A case of short stature with anterior vertebral beaking
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A 20-month-old female child from Chandigarh, India,
presented with poor gain in length since birth, short limbs,
and dysmorphic facies. The child was a product of a
nonconsanguineous marriage and was born to a 22-year-
old father and 20-year-old primigravida mother by lower
segment caesarian section (indication: premature rupture
of membranes) at 32 weeks of gestation. There was no
history of drug intake in early gestation or of antenatal
radiation exposure. On examination, the length, weight,
and occipitofrontal circumference of the child were 60.6 cm
(<8 standard deviation), 6.7 kg (<3 standard deviation),
and 44.8 cm (<3 standard deviation), respectively. The
upper segment to lower segment ratio was 2.1: 1. The
child had triangular facies with brachycephaly. He had
acromesomelic shortening of limbs with short stubby
fingers. There was no kyphoscoliosis, organomegaly, or
polydactyly. Neurological examination was within normal
limits with no developmental delay. There was no cherry
red spot on fundus examination. The hemogram, serum
calcium, phosphate and alkaline phosphate, liver function
tests, and renal function tests were within normal limits.
Skiagram of the spine (lateral view) showed anterior
beaking of vertebrae [Figure 1]. X-ray of wrist with hand
revealed short metacarpals, phalanges, and conical
middle phalanges [Figure 2]. The rest of the skeletal
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Figure 1: Skiagram of the spine (lateral view) showing
platyspondyly, pear-shaped vertebrae with anterior
beaking of T12 to L4 vertebrae

Figure 2: X-ray of wrist with hand revealed irregular ulnar
and radial metaphysis, short tubular metacarpals, short
phalanges, and conical distally tapering middle phalanges.

survey was within normal limits. The urine analysis for
mucopolysaccharides was twice negative.

In view of the striking anterior beaking of the vertebrae,
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the initial diagnosis considered in the index patient was
Morquio syndrome, but the radiological features in the
skiagram of the wrist and hand were inconsistent with the
diagnosis.!" Similarly, urine analysis was not supportive.
On further elucidation, the clinical presentation,
investigations, and radiological features were found to be
consistent with ‘spondylometaepiphyseal dysplasia, short
limb-hand type’ (SEMD).U'SI Patients with this clinical
entity usually have normal intellectual development. In
view of its severe and life-threatening complications like
spinal cord damage due to atlantoaxial instability and
its variable clinical spectrum, pediatricians, radiologists,
and geneticists must be aware of this nosologic
entity."" Classical radiological features in SEMD can
guide appropriate investigations and diagnosis, given
the paucity of literature available on this nosologic
entity. Prenatal diagnosis and genetic counseling may
be offered in select cases.
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