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capillaris, as well as the remaining immunological
response.
The oculat disease of our patient had a

remarkable similarity to syphilitic neuroretinitis
described by Duke-Elder as retinitis circum-
papillaris.8 Smith et al9 has proposed previously
that rare unilateral RP may in fact often have
represented seronegative syphilis. Since late
syphilis is extremely rare in Finland, it is an

unlikely cause of our patient's disease. On the
other hand, LB is endemic in the southwest
archipelago of Finland and the number of new
cases is also increasing in the southern parts of
the mainland, from where our patient came.-
We agree with MacDonald"' and others6"'

about the fact that serological testing for LB is
ambiguous. Furthermore, Isogai and coworkers
recently found Borrelia antibodies in a significant
number of patients with non-infectious uveitis
entities.'2 Our case stresses the need for sophisti-
cated methods to detect borrelial structures
within the eye. The high sensitivity and specifi-
city of the PCR method makes it one of the most
promising candidates among the technological
inovations in the diagnosis of borrelial and other
microbial infections.
The early diagnosis of ocular borreliosis is of

utmost importance. Elimination ofB burgdorferi
from the eye at the early stages of infection may

prevent the development of irreversible damages
and possibly also the triggering of the auto-
immune process.
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Two cases of coloboma associated with unbalanced
translocations
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Abstract
Two cases of coloboma are recorded, both
secondary to previously unreported unbal-
anced translocations. These cases underline
the association of chromosomal abnormalities
and coloboma, particularly when accompanied
by systemic abnormalities. They also highlight
the importance ofa full systemic assessment of
coloboma patients and adequate genetic
counselling for both patients and their families.
(BrJ3 Ophthalmol 1993; 77: 122-123)

Hereditary coloboma is described as an isolated
defect often inherited as an autosomal dominant
trait'2 and, less commonly, in an autosomal
recessive manner.34 An X-linked recessive
pattern has also been described.' It is a feature of
many syndromes, including various chromo-
somal disorders. These have been the subject of
exhaustive reviews.26 We report two patients
with coloboma/microphthalmos related to
unbalanced translocations not previously
described in the literature.

Case reports

CASE 1

A male only child of a phenotypically normal
father and mother presented at 4 months with
bilateral severe ptosis occluding the visual axes

(Fig 1, family 1, III-1). Both eyes were

microphthalmic with colobomas of the iris,
retina/choroid, macula, and disc. The child was

also found to have a duplex renal system, cerebral
atrophy, and developmental delay.

Bilateral frontalis sling ptosis procedures were

carried out, and the fixation pattern has shown a

steady improvement since then.
Chromosomal analysis revealed a 5-14
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Two cases ofcoloboma associated with unbalanced translocations

unbalanced translocation in the boy and a
balanced translocation between chromosomes 5
and 14 in the mother (Fig 1, family 1, II-2). His,
karyotype is 46, XY,der(14),t(5;14)(pl4;q32-3)
mat. The apparent duplication of the distal
portion ofthe short (p) arm ofchromosome 5 and
the deletion of the terminal end of the long (q)
arm of chromosome 14 is a result of inheriting a
maternal chromosome 14, the long (q) arm of
which was involved in a reciprocal translocation
with the short (p) arm of chromosome 5. The
mother's karyotype (which differed only in the
sex chromosome composition from her father's
(Fig 1, family 1, 1-1)) is 46, XX,t(5;14)(pl4;
q32-3)).

CASE 2
The only child (male) of phenotypically normal
parents presented with bilateral extensive
colobomas affecting the iris, choroid, and retina,
including the macular area and the optic discs
(Fig 1, family 2, III-1). This was more extensive
in the left eye. His fixation pattern was central,
steady but unmaintained on the right and central,
unsteady and unmaintained on the left. Further-
more, he had dysmorphic features, with a small
head, nasal bone aplasia, short neck, mental
handicap, and developmental delay.
The child's karyotype is 46,XY,der(8),t(4;8)

(pl2;p23)pat. There is an apparent duplication
ofmost ofthe short (p) arm ofchromosome 4 and
a deletion ofa small terminal portion of the short
(p) arm of chromosome 8. This is the result of
inheriting a paternal chromosome 8, ofwhich the
terminal section ofthe short (p) arm was involved
in a reciprocal translocation with most of the
short (p) arm of chromosome 4. The father's
karyotype is 46, XY,t(4;8)(pl2;p23) (Fig 1,
family 2, II-1).

Significantly, the paternal grandmother (Fig
1, family 2, 1-2) had a history of several mis-
carriages. Details of her karyotype and her
obstetric history are not available because she
lives in another European country. The mother
of our patient has also had a miscarriage sub-
sequent to genetic counselling.

Comment
Coloboma/microphthalmos is a relatively fre-
quently occurring ophthalmic defect. Most
cases are ofisolated ophthalmic defects unrelated
to other birth defects. Karyotypes are normal
and first degree relatives are clinically normal.
An autosomal dominant inheritance pattern for
this condition has been well recognised for
some time,' and an autosomal recessive pattern
has been suggested in some cases.34 The condition
is also described in conjunction with several

chromosomal disorders,2 including a deletion of
the retinoblastoma gene at 13q14.' Presumably,
the closure of the optic fissure is a complex
process which involves multiple genes. The
finding of a coloboma should alert the physician
to the possibility ofchromosomal disease and the
systemic complications this implies.8
Some unbalanced translocations in the fetus

are not compatible with life andmay be associated
with an increased risk of spontaneous abortion.
We describe two cases associated with specific

chromosomal disorders. The first involves an
unbalanced. translocation between chromosomes
5 and 14 resulting in duplication of the distal
portion of 5p and deletion of the terminal end of
14q. The second involves an unbalanced trans-
location between chromosomes 4 and 8 causing
4p trisomy and deletion of a terminal portion of
8p. The former also had severe ptosis and both
had significant systemic abnormalities such as
would be expected with these kinds of chromo-
somal abnormalities.

Following a literature search we believe this to
be the first report of the association of these
translocations with coloboma/microphthalmos.
A review of 27 cases of trisomy 4p9 showed one
case with unilateral coloboma and several other
ophthalmic abnormalities including strabismus,
pigmentary retinopathy, optic nerve hypo-
plasia, nystagmus, antimongoloid slanting, and
microphthalmia. In most of the families a parent
carried-a balanced translocation. However, none
involved chromosome 8 (see case 2).
The associations listed above highlight the

necessity for both a full ophthalmic examination
of the first degree relatives of all patients with
coloboma and a routine paediatric assessment,
including a karyotype, ofthe patients themselves.
We advise that the parents of coloboma patients
receive adequate genetic counselling if there is a
family history of coloboma or an abnormal
karyotype.
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