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ABSTRACT
Langer Giedion syndrome, also known as Trichorhinophalangeal syndrome type 2 (OMIM 150230) is a rare
multisystem disorder characterized by distinctive facial features and cartilaginous exostosis. It is a contiguous
gene deletion syndrome located on chromosome 8q24.1-q24.13. The characteristic phenotypic features include
sparse hair, multiple cone shaped epiphysis, multiple cartilaginous exostoses, bulbous nasal tip, thickened alar
cartilage, upturned nares, prominent philtrum, large protruding ears, mild mental retardation and stunting of
growth. The authors present a 6 year old boy with classical features of Langer Giedion syndrome with absence
of radial artery bilaterally as a rare clinical association which has never been described previously.
Keywords: Trichorhinophalangeal syndrome type II, exostoses, microdeletion, dysmorphic features, bilateral
absence of radial arteries

INTRODUCTION

and

The trichorhinophalangeal syndrome (TRPS) was

Trichorhinophalangeal syndrome type 2 (TRPS2)

first described in 1966 by Giedion [1]. It affects

is also known as Langer Giedion syndrome

the tricho (hair), rhino (nose), phalanges (fingers)

(LGS). It was first described by Andreas Giedion,
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has

been classified into three types.
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a Swiss pediatric radiologist and Leonard O

overlapping of toes(Fig1). Multiple cartilaginous

Langer Jr., an American radiologist.

exostoses were seen over the ribs, scapulae and

TRPS2 is a true contiguous gene deletion

knees (Fig 2). Ophthalmic examination did not

syndrome with deletions in both TRPS1 and

reveal any abnormality. Systemic examination

EXT1 genes on chromosome 8q24.1-q24.13[2]. It

including the cardiovascular system was normal.

is characterised by a bulbous, pear shaped nose,
elongated philtrum, sparse hair, cone shaped
epiphysis,

multiple

exostoses

and

growth

retardation[3]. TRPS2 combines features of
Trichorhinophalangeal syndrome type1 along with
multiple exostoses[4].
In our case, the bilateral absence of radial artery
with thenar hypoplasia is a unique feature which
has never been described in association with this
syndrome.
Fig 1 Langer Giedion Syndrome, Note the Sparse
CASE REPORT

Hair, Squint, Bulbous Nose, Microtia of Right ear,

A 6 year old, male child, presented with failure to

low set Ears, Thin Vermillion Border

thrive and multiple exostoses over the scapulae
and knees. He was born of a non-consanguineous
marriage, had two elder female siblings who were
normal. Child was immunized till date and was
developmentally normal.
On examination, his weight and height were
below the 3rd percentile for age. Vital parameters
were normal. A striking feature was noted,
wherein both the radial pulses were absent along
with thenar hypoplasia. Central and peripheral
pulses in all the limbs were present. Blood
pressure measurement in both upper limb and

Fig 2. Exostoses seen over the scapular region

lower limb was normal for age. Other findings
included brachycephaly, squint, microtia of right

Radiograph of the hands revealed delayed bone

ear, low set ears, hypertelorism, short bulbous

age, cone shaped epiphysis and multiple exostoses

nose, deformed ear cartilage, poor dentition, and

bilaterally. His intelligence quotient was normal.
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On colour doppler study, the arteries of the right

CONCLUSION

and left upper limb, that is, the brachial, ulnar and

To conclude, our case is an unusual one, as the

interosseous arteries showed low resistance flow,

child presented with a classical LGS phenotype

while the radial artery could not be visualized

but without a gene deletion in TRPS1 and EXT1

from the bifurcation on both sides. The right and

genes(A similar case was presented by Pereza et

the left lower limb doppler studies revealed no

al,2012)[9]. Another striking feature was the

abnormality. Ultrasonography of the abdomen was

absence of radial arteries bilaterally along with

normal. Chromosomal analysis in the form of

thenar hypoplasia.

karyotyping was done which was normal.
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