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Abstract

Oral-facial-digital syndrome (OFDS) is a group of disorders
characterized by oral cavity malformation, facial
deformities and digits anomalies. There are at least 13
forms of OFDS, in which most of them have brain
anomalies and different degrees of mental retardation.
We have reported two cases with quite different
dysmorphic features.

The first case was a female and had wide-spaced eyes,
wide nose bridge, middle line cleft of upper lip, cleft soft
palate, microglossia, micrognathia, polydactyly and
syndactyly of the upper and lower limbs. Moreover, she
had congenital hypotonia. Brain and abdominal
ultrasound studies were normal. The baby's mother had a
history of losing her first pregnancy resulted from
intrauterine fetal death who was presented with similar
dysmorphic features.

The second case was a 4-year-old male who had
dysmorphic features; Antimongoloid eye slant, prominent
ears, broad nose bridge, high arched palate, cleft soft
palate, lingual nodule, preaxial and postaxial polydactyly
with syndactyly in both hands, bilateral bifid thumbs and
bilateral clinodactyly. Feet had polydactyly with
syndactyly, and bifid big toe shape. The first time, that
two cases with characteristic features of oral facial digital
syndrome type II to be diagnosed in two Palestinian
siblings of different family with consanguineous marriage.
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Introduction
Oral-Facial-Digital Syndrome (OFDS) is a congenital disorder

characterized with a variety of clinical abnormalities including:
hypotelorism, hypertelorism, wide nose bridge, cleft lip, cleft
palate, microglossia, micrognathia, retrognathia, preaxial
polydactyly, postaxial polydactyly, clinodactyly, polycystic
kidney disease and diverse forms of CNS defects resulting in
different degrees of mental retardation, delay of speech and

motor control deficit. There is at least 13 types of OFDS and
each form is classified according to the existing anomalies.
OFDS could be autosomal dominant, autosomal recessive, X-
linked dominant or X-linked recessive [1,2]. The OFD1 (Oral-
Facial-Digital Syndrome Type I) gene provides instructions for
making a protein whose function is not fully understood. It
appears to play an important role in the early development of
many parts of the body, including the brain, face, limbs, and
kidneys. Mutations in the OFD1 gene prevent cells from
making enough functional OFD1 protein, which disrupts the
normal development of these structures [3,4]. Diagnosis of
OFD syndrome type I when suspected, may be confirmed by
genetic testing [5]. We present two cases of OFDS type II,
which is a rare autosomal recessive disorder [6] giving that the
gene responsible is still unknown and the incidence is 1 per 3
lakhs live births [7,8].

Case Reports

Case 1
The parents were cousins and mother was G3P1. The first

pregnancy ended at 30 weeks of gestational age as a result of
intrauterine fetal death. The fetus was female and presented
with dysmorphic features. She had polydactyly, syndactyly,
cleft palate and cleft lip. Same thing happened to the second
pregnancy and typically at same gestational age, however, the
female baby showed normal physical examination.

The first sibling was a full term, a female baby born through
normal vaginal delivery and her birth weight was 2800 mg. Her
Apgar score was 7 and 9 at 1 and 5 minutes respectively.
Findings from physical examination after birth were: small
eyes, broad nose bridge, midline cleft upper lip, microglossia,
cleft palate and micrognethia. Both hands have clinodactyly
and preaxial polydactyly as there are 7 fingers (duplicate
thumb). There is also syndactyly between thumbs (bifid
thumb) in each hand. Both feet have Talipes equinovarus and
preaxial polydactyly as there are 7 toes (duplicate big toe).
Furthermore, a syndactyly between two big toes (Bifid big
toes) (Figures 1-6). She had normal external female genitalia.
She was hypotonic but able to move all limbs symmetrically.
The respiratory system function and hemodynamic status were
stable (Figure 7). Brain ultrasound, abdominal ultrasound, and
echocardiography were all normal. One day after birth, we
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started feeding by orogastric tube, and she tolerated the
feedings and passed stool normally (Figure 8). She was
discharged home at the age of 3 days in a good general
condition and referral was written for consultations of
maxillofacial, hands, orthopaedic and plastic surgery.

Figure 1 Small eye, broad nose bridge, medline cleft upper
lip and micrognathia.

Figure 2 Cleft palate.

Figure 3 Right hand; polydactyly and syndactyly (bifid
thumb).

Figure 4 Left hand; polydactyly and syndactyly (bifid
thumb).

`

Figure 5 Left foot; polydactyly, syndactyly (bifid toe) and
Talipes equinovarus.

Figure 6 Right foot; polydactyly, syndactyly (bifid toe) and
Talipes equinovarus.
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Figure 7 Congenital hypotonia.

Figure 8 Orogastric tube feedings at the age of 7 months.

Case 2
Parents were cousins and had no previous family history of

congenital anomalies. The male baby was their first sibling and
the first time was seen at the age of 4 years. By physical
examination, the child had some abnormal features;
Antimongoloid eye slant, prominent ears, broad nose bridge
(Figure 9), high arched palate, cleft soft palate, lingual nodule
(Figure 10), preaxial and postaxial polydactyly with syndactyly
in both hands, bilateral bifid thumbs and bilateral clinodactyly
(Figure 11). Both foot had polydactyly with syndactyly, and
bifid big toe shape (Figures 12 and 13). The child had a clear
micropenis and undescended testes (Figure 14). Karyotyping
study result showed normal study (46, xy). Brain CT,
echocardiography and abdominal renal ultrasonography were
also normal. The baby suffered from a global developmental
delay. Similar dysmorphic features appeared to the second
sibling male baby, however he passed away at age of 2
months.

Figure 9 Anti-mongoloid eye slant, prominent ears, and
broad nose.

Figure 10 High arched palates, cleft soft palate and lingual
nodule.

Figure 11 Preaxial, postaxial polydactyly with syndactyly in
both hands and bilateral hand bifid thumbs shape.
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Figure 12 Left feet; feet had preaxial, posaxial polydactyly
with syndactyly and bifid big toe shape.

Figure 13 Right foot; feet had preaxial, posaxial polydactyly
with syndactyly and bifid big toe shape.

Figure 14 Micropenis and undescended testes.

Discussion
In both cases, the parents were consanguineous [9] and had

characteristic features of oral facial digital syndrome type II

which include; broad nose bridge, high arched palate, cleft
palate, lingual nodule, hands had preaxial, postaxial
polydactyly with syndactyly in both hands, and bifid thumb
shape. Also feet preaxial, postaxial polydactyly with syndactyly
and bifid big toe shape. Oral-facial-digital syndrome (OFDS)
type II (Mohr Syndrome) can be diagnosed from the medical
history and physical examination of the patient [10-12]. Both
cases required consultation and follow up with plastic surgery,
maxillofacial surgery, hand surgery for reconstruction and
repair of the anomalies. Moreover, follow up with audiology
and dentist was applied. The 2nd case also needed follow up
with pediatric surgery regarding undescended testes. Both
cases need; multidisciplinary team approach to follow up
different complaints, to coordinate between different medical
specialties, and to observe the global development [13].

Conclusions and Recommendations
• Two rare cases were presented with clinical signs of oral

facial digital syndrome type II in Palestinian children.
• Consanguineous marriage in Palestinian people carries a

high risk for congenital anomalies. Therefore, it is
recommended to avoid relative marriage as possible.
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