Ocular abnormalities in Floating-Harbor syndrome
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We present the first case report of a comprehensive eye examination in a patient with Floating-Harbor syndrome. Ocular findings
were limited to partially accommodative, acquired esotropia, and
unusual eyelashes. A variety of other ocular features have been previously reported in the nonophthalmic medical literature and are
herein reviewed.

F

loating-Harbor syndrome (FHS) is a rare disorder
described initially by Pelletier and Feingold in
1973 at Boston Floating Hospital and by Leisti and
colleagues in 1975 at Harbor General Hospital in Torrance,
California, hence the assignment of the ‘‘Floating-Harbor’’
moniker.1,2 The syndrome is characterized by short stature
with delayed bone age, stereotypical facial appearance
(triangular face and large nose), and delayed development
of expressive speech.3 The diagnosis is based on clinical
grounds only, as no laboratory test has yet been established.3 The clinical features can resemble patients with
velo-cardio-facial syndrome, which can be ruled out by
a normal fluorescence in situ hybridization 22q probe.3

Case Report
A 5-year-old Hispanic boy presented for his first eye examination with a chief complaint of esotropia noted since
1 year of age. He was born full term but small for gestational age. His medical history was notable for chronic
failure to thrive, dysmorphic facial features, and speech
and developmental delay. He underwent placement of
a gastric feeding tube at 4 years of age that resulted in
a marked improvement in his growth. Family history
was noncontributory.
The eye examination revealed central, steady, and maintained fixation with each eye, intact pupillary function, and
normal anterior segment and posterior segment ocular
anatomy in both eyes. The external examination results
were notable only for unusual curly, long, and irregularly
distributed eyelashes on the upper and lower lids of both
eyes (Figure 1). Motility testing showed a comitant 55D
esotropia, with normal ductions and versions in each eye.
Retinoscopy after 1% cyclopentolate eye drops revealed
14.00 1 1.00  90 in both eyes.
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FIG 1. Photograph of patient’s left eye, showing the curly, long, and
irregularly distributed eyelashes.

On 3 consecutive examinations during the next 1.5 years,
the results were notable only for a partially accommodative
esotropia with a residual comitant esotropia of 35D with
glasses, and his unusual eyelashes. The visual fixation, pupil
function, and ocular anatomy remained unremarkable.
Repeat cycloplegic refraction was unchanged.
The patient initially was seen by a pediatric geneticist at
the age of 3.5 years, and yearly thereafter. He was assigned
a diagnosis of Floating-Harbor syndrome at 5.5 years of
age. At that time his height was 94.8 cm (0.02% of growth
percentile based on stature for age), weight was 14.40 kg
(0.41% of growth percentile based on weight-for-age),
and head circumference was 48.0 cm (\5th percentile of
growth based on head circumference for age). Other findings included mild global developmental delay, marked expressive speech delay, triangular face, prominent nose,
smooth philtrum, thin upper lip, poor dentition, and posteriorly rotated ears (Figure 2). Laboratory studies were
normal, including urine organic acids, plasma amino acids,
and high-resolution chromosome analysis. Fluorescence in
situ hybridization and chromosomal microarray analysis
failed to show a deletion at 22q.

Discussion
The patient presented here was diagnosed with FloatingHarbor syndrome based on his short stature, expressive
language delay, characteristic appearance of a triangular
face and large nose, and normal laboratory testing.3 The
results of his eye examinations were notable only for
partially accommodative comitant esotropia and unusual
eyelashes.
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FIG 2. Photograph of front (A) and side views (B) of patient’s face, showing triangular face, prominent nose, esotropia, smooth philtrum, thin upper
lid, poor dentition, and posteriorly rotated ear.

Table 1. Review of ocular findings in Floating-Harbor syndrome1-13
Ocular findings as reported (n 5 38)
Deep set eyes
Long eyelashes
Broad intercanthal distance
Esotropia
Prominent eyebrows
Narrow palpebral fissure
Hyperopia
Prominent eyes
Down-slanting palpebral fissure
Up-slanting palpebral fissure
Amblyopia

Total
32
24
14
6
4
3
3
2
2
1
1

The prevalence of the most prominent features in all
reported patients at the time with Floating-Harbor syndrome were last reviewed by De Benedetto and colleagues
in 2004.4 These authors included 26 cases, after rejecting 5
previously reported cases as inconclusive, and listed the ocular findings of deep set eyes, long eyelashes and strabismus
only.4 We have identified an additional 12 reported cases
that were not captured in the report of De Benedetto and
colleagues, including the case described here.5-13 A summary of all the reported ocular findings as noted in the
original publications is shown in Table 1. Note that none
of these previous reports detailed the results of a comprehensive eye examination or even stated that an ophthalmologic examination was performed, thus, positive eye
findings may have been overlooked and underreported.
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Also, none of these reports mentioned negative eye finding,
such as ‘‘strabismus was not evident,’’ so that we cannot
state with any confidence the real prevalence of any of these
ocular findings in Floating-Harbor syndrome. Of note, the
patient reported here did not have deep set eyes, telecanthus, or unusual eyelids or eyebrows as reported in many
of the patients with Floating-Harbor syndrome.
Of interest, all the patients with strabismus were noted to
have esotropia, but no additional ocular motility details
were reported in any of the cases previously published. Regardless, strabismus must be considered a low incidence
finding, occurring in 6 of 38 cases of Floating-Harbor
syndrome. Alternatively, the strabismus may actually
represent a nonspecific association with Floating-Harbor
syndrome, perhaps more related to the developmental
delay or failure-to-thrive status of these patients.
Although not required to make a diagnosis of FloatingHarbor syndrome, the majority of patients do show the
nonspecific and subjective findings of deep-set eyes and
long eyelashes. Determining the actual prevalence of all
the ocular findings in Floating-Harbor syndrome will
require an ophthalmologically focused investigation of
a large cohort of these patients.

Literature Search
Literature search conducted through PubMed covering the
years 1973 to July 2008 for keywords floating, harbor, and
syndrome.
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