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We report a male patient with the clinical characteristics of an OFDS (oral facial digital syndrome). He also has penile agenesis,

clavicular flattening and cerebellar anomalies. This patient was classified as a severe form of OFD type II-Mohr syndrome but the

possibility of this being OFDS VI-Varadi syndrome or a new form of OFDS cannot completely be excluded.
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INTRODUCTION

Oral facial digital syndromes (OFDS) comprise a

heterogeneous group of disorders characterized by

anomalies of the face (cleft lip and palate), the tongue

(bifid or lobulated tongue with hamartomas) and the

digits (brachydactyly, polydactyly, syndactyly, clino-

dactyly). The classification includes nine different types

(Toriello, 1993) and two further possible types have

been added (Figuera et al., 1993; Camera et al., 1994).

Although clinical variability in OFDS may reflect

genetic heterogeneity, there is some overlap between

these groups, and misdiagnosis may account for some

of the variability or overlapping manifestations. All of

the subgroups apart from type I (X-linked dominant)

and type VIII (X-linked recessive) appear to be

autosomal recessive traits.

CLINICALREPORT

The patient, a Turkish newborn male, was the

third child of a healthy second cousins. At his

birth his mother was 35 years old and his father

was 40. He was born at the 39th week of gestation

after an uneventful pregnancy. His birth weight was

3650 g and length was 50.1 cm. His two elder sisters

were phenotypically normal. Physical examination

revealed: frontal bossing, micrognathia (Figure 1), a

cleft tongue, a cleft palate (Figure 2), postaxial

polysyndactyly of the right hand, central syndactyly

of the left hand (Figure 3), preaxial polydactyly of the

left foot and penile agenesis (Figure 4). He had,

respectively, seven and six fingers on the left and right

hands and six and five toes on the left and right feet.

No malformations of the cardiovascular or gastro-

intestinal systems were found by echocardiographic

and ultrasonographic examinations. Fundoscopic find-

ings were also normal. His karyotype was 46,XY.

Radiological study showed a Y-shaped third metacar-

pal on the left in addition to polydactyly of the left

hand and clavicular flattening but no other bony

anomaly was seen.

Computerized tomography (CT) scan of the brain

showed features of the Dandy Walker malformation

with hypoplasia of the cerebellar vermis and cystic

dilatation of the fourth ventricle. Unfortunately the

child died in the first month. The diagnosis of either a

severe form of OFDS II and OFDS VI or a new type of

OFDS was made based on clinical and radiological

findings.
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DISCUSSION

In 1954 Papillon and Psaume described a new

syndrome involving malformations of the face, oral

cavity, and digits. Since 1962 this constellation of

findings has become known as the oral facial digital

syndrome (OFDS) (Ruess et al., 1962).

The underlying pathogenesis remains unclear and 11

different types of OFDS have been identified to date

(Stephan et al., 1994). Some of the clinical features

such as cleft palate, polydactyly, and CNS anomalies

are also present in other syndromes (Pallister-Hall,

Acromelic-Fronto-Nasal Dysplasia, Acrocallosal syn-

drome, Meckel Gruber, 13 trisomy, etc). Different

modes of inheritance have been proposed for the

different types of OFDS. Our patient is a male with no

positive family history.

Characteristic anomalies in the face (frontal bossing,

micrognathia, cleft palate) and digits (Y-shaped third

metacarpal in the left hand, bilateral polydactyly of the

hands, polydactyly of the left foot, syndactyly, short-

ness in extremities) of our patient suggest the diagnosis

of an OFDS. Limb anomalies in OFD syndromes may

be classified into three groups: constant, characteristic,

and variable anomalies (Al Quattan and Hassanian,

1997). Characteristic anomalies of a syndrome are not

observed in all reported cases but, if present, they are

pathognomonic for that syndrome. Constant limb

anomalies of a syndrome are observed in all reported

cases. Variable limb anomalies can be seen in any of

the syndromes and include brachydactyly, polydactyly,

clinodactyly, syndactyly. OFDS type II has no

characteristic limb anomalies. However, polydactyly

of the big toe is constant anomaly and polydactyly and

syndactyly of other digits are frequently present. Up to

seven digits may be present on each hand or foot

(Michels, 1990). Varadi syndrome is an autosomalFIGURE 1. Note short extremities

FIGURE 2. Note the groove in the tongueand the cleft palate
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recessive trait with a diverse assembly of orofacial

malformations, including high, arched palate, lingual

nodules, multiple oral frenula, hypertelorism, cleft lip

and broad nose. There are two characteristic manifes-

tations of Varadi syndrome distinguishing it from

other forms of OFDS, namely cerebellar anomalies

and forked metacarpals (Varadi, 1980; Al Quattan and

Hassanian, 1997; Muenke, 1990). Our patient had

cerebellar anomalies and a Y-shaped third metacarpal

with central polydactyly of the left hand. Central

polydactyly with Y-shaped third metacarpal is also

observed in some Mohr syndrome patients (Camera

et al., 1994; Steichen Gersdorf et al., 1994; Majewski

et al., 1996). Also some previous cases suggest that the

anomalies of the cerebellum should be regarded as

the clinical features of OFDS-II/Mohr syndrome

(Haumont and Pelt, 1983; Reardon et al., 1989;

Anneren et al., 1990). Penile agenesis is an extremely

rare finding among the OFDS groups. Prpic et al.

(1995) have reported ambiguous genitalia in a patient

with Mohr syndrome. It also has been reported in

some forms of short rib polydactyly (SRP) (for

FIGURE 3. Polydactylyand syndactylyof both hands

FIGURE 4. Note penile agenesis
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instance in the Beemer-Lange type). There is pheno-

typic overlap between OFDS and SRP, but we ruled

out SRP since our patient had many major findings of

OFDS. The absence of hypothalamic hamartoblasto-

ma or anal defect makes Pallister-Hall syndrome

unlikely. In our case it was difficult to differentiate

between Mohr syndrome (OFDS II), Varadi syndrome

(OFDS VI) and a possible new form of OFDS, because

of overlapping manifestations and previously unre-

ported findings such as clavicular flattening.
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