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Comparable Slow Infections
Veterinary cience has provided us with a parallel bi

phasic pathological process taking place in animals. This
is visna, an ataxic paralytic disease of sheep eau ed by a
virus." Sigurdsson et al.' described this a a' low infection'.
During a prolonged premonitory period without obvious
clinical symptomatology, the virus concerned can be
isolated, leucocytosis occurs and antibodies are produced.
This is followed by a secondary phase with the develop
ment of neurological signs and a completely different
pathological picture. MS may have two similar phases, the
first sensitizing and the second and subsequent de
myelinating.

Another animal condition which has been compared with
MS is scrapie, a chronic neurological disease of sheep,
characterized by an exceptionally long incubation period,
pruritus and ataxia with pathological changes in the eNS.
Field" claimed to have produced scrapie in white mice in
jected with material from a human case of MS, but Dick
et al.'" were unable to produce scrapie in sheep injected
with human MS material. Be that as it may, scrapie is
doubly of interest in South Africa, for, although it has
been known in Europe for more than 200 years, it was not
identified in South Africa until May 1966.n The diagnosis
was made amon~ the progeny of Hampshire Down sheep
imported from England. The agent of scrapie is extremely
small and much more resistant to the action of ionizing
and ultraviolet radiation than any known virus. This may
be true of the MS agent as well, and may explain the
difficulty in isolating it. If the contention made in this
paper is correct, viz. that MS, instead of being a rare
condition in South Africa, is becoming relatively common
through the introduction of some exotic infective agent,
the same may be said of scrapie. There is no evidence to
show that it is the same infective agent in the two condi-

tion , but the relatively recent appearance of both in thi
country may be more than coincidence and may be
omehow connected.

S MMARY

Statisti~al ev~dence is presented that in outh African multiple
scleroSIS, whIch was extremely rare 20 year ago, is becoming
more frequent. During the last 4 or 5 years the incidence has
increased ignificantly in locally-born White uogestino an
inf~ctive basis. The absence of any proved ca ~ a~ong B"anlU
poLO.tS to ome fa<:tor other than inf~tion al~:Jne. Thi may be
explicable on an tIDffiunologlcal ba I ; auto-Immune reaction
are extremely rare in the Bantu. The ugge tion i made that
in MS during a chronic infection (Iow virus or infective
agent) soluble myelin antigens induce antibody formation:
biological reactivation of the infective agent timulate the
formation of further antimyelin antibodies which produce the
MS relapses.
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HEREDITARY RE AL DISEASE, RETINITIS PIGMENTOSA AND OTHER OMALIES*
A. c. ASMAL, M.B., B.S. (LOND.), F.C.P. CS.A.), Department of Medicine, University of atal and King Edward

VllI Hospital, Durban
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was no history of loin pain, haematuria, or swelling of
the face. The facies showed striking bilateral ptosis (Fig.
I). There was a single transverse palmar crea e. The typi
cal picture of retinitis pigmento a with attenuated ar
terioles, typical 'bone corpuscle' pigment clumping, but
no optic atrophy, was seen. There wa no evidence of
cystinosis on slit-lamp examination. Visual acuity wa
6/12 in both eye. Apart from the ptosi, the ocular
movements were normal. The rest of the general examina
tion was normal, and the secondary sexual characteri tic
were well developed.

Special investigations. The haemoglobin concentration
was 11·5 G/lOO ml. and the MCHC 31. There were
9,000 white blood cells/cu.mm., with a normal differential
count; the peripheral smear showed an elliptocytosis. The
erythrocyte sedimentation rate was 33 mm. in I hour
(Westergren) and the blood urea concentration wa 18
mg./lOO m!.

Further result obtained were:
mEq./litre. erum pota ium 4·3

CASE REPORTS

'Date received: 11 De<;emher 19 .

Case]
A 15-year-old Indian female presented with a 7-year

history of episodic swelling of the legs, and of night·
blindness with progressive deterioration of vision. There

The association of retinitis pigrnentosa and hereditary
renal diseases has only recently been described.'" While
hereditary renal diseases may comprise a wide range of
disorders;-' their presentation with both glomerular and
tubular dysfunction has not been recognized. The fre
quent combination of eye, ear and renal disease with X
linked transmission' introduces the possibility that the
above repre ents partial expression of a more complete
yndrome. The 2 siblings to be described how evidence

of familial renal, ocular, auditory and haematological ab
normalities which may be compatible with a greater de
gree of expression of the same syndrome.
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chloride 101 mEq./Iitre, erum calcium 10'0 mg./l00 m!..
erum pho phate 3'7 mg./100 ml., erum cholesterol 260

mg./IOO ml. and Kolmer cardiolipin negative. Haemo
globin electrophoresis and chromo omal analysi were
normal.

Urinaly is and tests of renal function showed pH 6·5.
albumin + +, WBC ±5/high-power field, a single positive
urine culture with E. coli> 100,000 organisms/ml., crea
tinine clearance 17·6 ml./ min. /sq.m., and a normal intra
venous pyelogram. Urine concentration and dilution test
were normal and there wa no glycosuria. rinary
chromatography revealed a panaminoaciduria. The
urinary titratable acidity was 8·5 mEq.j24 hours, and the
ammonia excretion 12·3 mEq./24 hours. The short am
monium chloride te t." despite increasing the pre-existing
sy temic acidosis significantly, failed to reduce the urine
pH below 6'0, thereby confirming the existence of a renal
tubular acidosis.

Fig. 1. Case I, see text.

Case 2
The 23-year-old female sibling of case I presented with

a history of ill health for many years. This included night
blindness which had been present since early childhood
and which was worsening; weakness; lassitude and in
creasing deafness. The presence of ptosis, and resemblance
to her s;bling. can be seen in Fig. 2. The typical picture
of retinitis pigmentosa was seen as in case I. Visual fields
showed a evere peripheral constriction with isual acuity
reduced in both eye to 6/60. Audiometry confirmed a

unilateral nerve-deafnes . The remainder of the examina
tion wa normal.

Special invesligations. Her haemoglobin concentration
was 13·5 G /100 ml., her MCHC was 35, and she had
7,000 white blood cells/cu.mm. Erythrocyte sedimentation
rate was 45 mm. in I hour (Westergren), and the peri
pheral smear was normal. Other tests gave the following
results: blood urea 25 mg. /100 ml., serum sodi urn 137
mEq./ litre, serum potassium 4·3 mEq./Iitre, se;'um
chloride 100 mEq.j1itre, serum calcium 100 mg./ 100 ml.;
serum phosphate 4·0 mg./l00 ml., serum cholesterol 270
mg./IOO ml., plasma albumin 3·5 G/IOO ml., plasma glo
bulin 2·9 G/IOO ml. Kolmer cardiolipin negative. Radio
graphs of the spine showed increased vertical striation
suggestive of multiple haemangiomata (Fig. 3). Radio
graphs of the skulJ and chest and skeletal survey were
normal.

Fig. 2. Case 2, see text.

Urinalysis and tests of renal function showed: Urine
pH 6'5, albumin + +, WBC + + /high-power field with a
single po itive culture of E. coli> 100,000 organisms/ml.
Creatinine clearance was 18'0 mJ./min./sq.m., and an in
travenou pyelogram wa normal. Urine electrophoresis
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showed no features of tubular proteinuria. rine concen
tration and dilution tests were normal, and there wa no
glycosuria or aminoaciduria. The urinary titratable acidity
was 9·3 mEq.j24 hours, and the ammonia excretion 6·2
mEq.j24 hours. Ammonium chloride loading, as in case
I. produced a ignificant increase in the pre-existing aci
dosis but failed to lower the urine pH below 6-0, thereby
confirming the existence of the renal tubular acido is.

Fig. 3. Radiograph of spine shows prominent vertical
striation of vertebrae.

Case 3
An Indian male of 26 years was admitted to hospital

4 years before his siblings, with malignant hypertension
and uraemia from which he died 10 months later. His
resemblance to his siblings (Fig. 4), glycosuria and pro
teinuria suggested a similar condition, but no data were
available.

Investigation of the family pedigree revealed a high
degree of consanguinity, in that the patients' father
was married to his own niece. Of the offspring of the
consanguineous marriage, 2 are affected with an ailment

from which pos ibly a third died: 2 died in infancy of an
unknown illne . and 4 are alive and apparently a ympto
matico Examination of the e indi idual howed no clear
evidence of auditory. ophthalmic or renal disease.

Fig. 4. Case 3. cc tcxt.

DISCUSSIO'

Hereditary renal di eases may present with a nephritis
type le ion, or with tubular defects."" Hereditary nephriti
itself may occur either as an isolated delect, or (more fre
quently) with hereditary nerve-deafness, when it is re
ferred to as Alport"s syndrome. The natur ~ of the dis
order, whether a pyelonephritis or a glomerulonephritis.
is not clear on clinical or pathological grcunds,'''· The
only consistent findings on urinalysis are proteinuria and
the presence of red and white cells, and casts."

That the patients have a nephritis-type lesion is sug
gested by the proteinuria, the diminished glomerular fil
tration rate, and the presence of casts. red a:.d white cells
and organisms in the urine. The last findings may be ex
plained on the basis of an acquired pyelonephritis. How
ever, the findings are quite consistent with the observation
that patients with hereditary nephritis are more prone to
renal infection ," Furthermore. the presence of a nephritis
type lesion in 3 members of a family, one of whom al 0

has nerve-deafnes, in a sociation with a (:anamino
aciduria and other stigmata of hereditary di ease. would
suggest that the renal di ea e it elf has a hereditary basi .
The panaminoaciduria is al 0 significant in it recognized
association with hereditary but not acquired renal
disease.",1J

Renal tubular acidosi may occur either as a primary
hereditary disorder or secondary to a variety of other
hereditary or acquired diseases." The presence of renal
tubular acidosis wa suggested by the y temic acidosis
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a ociated with dirnini hed urinary titratable acid and am
monia excretion, and confirmed by the ammonium
chloride test in which the urinary pH fell only to 6'0
well above 5'4, the lower diagnostic limit in renal tubular
acido i ." In the light of the e idence that the renal di
sea e i probably hereditary, an acquired 'pyelonephriti '
cannot be incriminated as the cau e of the tubular acido
sis, which would thus al 0 appear to be inherited. Any
postulate that the tubular acido i itself might be the
cause of an acquired 'pyelonephritis' can be discounted by
the evidence that has already been di cussed in favour of
the nephritis being hereditary, and by the observation
that tubular acidosis is unlikely to produce a pyelone
phritis in the absence of nephrocalcinosis."

Retinitis pigmentosa has been associated with a variety
of manifestations ranging from neuropsychiatric,"·l9 meta
bolic';"" and haematological" to auditory" and renaL'!!'"
In these patients ptosis and nerve-deafness represent
neurological and auditory features, and elliptocytosis a
possible haematological manifestation, particularly as
acanthrocytosis of red cells and retinitis pigmentosa are
well associated. Cystinosis as a cause of the Fanconi syn
drome is well recognized; a an associate of retinitis pig
mentosa it is less well known. 0 evidence of cystinosis
was found.

The combination of retinitis pigmentosa and renal
disease is rare. The patients described by Jackson and
Linder' had the features of the Fanconi syndrome and
retinitis pigmentosa. They also howed some glomerular
dysfunction but no casts and cells in the urine, and minimal
proteinuria, which might have been of the tubular variety,'"
i.e. they had no clear features of a nephritis-type lesion.
While other varieties of ocular defects have been associated
with Alport s syndrome for some time, '•." the first descrip
tion of a nephritis-type lesion with retinitis pigmentosa was
presented by Meier and Hess! Their patients showed pro
teinuria and glomerular dysfunction but no tubular
acidosis or aminoaciduria. This is the first paper in which
the association of retinitis pigmentosa with a renal disease
that has features of both a nephritis-type lesion and of
tubular dysfunction has been described.

The peculiar striated appearance of the spine on radi
ography remains unexplained. It may represent a develop
mental anomaly, as may the presence of a single trans
verse palmar crease.

That the various conditions described above are fami-

hal eems fairly certain. In view of the known hereditary
association of these di orders with one another it is
reasonable to postulate a genetic transmission. The X
chromo ome may be significant in this regard in view of
the observation by Perkoff' that almost one-half the di-
eases of man that have been accepted as X-linked or

probably X-linked are diseases of the eyes. ears and
kidneys.

SUMMARY

A family is reported in which 2 siblings presented with
retinitis pigmentosa and hereditary renal disease, from which
possibly a third died.

Apart from the rarity of the combination of hereditary
renal disease and retinitis pigmentosa, the particular pattern
of renal disease with features of both a nephritis-type lesion
and of renal tubular acidosis appears to be unique.

It is possible that hereditary renal disease, retinitis pig
mentosa and the other associated anomalies are transmitted by
closely linked genes, the variable expression of which
provides a spectrum of overlapping disorders.

I wish to thank Dr A. W. Hift under whose care the two
patients were admitted; Prof. S. M. Joubert for tbe biochemical
investigations; Miss S. K. Liljestrand for the photography; and
Dr H. R. J. Wannenburg, Medical Superintendent, for per
mission to publish.
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GEDISSEMINEERDE SKLEROSE MULTIPLE SCLEROSIS

Die Suid-Afrikaanse asionale Gedissemineerde Sklerose
Vereniging wens dokters daaraan te herinner dat dit tans
besig is met navorsing i.v.m. die siekte en daar word gepoog
om gevalsgeskiedenisse te bekom van alle pasiente met
moontlike of waarskynlike gedissemineerde sklerose. Dit
sal baie waardeer word as enige dokter wat weet van 'n
pasient wat moontlik gedi semineerde sklerose het, met die
pasient se toestemming, vertroulike inligting sal verskaf aan
die .1ediese Direkteur, Suid-Afrikaanse asionale Ge
dis emineerde Sklerose Vereniging. Villiersweg 295.
Walmer, Port Elizabeth.

The South African National M ultiple Sclerosis Society
wishes to remind doctors that it is currently carrying out
research into this disorder and is endeavouring to obtain
the case histories of all patients with possible or probable
mUltiple sclerosis (di/iseminated sclerosis). It would be
greatly appreciated if any doctor knowing of a patient who
might possibly have multiple c1erosis would (with the per
mission of the patient) provide the information con
fidentially to the Medical Director, South African ational
Multiple Sclerosis Society. 295 Villiers Road, Walmer, Port
Elizabeth.


