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SUMMARY

The development of the tongue begins as known, in the floor of the primitive oral cavity, when the
human embryo is four weeks old.

More specifically, the tongue develops from the region of the first three or four branchial arches during
the period that the external face develops. Malformations of the tongue, are structural defects, present at
birth and happening during embryogenesis. The most common malformations are:

1.
2.
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Aglossia

Microglossia, which is always combined with other defects and syndromes, like Moébius syndrome

. Macroglossia, which is commonly associated with cretinism, Down’s syndrome, Hunter’s syndrome,

Sanfilippo syndrome and other types of mental retardation

. Accesory tongue

. Long tongue

. Cleft or Bifid tongue, condition very usual in patients with the orodigitofacial syndrome
. Glossitis Rhombica Mediana, a developmental malformation?

. Lingual thyroid.

Malformations are extensively analysed and discussed.
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RESUME

MALFORMATIONS DE LA LANGUE HUMAINE ET SYNDROMES ASSOCIES
(REVUE DE LA LITTERATURE)

Le développement de la langue commence au niveau du plancher de la cavité orale primitive lorsque
I’embryon humain est 4gé de 4 semaines.

Plus précisément, la langue se développe dans la région des trois ou quatre premiers arcs branchiaux
durant la période du développement de la face externe. Les malformations de la langue correspondent a
des défauts de structure présents a la naissance et survenant au cours de 'embryogenése. Les malforma-
tions les plus communes sont:
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TABLE I:
Congenital syndromes associated with Aglossia.

TABLE II: ‘
Congenital syndromes associated with Microglossia.

AGLOSSIA

1. Aglossia-Adaktyla syndrome

2. Occulo-auriculo-vertebral syndrome
or Goldenhar’s syndrome

1. AGLOSSIA

This malformation is probably due to failure of deve-
lopment of the lateral lingual swellings of the mandi-
bular arch. It extremely rare and only a few cases
have been reported in living children [18]. The first
case was reported early in the eighteenth century
(1718) by Jessieu [ 16, 18). A case was then reported
with multiple deformities besides aglossia. The sub-
ject presented malformations of both hands and
severe anomalities of the right foot [18]. Other
investigators refered some other cases of aglossia,
combined with other malformations such as hypo-
plasia of the mandible, median harelip, cleft palate,
remnants of a buccofaryngeal membrane in some
cases, while irregular dentition accompanied the
deformities. In cases that subjects survive, the man-
ner of swallowing may improve after the first
months.

Kettner in 1907 was the first investigator who refered
the association of aglossia with adaktylia [16].

Aglossia-Adaktyla (Table I) 1s described as a very rare
syndrome, in which hypoplastic mandible, gum and
dental abnormalities are associated by a very greatly
reduced or absent tongue as well as a variable absence
of digits and limb bones. The syndrome is not inheri-
ted on a genetic basis [16].

Partial aglossia is sometimes described in Goldenhar’s
syndrome or occulo-auriculo-vertebral dysplasia
(Table I), which is accompanied by high arched
palate or cleft-palate in some cases, while dental
malocclusion is evident [ 16].

2. MICROGLOSSIA (Table II)

This malformation is combined with many congeni-
tal syndromes, while it is described as a not so rare
one. It is often combined with glossopalatine
ankylosis.

Faciocardiomelic dysplasia, includes in it’s symptoms
microglossia and glossoptosis, combined with micro-

gnathla In this syndrome which is an autosomal

recessive, inheritance is suspected, while parenteral
consanguinity is present [6, 16 ].

MICROGLOSSIA
1. Microglossia-glossoptosis syndrome
or Robin’s syndrome
or Robin’s-Lenstrup syndrome
or Pierre Robin syndrome or anomalad

Oromandibular-limb-hypogenesis syndrome
Peromelia and Micrognathia (Hanhar’s syndrome)
German’s syndrome

Congenital facial displegia or Moebius syndrome
Hypoglossia-Hypodaktylia syndrome

N s e

Faciocardiomelic dysplasia

Hypoglossia with microstomia and micrognathism 1s
described in Oromandibular-limb hypogenesis
syndrome, which is expressed due to some unknown
teratogens, while it is not due to a single gene inheri-
tance. It is possible to be multifunctional [6, 10].

Microglossia with glossoptosis is also characterizing
the Pierre Robin syndrome or anomalad or Robin’s
syndrome or Robin’s-Lenstrup syndrome or Microgna-
thiaglossoptosis syndrome. The cardinal features of the
syndrome are micrognathism, cleft-palate and glos-
soptosis. Sometimes the micrognathia is of so
extreme degree, so that tongue musculature is not
allowed for full support. In Pierre Robin’s syndrome
familial incidences have been reported and an X-
linked and an autosomal dominant transmissioning
have been suggested. Most cases are sporadic, while
oligohydramnios is most indicated. Whenever in
Pierre Robin’s anomalad, glossoptosis, cleft palate
and micrognathia are combined with eye, ear, skele-
tal and cardiac defects, the syndrome is called Pierre
Robin’s anomalad [ 6, 16].

Peromelia and micrognathia of Hanhar’s syndrome,
presents sever micrognathia with microglossia in
some cases. It is a very rare sporadic disorder, pos-
sibly multifactional [6].

German’s syndrome in which growth retardation is
present, micrognathism, high-arched palate and
microglossia are characterizing the syndrome [6].

Moebius syndrome or congenital facial displegia,
atrophy of tongue due to lack of hypoglossal inner-
vation is present. Muscle weakeness remains from
infancy to adulthood. Sexes appear to be equally
affected. Hypoplasia of the mandible and the ante-
rior half of the tongue are frequent. In this syndrome
hypoplasia or agenesis of the nuclei of VI and VII cra-
nial nerves happens very often [6, 16].
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Although oral involvement is not common, neurofi-
bromas are varying in numbers on face and tongue [6].

Macroglossia is a defect present in Type II Generalized
Gangliosidosis (GM,), a rare autosomal recessive, not
related to any ethnic group. Large mouth and gingi-
val hyperthrophia are existing together with macro-
glossia [6].

Another rare autosomal recessive syndrome is the
Hyalinosis cutis et mucosae, in which tongue becomes
large, thick and bound to the floor of the mouth,
while the dorsum of the tongue losses its papilae.
Bullons or pustular lesions may develop on skin,
expecially on the face region. The lesions may be
covered with small yellowish white nodules, vary
sometimes. Oral tissues may be infiltrated with yel-
lowish white plaques [6].

In Mannosidosis [ 6, 16], another autosomal recessive,
mental and growth retardation is observed, combi-
ned with flat nose, teeth widely spaced, coarse facial
features and macroglossia.

In Mucopolysaccharidosis J-H or Hurler’ syndrome, an
autosomal recessive condition, with frequent paren-
tal consanguinity, large tongue and open mouth are
frequently present. Apathetic facies, flat nasal bidge,
broad nasal tip, large and patoulos lips, small widely
spaced teeth are symptoms associated with the
syndrome [6, 16].

An other autosomal recessive, which is associated
with large tongue, as well as square jaw and broad
mouth, is Mucopolysaccharidosis I-S or the Scheie’s
syndrome [ 6, 16].

Mucopolysaccharidosis II or Hunter’s syndrome or Gar-
goylism [6, 16], is another mucopolisaccharidosis in
which the general appearance in birth is normal and
only after two or three years, the characteristic chan-
ges begins their appearance. The facies is coarse with
depressed nasal bridge, noisy respirations and muco-
purulent nasal discharge. The neck presents short
and wide and irregular dentition, while thick lips and
Macroglossia are present [16].

Mucopolysaccharidos III or Polydystrophic oligophrenia
or San Filippo A & B syndrome or Sanfillipo-Harris
syndrome presents thick lips and mouth, frequently
held open with noisy mouth breathing. In this condi-
tion macroglossia is appeared [6, 16].

In Mucopolysaccharidosis VI or Maroteaux-Lamy
syndrome, a large tongue is also observed. The facies
are also coarse, the nose large and there are also thick

lips [ 16]. Fissuring of the tongue is also distinguished

[6].

In Pycnodysostosis or Osteopetrosis acrolytica or Dysos-
tosis petrosans, macroglossia with grooved palate,
various dental anomalies and persistence of the pri-
mary dentition is observed [6, 15].

In oligophrenia -epilepsy- ichtyosis syndrome or Rud’s
syndrome, together with other congenital anomalies,
such as arachnodactylia, generalized muscular hypo-
tonia, alopecia, stravismus, high arched palate and
extreme dental caries, macroglossia is also present
[6, 16].

Macroglossia often associates trisomies [6], such as:

4p+ syndrome, where mandibular prognathism with
pointed chin and long philtrum are present.

7p+ syndrome, with cleft palate and micrognathism.

21 Trisomy syndrome or mongolism or Down’s
syndrome. In this syndrome protruding fissured ton-
gue with hypertrophy of papillae is observed. Tri-
somy 21 accounts in 95% of Down’s syndrome cases.
About 3,5% exists due to transplantations and this
type may produce familial mongolism. About 2%
exists due to a mixture of cell lines referred to as
mosaicism [ 6, 16].

In Cloverleaf skull or Tri-Lobed Skull or syndrome
Kleeblattschadel [ 6, 16] macroglossia, unilateral
microfthalmia, cleft lip and palate, colobomata,
Meckel’s diverticulum and patent ductus arterious
are accompanied findings of the syndromes. Most
cases have been reported in Germany, while the fin-
dings suggest a possible autosomal distribution [16].

Soto’s syndrome is also connected with macroglossia
[6, 16].

TABLE V:

Developmental malformations and associated syndromes in
human tongue associated with Long tongue, Accesory tongue,
Ankyloglossia.

LONG TONGUE.

1. Ehlers-Danlos syndrome
ACCESORY TONGUE
ANKYLOGILOSSIA

1. Van der Wonde’s syndrome
or Murray’s syndrome

2. Cryptophalmos syndrome
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The typical lesion consist of a rhomboid plaque
which may extent anterior to the sulcus terminalis,
slightly raised from the oral surface [2, 5]. As anti-
fungal therapy and, above all, suppression of tobacco
may reduce this anomaly, some authors [17] call in
question its character of developmental malfor-
mation.

11. LINGUAL THYROID (Table VII)

This condition is due to the incidence of thyroid
gland elements in the area of the foramen caecum.
The lesions usually are median in position, immedia-

. tely posterior to the foramen caecum and sitting on a
~ broad base, varying in colouring from red to purple
171

TABLE VIII:

+ Syndromes and malformations non classified in the previous

categories

1. MELKERSSON-ROSENTHAL syndrome

L 2. COFFIN-LOWRY syndrome

3. RILEY-DAY syndrome

~ 4. ANGIOOSTEOHYPERTROPHY

or Klippel-Trenaunay-Weber syndrome

5. FISSURED TONGUE syndrome

~ 12. NON CLASSIFIED SYNDROME ( Table VIII)

- The following syndromes that we found in the inter-
- national litterature, are not classified in the typical
- tongue malformations, providing differential lesions

- (Table VIII).

& MELKERSSON-ROSENTHAL syndrome.

)|

!

In this syndrome, «lingua plicata» (folded tongue) 1s
observed in one third of the cases. It may also be loss
of taste and a slight visual disturbance prior to
paralysis [6].

COFFIN-LOWRY syndrome.

In this syndrome, X-linked dominant inheritance is
described. Affected males show full syndrome, while
affected females have milder findings. It is believed to
be a lysosomal storage disorder.

Hypodontia in which conical incisors erupt, open
mouth and a very deep central lingual groove as well
as, thickened lips with protruding lower lip is also

observed [6].

RILEY-DAY syndrome
or FAMILIAL DYSAUTONOMIA.

It occurs mainly in Ashkenazi Jews. It is a rare auto-
somal disorder, in which the tongue provides with
decreased fungiform papillae, as well as with decrea-
sed numbers of circumvallate papillae [6].

ANGIOOSTEOHYPERTROPHY syndrome
or KLIPPEL - TRENANAY - WEBER syndrome [6].

In this syndrome, angiomatosis of the tongue, and
pharynx, associated with multiple hemangiomas of
the body are present.

FISSURED TONGUE syndrome [ 5, 11],
where fissures on the tongue are very distinguished.
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