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Diastrophic dysplasia is a rare form of
short limbed dwarfism recognizable at birth
which includes diastrophic dwarfism and
diastrophic variant(l). We report a classic
case of this form of short stature.

Case Report

A ten-month-old girl was assessed for
short stature and club feet. She was born
following an uneventful antenatal period of
a non-consanguinous marriage. The child
was noted to have short limbs and bilateral
club feet at birth. The neonatal period was
uneventful. Physiotherapy and operative
correction was done for the deformity at 4
months after which partial correction was
achieved. Except for mild delay in motor
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milestones, the child had been thriving well.

On examination, total length was less
than third percentile for age. Bilateral
rhizomelic shortening of the limbs was
noted. A proximally placed, hypermobile
thumb (hitch hiker thumb) was noted
bilaterally (Fig. ). Hard swellings in both
pinnae with deformity; thoraco lumbar
scoliosis to the left, limited elbow exten-
sion, hypermobile knee joints were addi-
tional clinical findings. The feet showed
partial equinovarus deformity. The skeletal
survey showed shortened tubular bones with
metaphyseal widening and flattened femo-
ral epiphyses; the hands showed deformed
and short first metacarpals and four carpal
bones in the wrist. The spinal X-ray showed
scoliosis to the left in the thoraco lumbar
vertebrac with apex at D12 level. There was
no evidence of deafness, congenital heart
disease or cleft palate. The parents and the
elder sib were normal.

Discussion

Diastropthic dysplasia is a recessively in-
herited skeletal dysplasia caused by irregu-
lar chondrocyte distribution at the growth
plate and fibrocystic changes in the ma-
trix(l). There is wide variation in the phe-
notype including a lethal neonatal form(2)
with respiratory distress, severe skeletal
changes, congenital heart disease and high
mortality. The classic non-lethal form in-
cludes less severe forms(3,4) with typical
skeletal changes, better growth potential
and variability in clinical features (previ-
ously segregated as the diastrophic variant)
as well as the more typical phenotype (pre-
viously designated diastrophic dwarfism).
Rhizomelic short stature and equino varus
are noted at birth but scoliosis appears later.
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Fig. 1. Hand .rjaowing proximal, hypermobile “hitch hiker" thumb.

Our case had scoliosis at 10 months of age.
The inflammatory cystic swelling of the
pinna has its onset during neonatal period
and heals with deformity and firm calcific
swellings as was the case in our patient. The
equinovarus deformity is notoriously resis-
tant to therapy as borne out by the residual
deformity in our case even with physio-
therapy and surgery. Rarer malforma-
tions(1,3) include Robin anomalad, conduc-
tive deafness, cleft palate, heart disease,
facial hemangioma, none were observed in
our patient. Apart from the classical X-ray
changes already described, selective delay
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in femoral head epiphyseal appearance,
paradoxical accelerated carpal bone age,
calcified costal cartilage, stippled epiphyses
and absent sciatic notches are also some-
times seen(l,5). Complications include spi-
nal cord injury; motor delay; degenerative
joint disease and progressive scoliosis.
Prognosis for lifespan and intelligence is
normal. Average adult heights are 88-128
cm for males and 105-123 cm for
females(l). Antenatal diagnosis can be
offered for the next pregnancy through
ultrasound screening for abnormal thumb
and short limbs(6).
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Thanatophoric Dysplasia
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Thanatophoric dwarfism (TD) literally
meaning death seeking dwarf is the most
common form of lethal bone dysplasia and
is characterized by severe micromelia and
other malformations.
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TD has an estimated prevalence of 0.28
to 0.60 per 1000 births(l). In Indian litera-
ture, a few isolated cases are described(2).
In this report we describe five cases of
thanatophoric dwarfism picked up during a
period of 2 years. Four cases were out of
13,244 births .Hive births + still born) in 3
hospitals attached to medical college,
Davangere (3 per 10,000 births) and the
other case was delivered outside but was
brought to our hospital in gasping state and
later died. In one case an antenatal diagno-
sis was made. The rarity of the disorder and
the information regarding the prevalence
during our period of study, prompted us to
report these cases.

Case Reports

Case I: A 24-year-old, healthy, non-
consanguineously married woman with his-
tory of one previous abortion was brought to
the hospital at 22 weeks of gestation for
antenatal evaluation. The pregnancy was re-
ported uneventful. Ultrasound examination
showed a single live fetus, and amniotic
fluid was adequate. Biparietal diameter of
the fetus was corresponding to 22 weeks of

1405



