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T h a n a t o p h o r i c dwarfism in a Niger ian child 

F. K O M O L A F E * AND 0 . 0 . ADETOROt 
I~>€~p(irtnicnls of Radiology' an J Obstarics and Gyruwcologyt, Unnvrsilyof Ilorin anil University Teaching 

Hospital, Harm. Nigeria 

S u m m a r y 

W e d e s c r i b e a l e t h a l va r i e ty of congenital 
s h o r t - l i m b e d d w a r f i s m ( T h a n a t o p h o r i c dwarf-
i s m ) c h a r a c t e r i z e d b y m a r k e d shortening of the 
e x t r e m i t i e s , m a c r o c c p h a l y wi th associated hyd-
r o c e p h a l u s a n d a n a r r o w t h o r a x , delivered by a 
2 5 - y e a r - o l d w o m a n in o u r hosp i t a l . Experience 
w i t h t h i s f o r m o f a b n o r m a l i t y is rare and 
e v e n a n i s o l a t e d c a s e r e p o r t will heighten 
a w a r e n e s s a n d a s s i s t w i t h f u r t h e r management 
a n d c o u n s e l l i n g o f p a r e n t s . 

R e s u m e 

O n d e c r i t u n e v a r i e t e c o n g e n i t a l e mortelle de 
n a n i x m e a v e c r a c c o u r c i s s e m e n t des ineinhres 
( l a n a n i s m e t h a n a t e p h o r e ) characterise par un 
r a c c o u r c i s s e m e n t m a r q u e d e s extremites , une 
m a c r o c < 3 p h a l i e a s s o c i e e a u n e hydrocephalic, 
u n t h o r a x e t r o i t . o b s e r v e e c h e z un nouveau nc 
i n i s a u m o n d e p a r u n e f e m m e tie 25 ans a notre 
h o p i t a l . L e s c a s d e c e t t e esp&ee sont rareset le 
r a p p o r t d e c e c a s isol<5 n i e t t r a en lumierc 
c e r t a i n s p o i n t s e t a i d e r a a trai ler les cas 
u l t e r i e u r s e t a c o n s e i l l e r les pa ren t s . 

I n t r o d u c t i o n 

T h a n a t o p h o r i c d w a r f i s m ( T D ) . a lethal variety 
of c o n g e n i t a l s h o r t - l i m b e d d w a r f i s m derives its 
n a m e f r o m t h e G r e e k Thanatos. death; and 
Phoros. b e a r i n g . ( M a r o t e a u x . L a m y & Robert. 
1 9 6 7 ) . T h e d i s o r d e r i s c h a r a c t e r i z e d by marked 
^ » h o r t e n i n g o f t h e e x t r e m i t i e s , a relatively large 
h e a d w i t h a s s o c i a t e d h y d r o c e p h a l u s and a 
n a r r o w t h o r a x . R e s p i r a t o r y distress and 

C o r r e s p o n d e n c e : I ) r F . Komola fe . Department of 
R a d i o l o g y . U n i v e r s i t y of I lorin. PMB 1515. Ilorin. 
N ige r i a . 

asphyxia secondary to chest deformity a n d 
p u l m o n a r y hypoplasia occur immediately 
fo l lowing delivery and death is usual a f e w 
h o u r s a f te r birth. 

T h e aetiology is largely unknown but a 
Mende l i an autosomal recessive inheritance is 
t h o u g h t likely following the birth of af fec ted 
s ibl ings to normal parents (Thomson, Reynolds 
& Cruickshank. 1982). 

W e recently encountered a case of T D which 
w e consider worth reporting because of its 
r a r i ty and because, to our knowledge, no such 
c a s e has ever been reported in an African cluW. 

R e p o r t of case 

A 25-year-old woman with two previously 
no rma l pregnancies registered to have her third 
pregnancy supervised in the University ol l loi in 
T e a c h i n g Hospital at about 21) weeks'gestat ion. 
Initial clinical evaluation together with routine 
l abora to ry investigations including VDRI . test 
revea led no abnormalities. Polyhydramnios 
b e c a m e evident at 30 weeks' gestation and this 
necessi tated a request for an abdominal radio-
g r a p h . This revealed a single foetus with some 
m a j o r mallormalions. The limbs were very 
shor t and the femur hook-shaped (Pig. I ) , 
suggest ing TD. 

A f t e r detailed explanation of the condition, 
t h e patient consented to termination of her 
p regnancy . Labour was induced by artificial 
r u p t u r e of the membranes and pitocin stimula-
t i on . A live but grossly deformed male infant 
weighing 1.9 kg was delivered (Fig. 2). l i e had 
d e f o r m e d short limbs, narrow chest, enlarged 
h e a d and low-set ears. The breathing was 
sha l low. He was admitted into the special ca re 
b a b y unit where he died a few hours later 
hav ing failed to sustain a good respiratory 
e f f o r t . 
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110 /•'. KomoUtfc ami (). ()• Ailctoro 

Ki}>- I . l -a te ra l r ad iog raph of p r e g n a n t a b d o m e n . T h e r e is a s ingle f o e t u s p r e s e n t i n g c e p h a l i e . with mul t ip le 
d e f o r m i t i e s of the long b o n e s . N o t e g round -g l a s s h a / m e s s f r o m h v d r a m n i o s . 

Fig . 2. Clinical p h o t o g r a p h showing short d e f o r m e d l imbs, n a r r o w ches t , low-set d e f o r m e d p i n n a , a n d slight 
m a c r o c c p h a l y . 
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Thanatophoric dwarfism 111 

Post-mortem babygram showed flaring of the 
metaphyses of the long bones and hook-like 
deformity of the femora (Fig. 3). The vertebral 
bodies were markedly flattened with the disc 
spaces unduly prominent (Fig. 4). Autopsy 
revealed additionally hypoplastic lungs but 
normal heart and abdominal viscera. 

There was nothing contributory in the family 
review. The fa ther was aged 34 years at the time 
of the child's conception. The marriage was not 
consanguineous. No other members of the 
family presented with similar abnormality. 

Discussion 

Thomson et al. (1982) gave a summary of the 
major clinical and radiological features of 
skeletal dysplasias. The present ease satisfied 
all the cardinal features of thanatophoric dwarf-

ism. namely, marked shortening of the extrem-
ities. characteristic facie with relatively large 
head, depressed nasal bridge and narrow 
thorax. 

The radiographs also showed features 
already documented by Moore and Banik 
(1980); these includc generalized micromelia, 
severe bowing of the femur giving the tele-
phone receiver appearance, flaring of the 
metaphyseal ends of the long hones, narrow 
chest with short ribs and platyspondyly in which 
the vertebral bodies become flattened with 
relative increase in disc space height. 

Some other less specific skeletal anomalies 
like elongated transverse diameter of the pelvis 
with horizontal acetabular roof and clover leaf 
skull have been described in TD (Moore & 
Banik. 1980). 

Prognosis for survival is very poor. The 

Fig. 3. Pos t -mor tem a n t e r o p o s t e r i o r radiograph. Note deformity of the long bones, paticularly severe lowing of 
f emur , resembling telephone receivers. 
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FIR. 4 . Pos t -mor t em lateral r ad iog raph . T h e r e is s e v e r e p l a tyspondy ly a n d re la t ive i n c r e a s e in disc s p a c e wid th 

longest reported case lived for only 10 weeks 
(Moir & Ko/.lowski, 1976). Cardiorespiratory 
insufficiency accounting for early neonatal 
deaths in T D was responsible for the death of 
our patient. In spite of its rarity, thanatophoric 
dwarfism has such distinctive features that it is 
unlikely to be confused with the other common 
forms of skeletal dysplasias like achondroplasia 
and osteogenesis imperfecta which are compat-
ible with survival beyond the neonatal period 
(Harris & Patton. 1971). 
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