
European Journal of Molecular & Clinical Medicine 

 ISSN 2515-8260 Volume 09, Issue 08, 2022 

1081 

 

Rare Case Of Suspected Oro-Facial-Digital Syndrome In 

Adolescent Indian Siblings In A Tertiary Care Hospital In 

Western Maharashtra 
 

Author 

Nikita Ravindra Khot
1
, Shiji Chalipat

1
, Sanjay Chavan

1
*, Meghna Khetan

1
, Sharad 

Agarkhedkar
1 

 
1
Department of Pediatrics, Dr. D.Y. Patil Medical College Hospital and Research Centre, 

Pimpri, Pune 

 

Corresponding Author 

Dr. Sanjay Chavan, Department of Pediatrics, Dr. D.Y. Patil Medical College Hospital and 

Research Centre, Pimpri, Pune. 

Email address: sanjaychvn72@gmail.com 

 

 

ABSTRACT 

Oro facial digital syndrome (OFDS) is a rare congenital disorder which includes a range of 

clinical anomalies, involving deformities of the oral cavity, face and limbs along with 

systemic features. The case is a 12-year old Indian girl who had  the classical features of 

OFDS with sensorineural hearing loss and vertebral abnormalities. Interestingly, her younger 

sibling also had some of the peculiar features of OFDS. This case report highlights the 

importance of prudent clinical and radiological findings which aid in early diagnosis of 

unsuspected and rare conditions as learned in this case, as it may help improve quality of life 

of the patient. 

 

INTRODUCTION  

Oro-facial-digital syndrome (OFDS) is a rare genetic disorder that primarily affects the 

development of the mouth, face, fingers and toe. Additionally, they could also involve central 

nervous system and visceral organs, most commonly causing renal impairment. It has an 

incidence of 1 in 2,50,000 newborns 
[1]

.  Researchers have identified at least 16 different 

types of OFDS which are classified by their presenting signs and symptoms
[2]

.  

 

OFDS syndrome was first described by Mohr in 1941, when he has observed a family with 

significant abnormalities of the oral cavity, face and digits. In 1954, Papillon-Leage and 

Psaume reported the first case of OFDS Type 1 and further defined by Gorlin and Psaume in 

1962
[3]

. Thus, the syndrome was also called Papillon- Leage and Psaume Syndrome 
[4]

. It was 

initially termed as Orodigitofacial dysostosis, but due to mutli-organ involvement it was later 

coined as OFDS
[5]

. Most common mode of inheritance seen is autosomal recessive followed 

by sporadic and X- linked. A rare case of oro-facial-digital syndrome in siblings is presented, 

highlighting the importance of interpreting clinical features in the detection and early 

diagnosis of unsuspected syndromes. 
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CASE (SIBLING) -1 

 

12-year-old girl presented to the Pediatric Neurology OPD with complaints of poor scholastic 

performance. She was second born to parents of 3
rd

 degree consanguineous marriage via 

vaginal delivery at term gestation. She had an uneventful pre‐natal and perinatal period. She 

had delayed attainment of development milestones, delayed eruption of teeth and has 

decreased hearing. Family history was significant with one fetal loss and a younger brother 

who also has dysmorphic features mentioned below.  

On general physical examination, the patient had dysmorphic features like prominent medial 

epicanthal folds, hypertelorism, depressed nasal bridge, midline cleft lip, accessory gingival 

frenulae, high arched palate, polysyndactyly with medial deviation, brachydactyly, thick hair 

and short stature. Her height was 120 cm (below -3 SD), weight: 21.7kg (-1SD to -2SD), 

head circumference: 51 cm (normal) and SMR stage=II.  

Figure 1: Facial features – Hypertelorism, broad nose, depressed nasal bridge, midline 

cleft lip, accessory gingival frenulae. 

In neurological examination, she had exaggerated deep tendon reflexes and extensor plantar; 

otherwise no neurological deficit.  

Other systemic examination was within normal limit. Baseline blood parameters were 

normal. On radiological evaluation, she had bilateral raised cortical echogenicity on 

ultrasound of abdomen. 2D ECHO and MRI Brain were normal. MRI spine was suggestive of 

Cranio-vertebral junction anomaly in form of occipitalization of Atlas and basilar 

invagination, Narrowing of the foremen magnum and compression of cervico-medullary 

junction and D2 and D3 complete block vertebrae. Hearing evaluation revealed bilateral 

sensory neural hearing loss – right sided moderate and left mild. Patient was referred to 

Orthopedics and Plastic surgery OPD for further management where she was advised and 

underwent excision for polysyndactyly, epicathoplasty and correction of midline cleft lip 

deformity 6 months ago. She was advised routine hearing screening and renal function 

monitoring. 
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               Figure 2: Polysyndactyly pre and post correction 

 

CASE (SIBLING)-2 

 

10 year old boy born after a term pregnancy to parents of 3
rd

degree consanguineous marriage 

via vaginal delivery without any pre‐natal and perinatal complications presented with 
complaints of tongue nodules and poor scholastic performance along with his older sister.  

 

On general physical examination, he had hypertelorism, accessory gingival frenulae, bilateral 

prominent medial epicanthal folds, depressed nasal bridge, broad nose, midline cleft lip, high 

arched palate, tongue nodules, brachydactyly and short stature. His height was 108 cm (below 

-3 Figure 2: Facial features – Hypertelorism, Tongue nodules, broad nose, depressed 

nasal bridge, midline cleft lip, accessory gingival frenulae, Brachydactyly and 

Clinodactyly. 

 

SD), Weight : 20.5kg (-1SD to -2SD) and HC: 50cm(normal). His neurological examination 

was within normal limits with no neurological deficit. Systemic examination was within 

normal limit. However, he could not be evaluated further because of financial constraints. 

 

Discussion  

OFDS includes a wide variety of symptoms which make the diagnosis of the subtype 

difficult, where a detailed clinical and radiological work up plays a pivotal role in diagnosis. 

Most common subtype of OFDS is type 1, which is an x-linked dominant trait that has the 

highest incidence when compared with the other subtypes
[6]

. The presenting signs and 

symptoms of the siblings is extremely varied, making diagnosis difficult. Their overall 

clinical phenotype was overlapping with those described for OFDS type I, II and XI. As both 
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the siblings are affected and there is history of 3
rd

 degree consanguinity in parents, the most 

probable mode of inheritance would be autosomal recessive, as seen in type II. 

 

CLINICAL FEATURES OFD I OFD II OFD XI REPORTED CASE 

Inheritance  X – Linked 

dominant 

Autosomal 

recessive  

Sporadic CASE 1 CASE 2 

Oral Features      

 Gingival frenulae  

 Median Cleft Lip 

 Missing Teeth 

 Lingual Nodules 

Present 

Present 

Present 

Present  

Present  

Present  

Present 

Present  

Present 

Absent  

 Absent  

Absent 

Present 

Present 

Present  

Absent 

Present 

Present 

Absent 

Present  

Facial Features      

 Hypertelorism  

 Broad root of nose 

 Blepharophimosis 

Present 

Absent  

Absent  

Present  

Present 

Present  

Present 

Absent 

Present  

Present 

Present 

Present  

Present 

Present 

Absent  

Digital Deformities       

 Polydactyly 

 Brachydactyly 

 Clinodactyly 

 Syndactyly 

Present  

Present  

Present 

Present  

Present  

Present 

Present  

Absent  

Present  

Absent  

Absent 

Absent 

Present 

 Present 

Absent 

Present  

Present  

Present 

Present  

Absent  

Others      

 Milia/ Alopecia 

 Intellectual Disability  

 Hearing Loss 

 Short Stature 

 Vertebral Anomalies  

Present 

Absent 

Absent  

Present 

Absent  

 

Absent  

Absent 

Present 

Absent  

Absent 

Absent  

Present  

Present 

Absent  

Present  

Absent 

Present 

Present  

Present 

Present  

 

Present 

Present 

Absent 

Present 

Absent 

 

  

 

Table 1:  

 

Diagnosis is primarily made with the help of clinical and radiological findings. Management 

of OFDS involves a multidisciplinary approach involving a team of doctors and other 

healthcare professionals to prevent progression of the disease and guide parents about the 

condition. It is recommended to perform a brain MRI, an abdominal ultrasound, a skeletal 

survey, an ophthalmologic evaluation, and an audiometric test in all consenting patients. 

Reconstruction plastic surgery is recommended for correction of external deformities such as 

clefts of the lip and/or palate, tongue nodules and accessory frenulae. Orthopedic surgery for 

various bone abnormalities. Dental prosthodontic and orthodontic work may also be needed. 
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Educational rehabilitation is recommended in most patients to enable them to structured 

learning and be at par with their peers. The degree of learning disabilities and other cognitive 

impairment should be evaluated along with speech therapy to provide appropriate support. If 

there is any history of similar presentation in the family, antenatal diagnosis is possible by 

ultrasound examination which may detect structural brain malformations and/or duplication 

of the hallux. Besides these active interventions, regular follow-up for assessment of speech, 

periodic determination of blood pressure and serum creatinine concentration to monitor renal 

function is important. 

 

CONCLUSION  

This case report is a presentation of OFDS, diagnosed with the help of clinical and 

radiological findings. However, for a confirmed diagnosis of the subtype advanced molecular 

genetic testing methods are required. OFDS is a rare genetic disorder with multi system 

involvement, a detailed evaluation and subsequent timely referral for management of 

malformation would ensure a better quality of life the children. This case report also 

highlights the pivot role played by clinicians in proper documentation and reporting of these 

cases. 
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