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ARTICLE

Triona McNamara, BDS, FDS, DOrth, Carroll-Ann Trotman, BDS, MA, MS, Kathleen A. Russell, DDS, MSc

Gorlin-Goltz: What’s in a name?

This paper describes the clinical
features of two very distinct syn-
dromes with similar names: Gorlin-
Goltz and Goltz-Gorlin Syndromes. A
case report is presented that high-
lights the differences between these
syndromes. To avoid errors in diagno-
sis because of the similarity in
names, the authors caution that,
based on additional information now
available, the preferred names should
be Focal Dermal Hypoplasia syn-
drome for Goltz-Gorlin syndrome and
Nevoid Basal Cell Carcinoma syn-
drome for Gorlin-Goltz syndrome.

Goltz-Gorlin are very distinct;

each syndrome has very specif-
ic oral findings. The similarity in
nomenclature, however, has led to
some confusion in the literature. As
an example of the confusion that
exists in the literature, Witschel!
recently reported a case by Manzi?
that had confused these two syn-
dromes. Witschel described a patient
with oral manifestations of Gorlin-
Goltz Syndrome, and demonstrated
the difficulties and differences in
dental management of the Gorlin-
Goltz syndrome relative to the Goltz-
Gorlin Syndrome.

Gorlin-Goltz Syndrome, or
Nevoid Basal Cell Carcinoma
Syndrome (NBCCS), was described
initially by Jarisch in 1894.3 In 1960,
Gorlin and Goltz* classified NBCCS
as a distinct syndrome with three
main characteristics: multiple basal
cell carcinomata, odontogenic kerato-
cysts, and rib anomalies. Subsequently,
other associated anomalies were
found. These anomalies involved the
neurological system, with calcifica-
tion of the falx cerebri and tentorium
cerebelli, bridging of the sella turcica,
mental retardation, medullablastoma,
and hydrocephalus; the cardiac sys-
tem, with cardiac fibromas and
valvular defects that were reported in
up to 15% of cases; the ocular system,
with hypertelorism, strabismus, pto-
sis, congenital cataracts, and glauco-
ma; and the skeletal system, with
widespread involvement of the ribs,
vertebra, and digits, an increased
stature, and a Marfanoid build. In
addition, ovarian fibrosarcoma and

T he syndromes Gorlin-Goltz and
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hypogonadism have been described
in females and males, respectively.

Inheritance is believed to be auto-
somal-dominant with high pene-
trance and variable expressivity.>® In
NBCCS, the nevoid basal cell carcino-
mas generally appear between puber-
ty and 35 years of age and have the
following features: They do not tend
to be aggressive before puberty. They
may be few or number in the thou-
sands; and they may arise on the
skin—especially of the face, neck, and
upper trunk. But they are rare on the
extremities, abdomen, and lower
trunk. In addition, multiple odonto-
genic keratocysts develop during the
first decade of life, unlike isolated
odontogenic keratocysts that develop
later. Usually, these multiple kerato-
cysts are asymptomatic and are
found most commonly in the
mandibular third molar and maxil-
lary canine regions.>”

Case report

A 12-year-old boy was referred to our
clinic for treatment of a dental
abscess. The patient’s past medical
history included arrested hydro-
cephalus, mild mental retardation,
epilepsy, and scoliosis. A number of
basal cell nevi were present in the
patient’s upper trunk. In addition, at
ten years of age, the patient had
surgery for the removal of a basal cell
nevus because of concerns regarding
its changed nature. The patient’s past
dental history was one of poor com-
pliance with routine dental care. He
had had previous oral surgery at
another center to enucleate an odon-



togenic keratocyst in the left mandi-
bular premolar region, but had no
prior history of any dental extrac-
tions. A comprehensive family histo-
ry could not be ascertained, but his
brother was also affected with this
condition.

On extra-oral clinical examination,
the patient had a skeletal and dental
Class Il malocclusion with a prog-
nathic mandible. Intra-orally, an
abscess was found associated with a
partially erupted maxillary right per-
manent canine. There was a distal
deflection of the canine with expan-
sion of the associated buccal bone,
and pus exuding from the region (Fig
1). In addition, there were delayed
dental development, hypodontia, and
several caries lesions.

On radiological examination, the
right mandibular second premolar,
right maxillary first and second pre-
molars, left maxillary second premo-
lar, and right maxillary third molar
were seen to be missing. There were
well-defined radiolucent lesions and
associated bony expansions in the
maxillary right canine region,
mandibular incisor and canine
regions, and in the mandibular left
third molar region, consistent with
odontogenic keratocysts (Figs 2, 3).
Also, there were disruptions in the
eruption patterns of teeth adjacent to
cystic lesions; the mandibular left
canine and left third molar were
affected, as well as the maxillary right
canine. The maxillary left permanent
canine and first premolar were trans-
posed, with delayed dental develop-
ment of the maxillary first premolar.

Treatment at the time of presenta-
tion involved surgical removal of the
offending tooth, the maxillary right
permanent canine, and the associated
cyst. The results of a biopsy report on
the cystic tissue confirmed the pres-
ence of an infected odontogenic kera-
tocyst associated with the maxillary
right permanent canine. The contin-
ued management of this patient’s con-
dition involved additional surgeries to
treat both the maxillary and mandibu-
lar cysts, and the treatment of dental
caries. He continues to be monitored
carefully, but due to his ongoing oral
surgery needs and inability to comply

Figure 1. Intra-oral view showing disruption of the eruption of the maxillary right per-
manent canine buccal bony expansion associated with an infected odontogenic kera-
tocyst, and incisor Class Il relationship.

easily with dental procedures, ortho-
dontic treatment to correct his maloc-
clusion has not been considered.

Discussion

Goltz Syndrome, or Focal Dermal
Hypoplasia (FDH), was described
first as a definitive syndrome by

Goltz-Gorlin in 1962,1! with the earli-

Figure 2. Orthopantomograph (radiographic view) showing hypodontia, delayed loss of

est case report by Jessner in 1921.12
FDH is characterized by widespread
anomalies of both ectodermal and
mesodermal structures that involve
the skin, eyes, mouth, central nervous
system, and musculoskeletal system.
Unlike NBCCS, the signs and symp-
toms of FDS are apparent at birth and
may be life-threatening. Like NBCCS,

the cause of FDH is unknown;

primary teeth, transposition, and odontogenic keratocysts in the mandibular incisor

and left third molar regions.
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Figure 3. Orthopantomograph (radiographic view) taken approximately eight months
later, showing significant enlargement of the odontogenic keratocyst in the mandibular
left third molar region with gross displacement of this tooth.

approximately 95% of reported cases
are sporadic, and only 10% affect
males. In those cases that are asso-
ciated with a familial history, it has
been suggested that the disorder is X-
linked-dominant, and usually, the
transmitting parent is affected mild-
ly. FDH tends to be lethal in males; in
females, fertility may be reduced sig-
nificantly. Skin defects have been
reported in FDH that are very differ-
ent from those of NBCCS, and
include linear hyperpigmentation or
hypopigmentation, linear deposits of
superficial fat, focal absence of skin,
and telangiectasis. Ocular abnormali-
ties—such as chorioretinal and iris
colobomata, strabismus, nystagmus,
blocked tear ducts, and microoph-
thalmia—have also been described.
Skeletal abnormalities associated
with the extremities and scoliosis
may occur, resulting in a short and
asymmetric stature.131

The oral abnormalities in FDH
have been well-documented and are
very distinct from those of NBCCS.
Widespread papillomas of the oral
mucosa have been reported that may
extend to the esophageal region. Cleft
lip and palate have also been
described, and dental anomalies such
as hypodontia, oligodontia, enamel
pitting, delayed eruption, and ortho-

dontic malocclusion have been
reported.!>!6 Dental abnormalities of
FDH are primarily poor tooth struc-
ture that may be further complicated
by hypodontia. Poor crown and root
formation renders the teeth unesthetic
and of uncertain prognosis. Optimal
dental care involves complex and
comprehensive restorative treatment.

NBCCS'’ significant oral findings
are odontogenic keratocysts that gen-
erally develop in the first decade of
life and peak during the second or
third decade. These keratocysts may
remain symptom-free but can
become very large before being
detected. Frequently, as in this case
report, the odontogenic keratocyst is
detected only when it becomes secon-
darily infected. These keratocysts can
disrupt the development of adjacent
teeth. In this case report, over an
eight-month period, the development
of the mandibular left third molar
was disrupted by a rapidly forming
keratocyst (Figs 2, 3).

In summary, Gorlin-Goltz and
Goltz-Gorlin (Goltz Syndrome, as it is
known commonly) are two indepen-
dent syndromes. Both have abnormali-
ties affecting tissues of similar origin,
and demonstrate significant oral and
dental findings. As reported in this
paper, errors can be made in diagnosis
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because of the similarity in the names.
Gorlin, in 1971,' advised against using
eponyms. With additional information
now available, Gorlin suggests that the
preferred names be Focal Dermal
Hypoplasia Syndrome for Goltz-Gorlin
Syndrome, and Nevoid Basal Cell
Carcinoma Syndrome (NBCCS) for
Gorlin-Goltz Syndrome. NBCCS is
suggested despite the fact that not all
affected adults with NBCCS have basal
cell carcinomas.’® “To name” is defined
as “to assign, to state, give particulars
of, to specify”.”” A name is also defined
as “a word or term by which a person
or thing is known”.® Should Gorlin-
Goltz Syndrome and Goltz Syndrome
be the names used to decribe these
syndromes? Care is advised.
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