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Table2 Retinopathy of prematurity

Year of birth Number Birthweightin g

1966 1 1304

1967-70 0 -

1971 3 1304,1474, 1503

1972 2 709, 1361

1973 and 74 0 -

1975 1 907

1976 and 77 0 -

1978 1 998

1979 2 <907,992

1980 1 1247

Table3 Birthweightand 1Q

Birth weight Total LowIQ Normal IQ
F M F M F M

<2-5kg 7 15 3 12 4 3

=2-5kg 26 45 7 16 19 29

Notknown 1 5 - 4 1 1

Totals 34 65 10 32 24 33

autosomal recessive in causation (42), few could be
said to be preventable by the parents’ refraining from
having children. Only the seven dominant cases, and
possibly one of the two with X-linked ocular albinism,
the X-linked retinoschisis, the X-linked retinitis
pigmentosa, and the case of autosomal recessive
retinitis pigmentosa might have been avoidable
through genetic counselling. The boy with Norrie’s
disease and his younger brother, also affected but not
yet at school, probably had inherited a mutation
from his mother.* The girl from a family with definite
X-linked retinitis pigmentosa' may be showing
a surprisingly severe manifestation of the carrier

Table4 Probability of heredity as a cause of blindness
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state. Her mother is a carrier, but the girl’s electro-
retinogram (ERG) is not typical, and high myopia
is a factor in her ‘blindness’; she has no chromo-
some abnormalities which might have offered an
explanation for this anomaly.

Consanguinity of parents was totally absent, which
eliminated one support for a diagnosis of recessive
disease. In contrast, in Yamanashi, Japan, 12% of
the non-environmental cases had some consanguinity
of parents, the majority being full cousins.? However,
that cultural difference is probably diminishing with a
fall in the rate of consanguineous marriage in Japan,
once the highest in the world."

All but one of the 12 cases of the remarkably
common retinal aplasia was sporadic, as would be
expected in autosomal recessive disease. The one
exception had an elder sister affected, but no coun-
selling was given to the parents after the first child
was diagnosed — which also applied to the family of
the girl with autosomal recessive retinitis pigmentosa.
Itisinteresting that no cases of retinal aplasia (Leber’s
congenital amaurosis) were seen in Yamanashi,
Japan.?

Many diseases may be difficult for a non-geneticist
to attribute to an autosomal recessive cause.” The
diagnosis will be very difficult in very rare diseases, as
in at least one of the males with macular ‘coloboma’
(foveal dysplasia) plus retinal aplasia — an affected
elder brother makes a recessive cause likely*— and in
bilateral non-attachment of retina." Indeed there
may well be other cases in Table 1 with unsuspected
recessive disease, and it is very likely that the
catalogue of such diseases in general is still in-
complete.

Although bilateral congenital cataract is generally
thought to have a good prognosis, there are 12 out of
99 cases in this blind school. The proportion that

Likelihood Auto- Auto- X- Chromosome Total
of being somal somal linked
hereditary dominant recessive
++ (Very
probable) 7 24 5 . 36
+ (Probable) 0 12 0 0 12
+ (Possible) 0 1 0 1 Down’s syn- 5
drome 3 dcle-
tionin short
armchr 11
? (Suspected) 0 S 0 0 S
None - = - - 40
Subtotal 98
+1 Haemolytic discase 1
Total 99
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these 12 constitute of all cases of congenital cataract,
presumably most coping adequately enough after
operation, is unknown. The apparently unrelated
systemic diseases in the sporadic cases may be
interpreted as suggesting they are not hereditary in
origin, although recessive inheritance is possible.
There were twice as many males (eight) as females
(four), an inexplicable inequality also noted in child-
hood cataract blindness in 1967." The proportion of
cases of blindness due to congenital cataract was even
higher in Yamanashi (16/67) than in Edinburgh (12/
99), the latter figure being very similar to that for
England in the age group 5-15 in 1969-76."

In general, males (65) considerably outnumber
females (34), yet only five cases have X-linked
recessive disease (of which one is actually a female).
The female:male ratio, in the very probably and
probably hereditary group, excluding the five cases
with X-linked disease was, very surprisingly, 19:27.
Perhaps even more surprising was the ratio in the
definitely non-hereditary group, namely 11:29. In the
Yamanashi Blind School survey a similar under-
representation of females compared with males was
- found both in the hereditary group (12 F to 21 M
in the dominant and (very) probably autosomal
recessive) and the non-hereditary group (5§ F to
13 M). Overall in Japan there were 20 F to 28 M in the
<18 years age group, which excludes the 3Fand 16 M
in the = 19 years group, in whom ‘retraining’ may
have been more favoured by, or for, males. The S F:7
M ratio in our retinal aplasia cases may easily be due
to chance or to lack of differentiation within a
heterogeneous group. The 2 F:9 M ratio in retino-
pathy of prematurity is difficult to explain. Neither
Sorsby’s statistics” nor those of Fraser and
Friedmann” show a male excess in retrolental
fibroplasia as it was then called, but two other reports
have recorded a preponderance of males,""”
attributed to their greater immaturity than girls for a
given birthweight.

In the group with low birthweight (<2-5 kg) and
low IQ there is a preponderance of males,3Fto 12 M,
but in the small group with a low birthweight but
normal IQ there is no significant difference, 4 Fto3M
(Table 3). An excess of males is also seen in those
with normal IQ and normal birthweight, 19 Fto 29 M,
and even more so in those with low IQ and normal
birthweight, 7 F to 16 M. Insix children, 1 Fand 5 M,
the birthweight was not known; 4 M had low IQ, and
1 F and 1 M were mentally normal.

The excess of males is difficult to understand. More
male babies destined to be blind may survive for
some reason. However, the parents of male blind
children may feel that these boys should have every
educational advantage available, even if this means
residential schooling far from home. They may prefer
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to keep blind girls at home, regarding them as
ineducable, or send them to homes for the multiply
handicapped, perhaps feeling that education may not
be so important for them and also perhaps being
unwilling to allow their daughters to live away from
home at an early age. Table 3 shows that the excess of
males is marked in the low IQ group, which is
consistent with these explanations.

The much greater apparent prevalence of optic
atrophy (38% of blind males and the same proportion
of blind females) aged 5-15 in England 1969-76" than
in our series (15/99) and in the Japanese series (1/67)
may be at least in part due to the use of that diagnosis
as a broader category in the English series." Indeed,
optic atrophy is a very imprecise diagnosis.

In Yamanashi 14-5% of the school age children
had retinopathy of prematurity. However, the young-
est was 11 years old, which may indicate the dis-
appearance in Japan of this disease, which has been
described as iatrogenic. Fraser and Friedmann
record figures which clearly show the epidemic in
England and Wales between 1946 and 1956.™ Our
Table 2 may be interpreted as supporting the view
sometimes expressed that the disease in Britain,
having almost disappeared around the mid-1970s,
has recrudesced in the last decade. This has been
explained by a recent trend towards high-technology
rescue of ever smaller weight premature babies who
would not previously have survived. Evidence in
Table 2 may support that. Of those with births
between 1966 and 1972, only one weighed less than
1000 g, whereas during 1975-80 only one weighed
more than 1000 g. Similarly, the latter evidence
would support a paediatrician’s claim that measures
to prevent this disease have been successful in
premature babies with a weight of 1000 g or more.
Our preoccupation with sight, however, should not
blind us to the multiple handicaps both in this
important subgroup and in all the other pupils.
Ophthalmic morbidity from prematurity is presum-
ably more common than frank ophthalmic mortality
(that is, blindness), so that blindness statistics under-
estimate the penalty from prematurity. Furthermore,
prematurity is a cause of many non-ocular defects in
the visual system (Table 1) and of course in many
other systems.

Ophthalmologists, having chosen a specialty which
absolves them almost entirely from dealing with the
problems of general disabling chronic disease and
dysthanasia™ (unpleasant or painful death, compare
euthanasia), may be oversensitive to the multiple
handicaps in some unfortunate patients. Paedia-
tricians (and geriatricians, among others) have chosen
specialties which demand involvement with patients
on many difficult risk-taking occasions, including
resuscitation and survival. Vicarious responsibility
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by parents (or other relatives) and doctors for
decision making on behalf of premature and
predictably multihandicapped, mentally retarded,
sightless, and insightless babies (or others)- has
attracted more critical discussion recently.”*

There were three victims of injury euphemistically
called non-accidental, all being mentally retarded.
No such diagnoses were made in the Yamanashi
Japan, survey.’

Scotland produced only one case in which high
myopia may have been a contributory factor (the
female probable carrier of X-linked retinitis pig-
mentosa), whereas 5/67 were found in Yamanashi.* It
is surprising that one case of Behget’s disease, with a
very well justified diagnosis, was found in Scotland.
Only one was also found in Yamanashi Blind School,
but the disease is far more prevalent in Japan -
10/100000 compared with 0-6/100000 in Britain.”

The staff at the Royal Blind School have a clear
impression of an increase in multiple handicap among
the pupils, but that may well result from a reduction
in the prevalence of ‘pure’ blindness, so that more
places are available for the multiply handicapped
who previously had to go to other institutions. As in
Yamanashi, Japan, we have been impressed by the
happy atmosphere among the pupils in the Blind
School and the very high standard of care and
education provided by the very concerned teachers
and other staff. The staff:pupil ratio is necessarily
high. Their very sheltered environment and the
sharing of their affliction with many blind peers help
the blind children to minimise their great misfortune,
albeit at high economic cost. It is probably easier to
become reconciled to blindness or other handicap
starting from birth or early childhood than to later
blindness. However, at the end of their school days,
their problemsincrease considerably, asthey compete
in the sighted world for training and employment.
We may be guilty of overvaluing sight, as sighted
individuals with a professional concern with alleviat-
ing defects in vision. The information we provide on
hereditary risks (we never volunteer advice) in our
ophthalmic genetics clinic probably has less effect
than we originally hoped and expected, but does
probably make some contribution to the prevention
of blindness, often of a lifetime’s duration.
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