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Hallermann-Streiff Syndrdme: A Case Report
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Dyscephalia mandibulo-oculo-facialis was first described by
Hallermann in 1948 and Streiff in 1950; in 1958, Francois collected
the first 25 cases from the literature and reported them under the

name of a new syndrome. The total number of cases found in the
literature is 47.*

The syndrome comprises skull abnormality, facial malforma-
tions, dental abnormalities, localised hypotrichosis, congenital ab-
normalities of the eyes, dwarfism, and mental and motor retarda-
tion. Craniofacial dysplasia gives these patients a characteristic
«bird face» profile. The ocular abnormalities are bilateral mic-
rophthalmia (enophthalmus), blue sclera, congenital bilateral cata-
ract, ocular nistagmus, strabismus, glaucoma and microcornea. In
these patients no abnormalities of the nails have been reported.?
In most of the cases, family history is not contributory. The male
and female ratio is equal.

The purpose of this paper is to describe such a case as a first
report from Turkey.

Case Report

E.Y. (67 - 30929), a five-year-old girl, was admitted to Hacettepe Children's
Hospital with growth retardation and loss of vision. Her parents stated that she
had stood up when she was four years old and said her first word at the same
age, but she had not yet walked or talked. Her history revealed that her mother’'s
pregnancy and delivery were normal, that she had five healthy siblings and
that her parents were first cousins.

Physical examination: The patient's weight was 8.9 kg, height 84.5 cm,
head circumference 46.5 cm and chest circumference 46.5 cm. The anterior and
posterior fontanels were closed. An eye examination showed blue sclera, enoph-
thalmus and bilateral congenital cataract (Figure 1). Her nose was small, thin
and beaked and she had micrognathia with a high-arched palate (Figure 2).
No skin, hair, eyelash or dental abnormalities were observed. The joints were
hyperextensible. Her eyes were only able to perceive light and she appeared
mentally retarded.
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Comments

The symptoms in the present case are typical of dyscephalia
oculo-mandibulo-facialis with abnermalities of the skull and face,

bilateral congenital cataract, dwarfism, and mental and motor retar-
dation.

Although localised hypotrichosis, skin atrophy and dental ab-
normality have been described frequently in the literature, our pa-
tient had none of these, She had no history of rubella syndrome.
Tests for galactosemia and congenital syphilis were negative.

Previous authors found the chromosome analysis normal as
it was in our case.” * *’ * Qur patient’'s PBI was low and the bone
age was retarded. This may be due to growth retardation. Pneumo-
encephalography was not performed in the reported cases of the
literature; however, because we found cortical atrophy, we suggest
that in such patients pneumoencephalography be done and the pre-
sence of cortical atrophy investigated.

Falls and Schull reported a patient with neurofibromatosis, dup-
lication anomaly of the urogenital system and deafness along with
other anomalies.® Frangois and Hoefnagel described degenerative
retinal disease (chorioretinal atrophy).?

At first glance, dyscephalia mandibulo-oculo-facialis is common-
ly confused with progeria® (Hutchingon-Gilford syndrome), but in the
latter the presence of 4 generalised atrophy of the skin and muscles,
arthritis, early arteriosclerotic changes and the absence of cataracts
are some of the points of difference.

Hallermann-Streiff syndrome and oculodentodigital syndrome
appear very similar. If cataracts are not present, roentgen features
are most helpful in the differentiation of the these two syndromes.
The oculodentodigital syndrome shows a broad mandible, broad long
bones and hynoplasia of one or more middle phalanges of the toes;
the Hallermann-Streiff syndrome shows hypoplasia of the rami of
the mandible, natal tezth, thin bones .of the calvarium and very
slender long bones.” *

The face of patients with Hallermann-Streiff syndrome resem-
bles the onz that is seen in Ccckayne's syndrome, but in the latter
deafness, ataxia and light sensitivity of the skin are the differentia-
ting findings.

Abcve all, Hallerman-Streiff has such characteristic features
that if it is seen once, the diagnosis will not be a problem.
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Summary

A case of dyscephalia mandibulo-oculo-facialis is presented. The
patient had the characteristic bird face, microcephaly, mental and
motor retardation and congenital bilateral cataract. Chromosome

analysis revealed no anomalies, She had cortical atrophy proven by
pneumoencephalography.
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