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Focal dermal hypoplasia (Goltz-Gorlin) syndrome with taurodontism

This paper is a case report of a
10-year-old girl with focal dermal
hypoplasia (FDH) who presented for
dental care. She displayed many of
the well-documented oral features
associated with this syndrome.
Additionally, she had taurodontism
of a permanent mandibular molar.
Although taurodontism affected only
one tooth in this patient, the presen-
tation of taurodontism with FDH has
not been reported previously.

Ithough the earliest case report
Aon Goltz-Gorlin Syndrome or

focal dermal hypoplasia (FDH)
was published by Jessner in 1921,
FDH was first described as a defini-
tive syndrome in 1962.2 FDH is char-
acterized by widespread anomalies of
structures derived from both ectoder-
mal and mesodermal tissues. As a
result, there are abnormalities of the
skin, eyes, central nervous system,
musculoskeletal system, and oral
structures.?

The etiology of FDH is unknown.
Approximately 160 cases have been
reported worldwide.? Of the reported
cases, 95% have been sporadic, and
only 10% of cases have affected males
(male:female ratio = 11:150).% In
those cases with a familial history, it
has been suggested that the disorder
is X-linked-dominant, and usually
the transmitting parent is affected
with a mild form of the condition.
Additionally, FDH is lethal in males
and causes significantly reduced fer-
tility in females. A marked underde-
velopment of the dermal connective
tissues and replacement of these tis-
sues by fat are the first signs of this
disease. Skin defects that have been
reported include linear hyperpig-
mentation or hypopigmentation, lin-
car deposits of superficial fat, focal
absence of skin, and telangiectasis.
Ocular abnormalities such as chori-
oretinal and iris colobomata, strabis-
mus, nystagmus, blocked tear ducts,
and microophthalmia have been
described. Also, skeletal abnormali-
ties, particularly of the extremities,
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resulting in a short asymmetric
stature and /or scoliosis, may occur.to

Oral abnormalities, which are a
regular finding in FDH, have been
well-documented and include the fol-
lowing: widespread papillomas of
the oral mucosa that extend to the
esophageal region; cleft lip and
palate; dental anomalies (such as
hypodontia, oligodontia, enamel pit-
ting, and delayed tooth eruption);
and malocclusion.®” In most
instances, FDH is diagnosed at birth.
Additionally, there is little definitive
information available on the life-span
of affected individuals; however, it is
expected that the life span would be
very much dependent on complicat-
ing cardiac and/or renal factors asso-
ciated with this syndrome.

This paper presents a case report
of a female child who presented at
birth with many of the abnormalities
detailed above, including an addi-
tional diagnosis of taurodontism.
Soon after birth, this patient’s diagno-
sis of FDH was confirmed after she
was referred to a specialized pedi-
atric hospital in Dublin, Ireland.

Case report

A 10-year-old girl was referred by the
plastic surgery department for dentat
care. Because she was adopted, no
family history could be ascertained.
Clinically, she presented with exten-
sive skin abnormalities and linear
defects of the epidermis, fatty protru-
sions affecting her face (Fig. 1), arms,
and legs, and areas of hyperpigmen-



tation. In addition, nail defects were
noted (Fig. 2). She had congenital
nystagmus and glaucoma, with a
very large coloboma of her right eye.
In early childhood, the patient had
numerous elective ocular surgical
procedures, and following her last
operation at age 5, her left eye
reduced gradually and became
phthisical. Although the palate
region was not cleft, the function of
the soft palate was abnormal, result-
ing in velopharyngeal incompetence.
At 9 years of age, the patient under-
went a pharyngoplasty in an attempt
to improve speech. Post-surgically,
there was a significant reduction in
hypernasality and the ability to create
normal sounds with good intra-oral
air pressure. Overall, this patient’s
main problems were skin and ocular
in nature and, fortunately, were not
life-threatening.

The patient’s dental anomalies
included hypodontia, microdontia,
abnormal tooth morphology, and
delayed dental development. There
were generalized enamel pits noted
in both the primary and secondary
dentition (Fig. 3), and the root mor-
phology of the permanent dentition
was poor. Widespread papillomas of
the oral mucosa were present, involv-
ing the palatal mucosa and buccal
attached gingiva. Also, additional fre-
nal attachments were noted (Fig. 4).
The patient had a Class I division [
malocclusion with marked rotation of
the right maxillary central incisor
(Fig. 4).

Radiological findings confirmed
the abnormal crown and root mor-
phology of the dentition and the
overall delayed dental development
(Fig. 5). The maxillary lateral incisors,
right permanent canine, and first and
second premolars were absent. In the
mandibular arch, the central incisors,
right permanent canine, and left sec-
ond premolar were absent. There was
no evidence of developing third per-
manent molars. The maxillary and
mandibular bony morphology (as
viewed from the panorex) appeared
normal. Finally, taurodontism of both
mandibular first permanent molars
was evident.

The patient’s dental anomalies

Fig 1. Extraoral lower facial and chin
region showing fatty herniation of der-
mal tissue through linear defects of the
facial epidermis.

Fig 2. Vertical nail defects.

Fig 3. Intraoral view showing microdontia, hypodontia, enamel pitting, abnormai crown
morphology, and malocclusion.

were complicated by her poor oral
hygiene, gingivitis, and extensive
decay of the permanent molars.
Overall, the dental management was
complicated not only by the esthetic
problems arising from the poorly
formed, pitted, and maligned anteri-
or teeth, but also by the patient’s anx-
iety and fears toward dental treat-
ment. Following appropriate dental
management, however, the gingival
and caries problems have been
resolved. Stainless steel crowns were
placed on all four first permanent

molars, and a functional posterior
occlusal vertical dimension has been
re-established. The maxillary central
incisors are currently being rotated by
fixed orthodontic appliance therapy.
Although the affected molars were
restored with stainless steel crowns,
the risk of pulpal exposures was
increased, and retention of the crowns
was made more difficult. Successful
restoration of the molar teeth has
enabled the patient’s functional verti-
cal occlusal dimension to be re-estab-
lished prior to further restorative
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Fig 5. Panorex showing hypodontia, delayed dental development, abnormal crown mor-
phology of both primary and secondary dentition, and taurodontism.

treatment that will follow the fixed
orthodontic appliance therapy.

Discussion

FDH is a rare syndrome with many
oral manifestations. The patient in
this case demonstrated oral abnor-
malities such as oral papillomas,
abnormalities of the palate, hypodon-
tia, delayed dental eruption, and
abnormalities of tooth morphology.
Taurodontism is a morphological
tooth anomaly characterized by an

increased crown-to-root ratio,® and a
lack of constriction at the tooth-cervi-
cal margin. Permanent molars are
usually affected. Radiographs show
relatively short roots with large low-
level pulp chambers. The prevalence
of the condition has been reported to
be from 2.5% to 3% in Caucasians,’
although values ranging from 0.57%
to 11.3% have been recorded.!’ In
addition, there are reports of tau-
rodontism in association with many
syndromes, such as Klinefelter’s syn-
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drome, tricho-dento-osseous syn-
drome,!! oro-facial-digital syndrome,
and Down’s Syndrome.'

In the present case report, the tau-
rodontism that was noted on radi-
ographic examination was an addi-
tional complication to previously
reported oral anomalies associated
with FDH syndrome. Long-term den-
tal care will involve further restora-
tions to address the morphological
tooth defects and hypodontia. To
date, this patient has responded well
to simple orthodontic treatment;
however, because the root morpholo-
gy is very poor in these patients, the
long-term prognosis for her dentition
is guarded, and any additional ortho-
dontic treatment should be avoided if
possible.
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