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Achondrogenesis Type 2

AN aWmopsy case —
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Achondrogenesis type 2 is a lethal form of congenital skeletal dysplasia characterized by severe
short-limbed dwarfism, decreased vertebral ossification and normal ossification of the skull. We
report an autopsy case of achondrogenesis type 2 in a female fetus terminated at 29 weeks of
gestation, External morphology revealed a relatively large head, short upper and lower extrem-
ities, short neck, and distended abdomen. The x-ray finding showed normal calvarial ossification,
hypoplastic ilium and unossified ischium, and metaphyseal flares of the femur and tibia. His-
tologically, chondrocytes were large and irregular with increased vascularity. (Korean J Pathol
1997: 31: 482 ~488)
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Fig. 1. Postmortem external morphology showing a large
head, severe micromelia, short trunk, and depressed nasal
bridge.
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Fig. 2. Postmoriem roentgenogram of the case showing an
ossified skull, metaphyseal widening of tubular bones, ho-
rizontal ribs, diminished ossification of the vertebral bodies,
and small iliac bone. Arrow indicales spike of long bone.
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Fig. 3. Postmortem internal examination revealed hypop-
lastic lungs and a relatively large liver,
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Fig. 4. Photomicrograph of costo-
chomdral  junction., Chondrocytic
alignment is nearly lacking with
abundant vascularity.

Fig. 5. The chondrocytes within
dilated lacunae, are surrounded by
reduced amount of matrix.
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Table 1. Main radiographic and chondroosseous morphologic features of lethal achondrogenesis including this case

Type Type 1A . Type 1B Type 11 This Case
{ Houston-Harris) (Fraccaro) (Langer-Saldino) (Twpe II)
Radiologic Features
Skull ossification f +
Rib fractures + - - -
Vertebrae Unossified Ossified posterior Flat & ovoid Flat and ovoid
pedicle (when ossified)
Ilium Arched Crenated Hypoplastic & Hypoplastic &
medial spike medial spike
Ischium Ossified- Unossified Ossified- Unossified
hypoplastic hypoplastic
Femur Wedged with Trapezoid Short & broad Short & broad
metaphyseal spike metaphyseal flare metaphyseal flare
Tibia Short & Stellate Short & broad Short &
metaphyseal flare metaphyseal flare
Fibula Short & Unossified Short & broad Short & broad
metaphyseal flare
Chondroosseous morphology
Cartilage matrix MNormal Sparse Sparse Sparse
Collagen rings around - | - -
chondrocytes
Bull'e eye appearance t - - -
Intrachondrocytic inclusion bodies + - — -
Enlarged lacunae + — -
Woven bone i + -
Hypervascularity + t + +
Lacking of regular chondrocyiic + + + +
columns in growth plate
Collagen mairix Normal Collagen ring Reduced Reduced
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