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Case Report

A Case of the Rare Orofaciodigital Syndrome, Type I 

E. Usefian*, F. Khozeime DDS** 

ABSTRACT 
Oral-Facial-Digital Syndrome (OFDS) is a general term for several apparently distinctive genetic disorders. One of 
these is OFDS type I (OFDS-I) which has rarely been reported in Asian countries. Here, we present an 18 year old pa-
tient with OFDS type I, who referred to Isfahan University of Medical Sciences’ Dental Clinic.
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ral-Facial-Digital Syndrome (OFDS) is 
a general term for several apparently 
distinctive genetic diseases1. One of 

these is OFDS type one (OFDS-I) which was 
described by two French dentists Papillon-
Léage E and Psaume Jean in 1954. For this rea-
son, the syndrome was also named Papillon – 
Leage and Psaume Syndrome2, 3. Gorlin et al, 
first reported this condition in the English lit-
erature 4. Similar cases have been reported un-
der a variety of names since 1860. Until now 
more than 200 cases have been reported 5 and 
review articles suggested an incidence of 
1/50000 to 1/250000 live births 4,6. It occurs in 
approximately 1.5/1000 patients with cleft lip, 
cleft palate, or both7. It has X linked dominant 
(XLD) inheritance with prenatal mortality in 
homozygous males whereas the other types of 
OFDS show autosomal recessive (AR) inheri-
tance 8, 9.

The most common feature of OFDS-I syn-
drome is a distinctive face with frontal bossing, 
nasal alar cartilage hypoplasia with flattening 
of nasal tip, broad nasal root, and hypertelor-
ism. Oral findings include lobulated tongue, 
cleft lip and palate, numerous hyperplastic  
 

frenulas (lingual, buccal, labial), lobulated 
tongue with hamartomatous growths, narrow 
upper lip, and dental anomalies. Hand mal-
formations consist of brachydactyly (shorten-
ing), syndactyly (fusion), clinodactyly (curva-
ture) and rarely polydactyly (extra fingers). 
Mild mental retardation and adult onset bilat-
eral polycystic kidneys have also been re-
ported 2, 7, 10. Cutaneous abnormalities include 
numerous milia, especially over the face and 
pinna, a patterned type of alopecia, and sparse, 
fine or coarse, dry lusterless hair 7. OFDS-I is 
the most common pattern of OFDS and the 
only type in which skin lesions occur 11. The 
report of this syndrome in Asian countries is 

extremely rare 12.

Case Report 
The patient, an 18-year-old girl, referred to Is-
fahan dental faculty’s clinic for dental rehabili-
tation in October 2002. She was born full-term 
to healthy, not intermarriaged parents. Her 
mother had uneventful pregnancy with no 
perinatal complications. Her mother had ex-
perienced two spontaneous abortions already.  
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On clinical examination, the patient had multi-
ple congenital abnormalities of the face, 
mouth, and extremities. 
 Oral cavity examination showed a partial 
pseudocleft of the upper lip extending through 
the vermilion, which had already been cor-
rected  (Figure 1), superior gingival cleft, lat-
eral notching of alveolar ridge of upper and 
lower jaws , high arch palate, absence of teeth 
number 7, 8, 10, 22, 23, 24, 26, and impaction of 
tooth, tooth No 21 not erupted, malformation 
and malposition of the teeth and hypoplastic 
teeth (Figure 2,3), She had very short rami and 
flat midface due to zygomatic hypoplsia and 
increased cranial base angle (normal, m=131+
4.5) (Figure 4). Her tongue seemed to be par-
tially lobuolated. Physical examination re-
vealed the following facial abnormalities: fron-
tal bossing, ocular hypertelorism, abnormal 
eye movement, hypoplasia of alae nasi, low set 
ears (Figure 1), and some surgical defects of 
previous cystic millia removal and partial cleft 
of upper lip. Her nose was deviated to left 
(Figure 1). Dermatological examination re-
vealed facial milia, numerous large milia in the 
hands and right foot, some of which had pre-
viously become cystic and had been removed 
surgically (Figure 5). She had rough, very dry, 
brittle and frequently suffered skin. The sweat-
ing was normal. She had 2-3 finger skin syn-
ductily of the left hand which had been previ-
ously corrected. Other features were brachy-
ductyly of 1st and 3rd fingers of the right foot 
and clinoductyly of the 3rd and 5th fingers of 
the right hand, nail hypoplasia was observed 
on her right hand fingers (Figure 6). No ab-
normalities were seen on left foot but in right 
foot she had a cystic millia that had been cor-
rected surgically when she was 16 years old. 
The presence of PCKD (Poly Cystic Kidney 
Disease) was not revealed by sonogrphic ex-
amination in this patient (Figure 6). 

Discussion  
Oral-facial-digital syndrome (OFDS) consists 
of a group of heterogeneous genetic disorders 
with different patterns of inheritance repre-
senting a spectrum of anomalies of the palate, 

cranium, hands and feet. At least 11 types of 
this syndrome have so far been described 13.

The facial abnormalities frequently ob-
served in OFDS-I are nasal alar cartilage hy-
poplasia, frontal bossing, hypertelorism or 
dystopia canthorum with broad nasal bridge, 
and micrognathia with hypoplasia of the man-
dible ramus14-16. Clefts of the jaw and tongue in 
the area of the lateral incisors and canines, 
other malformations of the face and skull, mal-
formation of the hands (specifically syndac-
tyly, clinodactyly, brachydactyly and occa-
sionally postaxial polydactyly) and mental re-
tardation are also its features. Others include 
small nostrils, lobulated tongue with hamar-
tomas, peculiarly irregular and asymmetric 
clefts of the palate, aberrant hyperplastic oral 
frenula, transient multiple milia on pinnae, 
and spotty alopecia. The abnormal oral frenula 
appear to lead to the clefting of jaw, tongue 
and upper lip. Orofaciodigial syndrome is one 
of the classic syndromes involving supernu-
merary teeth17 and demonstrating both hyper-
dontia and hypodontia (Others are Crouzon' 
disease, Down's syndrome and Hallermannn-
Streiff syndrome) 18,19. Its dermatologic find-
ings include multiple milia, most commonly 
observed on the face, scalp, auricles, and back 
of the hands. These lesions tend to be present 
in large numbers and generally have a pro-
longed persistence. They may resolve sponta-
neously after the first year of life leaving pitted 
scars. They are very important because of their 
usefulness in making an early diagnosis, al-
lowing adequate genetic counseling 7, 10. Patchy 
alopecia has been reported in 65% of cases. The 
hair is rough, dry, and brittle. Numerous bro-
ken hairs are seen just above the scalp line. The 
hairs vary in diameter but have no specific ab-
normalities. The skin is frequently very dry 
and scales are more conspicuous on the upper 
part of the face and on the scalp. Their nails 

and sweating are normal.

The sex ratio (F:M) in affected siblings 
probably differs significantly from 1:1 to 2:1. 
Furthermore, an excessive number of abortions 
in affected siblings are thought to occur. 
 X-linked dominant inheritance is suggested, 
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with the trait being lethal in the homozygous 
males. 
 It may be associated with a number of other 
syndromes, such as Eliis-van Creveld syn-
drome 17-20.

Sometimes adult onset polycystic kidney 
and/or liver and pancreatic polycystosis have 
been reported. The pathogenesis of the cysts is 
still unknown. 
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Figure 1. In full face view, we see asymmetric face and 
hypertelorism, corrected pseudo cleft of upper lip and scar of 

surgical milia removal. 

Figure 2. High arch palate, ab-
sence of some teeth, short rami 
are seen in panaromic view. 

Figure 3. Abnormality of teeth and high 

palate.
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Figure 4. Short rami and flat mid-face. 
 

Figure 5. Abnormality of fingers. 

Figure 6. Normal kidneys in sonogram. 
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