple
cutaneous swellings varying from 0-5 cm to 4 0 cm in
diameter, distributed mainly over the trunk (Fig. 1)
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FIG. 1. Photograph showing multiple cutaneous
neurofibromas.

and the face and many cafe-au-lait spots. There was
a plexiform neurofibroma over the left wrist extend-
ing to the left little finger. There was a pulsatile,
2 5 cm x 1 cm swelling with a continuous bruit in the
right postauricular region. The liver was palpable
14 cm below the right costal margin and there was a
bimanually palpable mass in the left lumbar region.
The optic fundi were normal.
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Investigations revealed haemoglobin of 10-2 g/dl.
Blood urea was 5 9 mmol/l, serum creatinine
114-9 ,umol/l. Urine examination did not reveal
proteinuria or microscopic haematuria. Radiology
showed angulation of the second, third and fourth
ribs on the right side, wedging of the L5 vertebra and
an osteolytic defect in the occipital region of the
skull which was the site of a vascular malformation.
There was resorption of the distal end of the left
ulna, pisiform and triquetral bones with a soft
tissue swelling and the right humerus was broader
with increased thickness of the cortex.

Because of the suspicion of a retroperitoneal
tumour, an exploratory laparotomy was done and
the liver and kidneys were found to be enlarged and
polycystic. Liver biopsy confirmed the diagnosis of
a polycystic liver.

Postoperatively an intravenous urogram was done
which showed large kidneys with stretched calyces
and poor excretion.

Discussion
Von Recklinghausen's neurofibromatosis is a

heredofamilial disorder with abnormalities of the
skin, nervous system, bones and soft tissues. Initially
it was thought to be purely of neuro-ectodermal
origin. However, now a dual embryologic origin with
dysplasia of both the neuro-ectoderm and the
mesoderm is postulated (Wander and Dasgupta,
1977). Abnormalities of the skin and nerves,
sphenoid bone dysplasia, brain tumours and
meningiomas are thought to be ectodermal whereas
non-cranial skeletal manifestations and vascular
lesions are thought to be primary dysplasia of the
mesoderm (Wander and Dasgupta, 1977; Hunt and
Pugh, 1961). The present case showed a variety of
cutaneous manifestations. The bone changes occur
usually with soft tissue overgrowth. However, their
development may be independent of the soft tissue
changes and probably occur as a part of mesodermal
dysplasia (Wander and Dasgupta, 1977). Resorp-
tion of the distal end of the ulna and carpal bones in
this case was probably as a result of pressure from
the adjacent plexiform neurofibroma.

Vascular manifestations are usually a result of
intimal proliferation, with luminal obliteration and
perivascular nodule formation around the arterioles
(Reubi, 1945). Similar disease may involve the
aorta and its branches which may have post-
stenotic aneurysmal dilatation (Itzchale et al.,
1974). Although involvement of intracranial vessels
has not been reported, it is a possible explanation
for the vascular swelling in this patient.
APDK is also inherited as an autosomal dominant

disorder. In about one-third of the cases, cystic
disease of the liver is present, which was so in this
case. Both APDK and neurofibromatosis have been
described independently in association with a
number of hereditary disorders. However, the
authors could find only one such instance when
these disorders occurred together (Siegelman et al.,
1979). A patient with juvenile polycystic kidneys with
congenital hepatic fibrosis, and neurofibromatosis
has also been reported (Carty and Jones, 1978).

Occurrence of the 2 disorders together cannot be
explained on the basis of linked gene loci because of
the rarity of the association in spite of the relatively
common incidence of both disorders in the general
population. Since the kidneys develop from meso-
dermal tissue and there is m 0sodermal dysplasia in
neurofibromatosis, a common developmental basis
for the association may be postulated. Dysplastic
kidneys may have multiple cysts (Gur et al., 1975)
and are sometimes associated with other hereditary
disorders (Bernstein, 1971) but this is not relevant to
the present case. It would therefore appear that the
association may merely be a matter of chance.
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