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Prenatal Sonographic Diagnosis of Thanatophoric Dwarfism

Seung Cheol Kim - Kyung Soon Lee - Young Ju Kim
Hye Won Chung * Jung Ja Ahn

Department of Obstetrics and Gynecology, College of Medicine, Ewha Womans Universily

Thanatophoric dwarfism is a short limb dwarf condition which usually results in death
shortly after birth. It has been confused with achondroplastic and another congenital short
limb dwarf condition. We now report a case of thanatophoric dwarfism in a 29-year-old woman,

based on prenatal sonographic, radiological and autopsy findings with a review of literatures.
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Fig. 3. Longitudinal section of the fetus with thanato-
phoric dwarfism = Note the small chest and the
relatively protuberant abdomen.

Fig. 1. An ultrasonographic finding of a fetus with short
limb in uterus.

Fig. 2. An ultrasonographic finding of the fetal head * A Fig. 4. Postmortem X-ray of the fetus showing the mac-
large head for gestational age and frontal bos- rocephalic head, short limbs and the flattening
sing. of the vertebral bodies.
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Fig. 5. Gross features of the thanatophoric dysplasia :
Limbs are very short and extend away from long,
narrow thorax The relatively large head has pro-
minent forehead and depressed nasal bridge.
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Fig. 6. Microscopic features of the growth plates of the distal end of right femur.
A This case(32 wks)
B : Fetal age related control(21 wks)
Note the disorganization and a loss of chondrocyte columnation in A comparing with B(HE, X40).
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