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Short report

Basilar artery aneurysm and Anderson-Fabry disease
D N MAISEY, AND J A COSH

From the Royal United Hospital, Bath

SUMMARY A case of basilar artery aneurysm is described. The patient had a family history of
similar aneurysms and also of a rare sphingolipidosis, Anderson-Fabry disease.

Anderson-Fabry disease is a rare X-linked dis-
order of sphingolipid metabolism in which there
is an accumulation of ceramide trihexoside'
caused by the absence of an enzyme, ceramide
trihexosidase,2 a specific a-galactosidase.3 Wal-
lace4 has reviewed the widespread clinical mani-
festations, which include a characteristic skin
rash (angiokeratoma corporis diffusum), hyper-
tension, renal failure, and neurological manifesta-
tions. The latter consist of attacks of severe
peripheral pain, strokes, dementia, and other
symptoms. Hemizygous males are clinically
affected much more than heterozygous females.5
There are characteristic histological changes in

many organs, the most significant involving the
smooth muscle of the media of small arteries.6
In the central nervous system neurovascular
abnormalities are prominent though individual
nerve cells are also directly affected.7 Gross dila-
tation of the arteries at the base of the brain
may occur.4
We describe here a case of basilar artery aneu-

rysm occurring in a woman with a well-docu-
mented family history of Anderson-Fabry disease
but who showed no other diagnostic features of
the disease.

Case report

A 50 year old woman presented to one of us
(JAC) in 1970 with hypertension which had been
first noted 20 years earlier. She had suffered from
agoraphobia for many years. Her blood pressure
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was 200/140 mmHg and there was a loud aortic
seccnd sound and grade 2 retinopathy. No neuro-
logical abnormalities were observed. Renal func-
tion was found to be normal.

In 1973 she was admitted to another hospital
with weakness, apathy, and urgency incontinence.
Extensor plantar responses were noted. Skin
lesions on the right wrist and left shin were
thought to be neurodermatitis, and her symptoms
were thought to be psychological in origin.

In 1976 she presented to the Royal United
Hospital, Bath with a severe influenza A pneu-
monia, requiring intermittent positive pressure
ventilation. After ventilation had been discon-
tinued she had episodes of dysphagia and inhala-
ticn and developed an aspiration pneumonia
which necessitated a further period of intermit-
tent positive pressure ventilation. At this time
her tongue was noted to be fasciculating. A
detailed neurological examination revealed a
euphoric affect, nystagmus to the left, intrinsic
muscle wasting of the hands, mild incoordina-
tion in the upper limbs, and a right extensor
plantar reflex. In retrospect there was a one-year
history of memory disturbance and drowsiness.
Choking had been observed before her admission
to hospital.

Computerised axial tomography (Frenchay
Hospital, Bristol) showed dilatation of the lateral
ventricles with a lesion that impinged on the
third ventricle and enhanced with meglumine
iothalamate (Conray). Angiography (fig 1) showed
a 70mm diameter elongated basilar artery aneu-
rysm, the remainder of the basilar artery being
grossly elongated and tortuous. A carotid arterio-
gram was also abnormal showing elongation and
tortuosity of the other major vessels.
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Anteroposterior view of left vertebral angiogram
showing giant basilar artery aneurysm.

No surgical treatment was undertaken. Care-
ful clinical examination of her slkin and eyes
failed to reveal any features characteristic of
Anderson-Fabry disease. She died suddenly six
months later after experiencing increasingly
severe occipital headaches. No necropsy was per-
formed.

FAMILY HISTORY

Our patient was the grand-daughter of Ander-
son's patient9 (Wallace, personal communica-
tion), and the family has been described in detail
by Wise et al.8 Our patient's mother died aged
57 years after a six-month period of apathy and
loss of memory, followed by coma for three days.
Postmortem examination of her kidneys con-
firmed that she had Anderson-Fabry disease.
There was gross fusiform dilatation of the
arteries of the base of the brain, particularly the
basilar, and a pontine haemorrhage. Steward and
Hitchcock"0 have described these pathological
findings in detail. Wallace4 has published a photo-
graph of the brain which shows the vessels to
bear a striking resemblance to that indicated by
the angiograms in our patient.
Our patient's brother died aged 50 years of

renal failure caused by Anderson-Fabry disease.
He also had gross vertebral and basilar arterial
dilatation practically identical to that of his
mother (Wallace, personal communication).

Discussion

Aneurysm and elongation of the basilar artery is
a recognised cause of posterior fossa symptoms
and signs. These changes are usually ascribed to
atherosclerosis." Anderson-Fabry disease has not
been recognised as a potential cause.'" A familial
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tendency to basilar artery aneurysm has not been
descrilbed.
The relationship between the arterial changes

observed in our patient and Anderson-Fabry
disease is open to more than one interpretation.
Our patient's mother showed that women patients
with Anderson-Fabry disease may not have the
characteristic rash." However heterozygous
women can virtually always be detected by care-
ful ophthalmological examination of the
cornea."1" Our patient had a 50% chance of
inheriting the disease from her mother.14 Possibly
she had the disease manifested clinically only by
hypertension, presenile dementia, and abnor-
malities of the large cerebral arteries. The alter-
native explanation is that she was not a carrier of
Anderson-Fabry disease but had inherited from
her mother som,e other genetic tendency to basilar
artery aneurysm formation. Several authors do
not refer to large cerebral artery abnormalities
as a feature of Anderson-Fabry disease.718 117
Christensen Lou and Reske-Nielsen"8 described
slight diffuse thickening of the arteries of the
circle of Willis in one case, and pronounced
atherosclerotic changes in another. It may be
that the occurrence of basilar artery aneurysm in
the mother and brother of our patient was coin-
cidental. Steward and Hitchcock"0 did not state
whet-her the mother's basilar aneurysm showed
histological features specific to Anderson-Fabry
disease. They implied that it was the result of
atherosclerosis. Possibly our patient's mother
and brother also had hypertension and this was
the common factor resulting in the aneurysm.
The findings in this case suggest that more

information on the frequency and pathogenesis
of basilar artery aneurysm is required before it
can be regarded as a feature of Anderson-Fabry
disease. It would be interesting to determine
whether there is a familial tendency to basilar
artery aneurysm or whether there is a familial
relationship to Anderson-Fabry disease. It should
be noted that the diagnosis of Anderson-Fabry
disease is frequently missed or long delayed.'
We acknowledge gratefully the help of Dr G
Wakefield, Mr D Phillips, Mr J Griffiths, and
Dr R Tan in the clinical care of this patient,
and in particular Dr H Wallace for much helpful
information.
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