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Abstract

We report a family whose members have familial spastic paraplegia (FSP) associated with
epilepsy. A man and his sister initially had primary generalized epilepsy with tonic-clonic seizures,
but they have had no seizures for years. However, they developed spastic paresis of the lower
extremities and presently show features of FSP. Their mother seemed to have suffered from FSP.
One son of the female patient has epilepsy. The clinical picture of this family suggests a close
relationship between FSP and epilepsy.
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Abstract. We report a family whose members have familial spastic paraplegia
(FSP) associated with epilepsy. A man and his sister initially had primary generalized
epilepsy with tonic-clonic seizures, but they have had no seizures for years. However,
they developed spastic paresis of the lower extremities and presently show features of
FSP. Their mother seemed to have suffered from FSP.  One son of the female patient
has epilepsy. The clinical picture of this family suggests a close relationship between
FSP and epilepsy.
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Some cases of familial spastic paraplegia (FSP) are associated with other neu-
rological abnormalities, and others are “pure” cases, which show only spastic para-
plegia. Among them there have been some, but not many cases with epilepsy
(1,2). We observed a family whose members have FSP, and in whom epilepsy
tended to occur.

CASE REPORT
Case 1 : 37-Year-Old Male

Family history.  His mother (Case II-2), who is dead, had difficulties in walking
since about 40 years of age (Fig. 1). She stumbled often, and became more and
more disabled. She died of a cerebral infarction at the age of 50. The patient
(Case 1) recalled that his mother’s walk was just like his own. There were no neu-
rological abnormalities in other members of this family except for one of the pa-
tient’s sisters (Case 2).

Clinical course. 'There were no perinatal or developmental abnormalities. When
he was twelve, he developed generalized convulsions and was taken to Okayama
University Hospital. He was diagnosed as having primary generalized epilepsy
with tonic-clonic seizure and has since been taking antiepileptic drugs. At the
time of onset, seizures occurred several times a year, but they gradually decreased
in frequency and severity, taking on the character of short lapses of consciousness.
For the last ten years he has had no seizures, although he often forgot to take his
drugs. On the other hand, he developed gait disturbance at seventeen, which
gradually progressed. At the age of 30, he could no longer ride a bicycle.
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Fig. 1. Pedigree of family.

Neurological examination at present reveals a marked increase in muscle to-
nus and spasticity of the lower extremities. His legs look like clubs and show pes
equinus deformities. He can not walk alone, but can walk very slowly with the
help of others or by holding something. Deep tendon reflexes are hyperactive,
and pathological reflexes are positive. There is no nystagmus, dysarthria or sen-
sory disturbance. He has normal intelligence. (He graduated from a university
and works for a company.)

Complete blood count, blood chemistry and urinalysis showed no abnormality.
EMG, cerebral CT scan and cervical spine roetgenogram were all normal. EEG
showed a basic activity of 10-11¢/s waves and bilateral, synchronous spike-and-
wave complexes (Fig. 2).

Case 2 : 35-Year-Old Female
She graduated from a college and married to become a housewife.
Clinical course. At the age of fourteen, she developed generalized convulsions
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Fig. 2. Case 1. EEG exhibits bilateral, synchronous spike and wave discharges.

and was diagnosed as having primary generalized epilepsy. Seizures gradually
reduced in frequency, and finally disappeared eight years ago. She did not take
her drugs strictly. At about thirty, gait disturbance appeared and has gradually
increased in severity.

Neurologically, there are spastic paraplegia, increased tendon reflexes and
positive pathological reflexes in the lower extremities. Her gait is spastic, but is
not scissors-like. Her disability is milder than her brother’s (Case 1).

EEG shows bilateral, synchronous spike-and-wave complexes. Blood chemis-
try is normal. Cerebral CT scan and cervical spine roentgenogram show no ab-
normalities.

Case 3 : 12-Year-Old Boy(Son of Case 2)

There was no abnormality at birth or during development. He developed
generalized convulsions at seven years and six months, was diagnosed as having
epilepsy and has been taking antiepileptic drugs since. There have been 4 seizures.

At present there is no neurological abnormality, no spasticity of the legs and
no gait disturbance. EEG shows frequent bilateral, synchronous spike-and-wave
complexes (Fig. 3).

DISCUSSION
The neurological features of Cases 1 and 2 are compatible with FSP on
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Fig. 3. Case 3. EEG shows diffuse spike and wave bursts.

account of familiality, spastic paraplegia, negative cerebellar sign, negative sensory
disturbance and normal intelligence. Their mother, of whom information is lack-
ing, may have had FSP. The age at onset of FSP, however, was rather advanced
in the mother and Case 2. Cases 1 and 2 of this family developed epilepsy first
and then had FSP, that is, as the seizure activity decreased in severity, the features
of FSP gradually appeared and progressed. Their seizure activity decreased and
became very slight over the course of years. There have been no seizures for eight
to ten years in spite of irregular drug intake.

The essential feature of FSP is of a spinal lesion. Some cases are known to
be associated with diseases of other sites, but relatively little attention has been paid
to epilepsy and EEG abnormalities (1-7).

In 1962, Bruyn and Mechelse (8) noticed the association of FSP and epilepsy
and insisted this was not a mere coincidence. In Japan, Riku and Koike (9) re-
ported in 1983, two cases in a family very much like our cases.

Epilepsy may be attributed to cerebral or thalamic lesions, and FSP, to spinal
cord lesions. Epilepsy and FSP, whose pathological lesions are considered to be
different, are closely related in these cases. How they may be related is an inter-
esting problem which requires investigation.
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