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A 12 year male child, presented with history of 
breathlessness (NYHA Grade: II/IV) and recurrent 
respiratory tract infections. Physical examination 
(Fig 1) revealed bilateral absent thumbs, short arms, 
unequal upper limb length (difference: 2.5 cm, left 
limb shorter), chest deformity, limited range of 
movement {in pronation of both upper limb}, drooping 
of shoulders and wide scapulae with normal lower 
limbs structurally and functionally, normal motor 
function, normal development and school performance, 
without any family history of such congenital anomaly. 
Radiological assessment showed bilateral absence of 
thumbs, fusion of carpal bones -capitate, trapezium, 
trapezoid in proximal row bilaterally, and scaphoid, 
lunate, triquetral in distal row of left hand with 
hypoplastic scapula, shallow glenoid, hypoplastic heads 
with overtubation of humeri (Fig 2). Cardiovascular 
examination showed precordial bulge, wide and fixed 
split S2 with ejection systolic murmur of Grade III/VI in 
pulmonary area. Electrocardiogram showed prolonged 
P-R interval, frequent ventricular escape beats, 
varying degree of heart block, right axis deviation. 
Echocardiographic evaluation revealed moderate 
high ostium secundum atrial septal defect (ASD) 
with left to right shunt with mild pulmonary arterial 
hypertension. A 24 hour Holter study was performed 
which confirmed a bifascicular block, occasional 
premature ventricular and supraventricular beats, low 
grade ventricular arrhythmia and episodes of sinus 
bradycardia with junctional escape beats, all found as 
rarities with an isolated ASD. On detailed discussion 
with the electrophysiology teams across different 
institutions a conclusion was reached that these were 
primarily due to ventricular enlargement, so pacemaker 
implantation should be kept as a backup in view of 
the technical difficulties associated with the skeletal 
defects. The Secundum ASD was closed uneventfully 
with pericardial patch with four additional epicardial 
ventricular pacing wires in anticipation of conduction 
block in the post operative period. He had one episode 
of junctional ectopic tachycardia postoperatively, which 
was treated with core cooling, electrolyte correction and 
anti pyrexia measures. His hemodynamics improved 
henceforth and there were no further arrhythmias 
.The child needed aggressive lung physiotherapy 
during and after positive pressure ventilation in view 
of limited respiratory reserve. Child was discharged 
home at 5th post operative day in normal sinus rhythm 
with mild P-R prolongation. Before discharge detailed 
genetic counseling was done under which parents were 
informed regarding complete penetrance of the disease 
in autosomal dominant manner and need of complete 
evaluation of affected family members and progeny of 
the index case in future, possibly with fetal assessment. 
Pediatric orthopedic consultation was sought under 
which he was advised corrective limb surgery. The child 

is awaiting orthopedic correction and is undergoing 
extensive physiotherapy for prevention of contracture. 
At 6 month follow up, child is doing very well. Follow 
up ECG continues to exhibit regular sinus rhythm with 
resolution of P-R interval prolongation.

Figure 1: Skeletal features with surgical scar over 
sternum; post open heart surgery.

Figure 2: Typical radiological features of Holt 
Oram Syndrome

Holt-Oram Syndrome, also known as heart-hand 
syndrome is a rare autosomal dominant disorder 
characterized by distinctive upper limb skeletal 
anomalies, which are frequently associated with 
congenital heart disease and varying degrees of 
arrhythmias, was first reported in 1960 by Mary 
Clayton Holt and Samuel Oram. (1) Incidence of this 
condition is 1 per 100,000 births, equally affecting both 
sexes with over 300 cases reported in the literature 
worldwide (2,3) out of which surgically managed are 
very few. Molecular genetic studies have determined 
that mutations in the TBX3 and TBX5 (T-box 3-5) 
gene on chromosome 12q2, responsible for both the 
cardiac and skeletal manifestations in this rare genetic 
disorder. (4)

The typical combination is considered to be a 
triad, consisting of triphalangeal thumb, an Ostium 
Secundum ASD, with dysrhythmia of bizarre type as 
mentioned by Holt and Oram in 1960 (1,2) , and was 
typically found in the case presented here. But there 
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happens to be a wide variation in extent of severity 
of both cardiac as well skeletal anomalies. Though 
almost always present, limb involvement varies from 
extremely subtle radiological findings like carpal bone 
fusion (sometimes only evident feature, one can find 
accidently in a radiograph) to severe limb anomalies 
like phocomelia & hypoplasia of various bones of upper 
limb. Radial bone anomaly is the commonest and left 
upper limb is more affected (3) than right, like found 
classically in presented case. Severity of cardiac 
malformation is not always proportional to upper limb 
deformity (5) and again varies from cardiac involvement 
ranged from asymptomatic conduction disturbances to 
multiple structural defects requiring surgery in infancy 
(4). Sudden death could be caused by heart block. 
Defects ranges from an ASD of secundum type (being 
commonest 60%), Ventricular Septal Defect (VSD) 
(second common 18%) to more complex congenital 
heart lesions like Tetralogy of Fallot (TOF), and arch 
vena cava as well as great vessel anomaly of any 
severity and sometimes peripheral vessel abnormality 
(5). Conduction disturbances may be due to genetic 
mutation itself and/or due to structural anomalies. As 
shown by the above case the need for a permanent 
pacemaker should be individualized as they can resolve 
after correction of the underlying cardiac defect. 
Prognosis is excellent, provided intervention is timely 
and multidisciplinary (5).
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GINGIVAL HYPERPLASIA, HYPERTRICHOSIS AND A CHARACTERISTIC FACIES: A CASE REPORT 

Sarkar S, Tyagi P*, Sarkar N, Sarkar D 

A 6 year old boy was seen in the Outpatients 
Department with the complaints of gingival hyperplasia 
which was first noticed at 6 months of age and had 
been increasing gradually since. It was now causing 
difficulty in eating. Parents noticed at birth that the 
child had excessive hair. His growth, development and 
intellect were normal for age. There was no history 
of any drug administration, convulsions or any other 
neurological symptoms. There is no consanguinity. 
He has 2 siblings who are well. On examination, the 
child had a coarse facies with a prominent and broad 
forehead, a very broad nose, large ears, full lips and 
a prominent jaw. The palate was high arched with 
marked gingival hyperplasia. He had abundant facial 
hair, thick eyebrows and eyelashes and generalised 
hirsuitism with normal hair texture. (Figure 1, 2, 3 
&4). He had a short neck and short broad hands. His 
weight was 15 kg (25th percentile), height was 110 

cms (50th percentile) and head circumference was 49 
cms (50th percentile). His IQ on assessment was within 
normal range. Dental examination revealed presence 
of marked fibrous overgrowth of gingival tissues 
covering all the erupted deciduous teeth. (Figure 5) 
Hand X-rays showed broad first metacarpal, Skull X-
ray showed prominent maxilla and mandible, but no 
osteochondrodysplasia. The karyotype, 46 XY at 500 
band resolution was normal. Bilateral gingivectomy 
was done, histopathology revealed parakeratinised 
epithelium and dense connective tissue. Following the 
gingivectomy there was eruption of full complement of 
deciduous teeth. He has come back for follow up and 
is now able to eat better. Further plan is to monitor 
him and watch for any complications. 

Gingival hyperplasia with hypertrichosis has been 
well described in literature. The facial features have 
been described as mostly normal. (1-4) Canun from 


