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Summary 

Achondrogenesis is a lethal form of congenital 
chondrodystophy characterised by extreme micromelia. 
Definitive clinical and radiographic criteria have 
been established to differentiate Type II 
Achondrogenesis (Langer-Saldino) from Type I 
Achondrogenesis (Parenti-Fraccaro). The mode of 
inheritance is autosomal recessive for both types. 

We are presenting a case of Type II Achondro-
genesis, a still bom male to consanguinous parents. 
The clinical features included an enlarged head, 
protuberant abdomen and short stubby limbs. The 
mother had earlier delivered two still bom males 
presumably with similar features. Radiographic 
characteristics of absence of rib fractures and well 
ossified iliac bones with concave medial margins and 
absent or deficient ossification of the sacrum, ischiac, 
and pubic bones differentiated Type II Achondro-
genesis from Type I Achondrogenesis. 

Resume 

Achondrogenese est une forme Lethale de 
Chondrodystophic congenitalc caracterise en 
Micromelie. La definition de criteres clinicales et 
radiographiques est const itue pour differencier 
Achondrogenese Type II (Langer-Saldino) d* 
Achondrog<5ndsc Type I (Parenti-Fraccaro). La 
methode inheritd est sous forme recessive autosomal 
pour les deusc types. 

Nous avons prescnte un cas d* Achondrogenese 
Type II un nouveau ne d<5c£, son parents ctaient 
familie. L* aspect clinical contenait cephalomegalie, 
ventre protuberante et extremitds court. Chezlamdse 
IL y avait deux deliveres prdcoce de deusc nouvcausc 
n<S deccs (masculin) ont etc presume de mcme aspect. 
Les caracteres Radiographiques d* absence de 
fraction costale, et bon ossification d* os Iliaque avec 
un hord medial concave, et absence on deficit d* 
ossification de Sacrum, Ischiae et Pelvis tous les 

antecedents avaicnt differencid le Type 
Achondrogdndse II de Type I. 

Introduction 

Achondrogenesis is a lethal form of congenital 
chondrodystrophy characterised by extreme micro-
melia. Since 1936 when Parcnti first described the 
condition under the name **Anosteogenesis*\ 
literature on achondrogenesis continues to 
accumulate! 1,2]. 

Definitive clinical and radiographic criteria have 
been established to differentiate Type I Achon-
drogenesis (Parenti-Fraccaro) from Type D Achon-
drogenesis (Langer-Saldino). The mode of inheritance 
is said to be autosomal recessive for both types. The 
histopathology of achondrogenesis is characterised 
by hypercellular cartilage at growth plates with 
irregular column formation of cartilage cells and 
marked lack of progression through proliferation, 
maturation and eventual mineralization of the 
intercellular matrix of the cartilage(2,l). 

Case report 

A 30 year old, Sudanese female, married to a second 
cousin was admitted to Khartoum Teaching Hospital 
in Sudan, as a case of Polyhydramnios, this being her 
fifth pregnancy. She delivered at term a still bom 
male in breech presentation after artificial rupture of 
membranes was performed. The placenta appeared 
normal. The mother noticed that the male infant with 
short limhs and bulky body resembled two previous 
products of conception. The fin* and fourth 
pregnancies were associated with polyhydramnios 
and the subsequent delivery of male infants with 
bulky bodies and short limbs. Both husband and wife 
were of normal stature. All laboratory investigations 
performed on the couple did not reveal a disease 
pattern. 
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Fig. I : Grossly edematous, still l>om male with short 
limbs, depressed nasal bridge and upturned nostrils 

The case under consideration was a still bom 
male, grossly edematous and weighed 9 pounds (Fig. 
I). The skull circumference and heel-crown length 
measured 36 cm. and 34 cm. respectively. The 
anterior fontanellc was widely open, the eyes wide 
apart and no blue colouration of the sclera was 
ohserved. The nasal bridge was depressed and the 
nostrils up-tumcd. The ears were normally set but 
edematous. The neck was short and a hump on its 
posterior aspect was seen. The chest looked narrow. 
Both upper limbs were short and study and each 
hand consisted of five fingers. The abdomen was 
protuberant. The umbilicus was normal in length and 
contained two arteries and one vein. The genitalia 
was normal. The lower limbs were short and curved 
inwards and each foot consisted of five toes. A 
nasogastric tube could be passed normally down to 
the stomach and some amnion could be aspirated. 
The anus was meconium stained. There was no 
family history of a similar condition on either the 
paternal or maternal side. 

Radiological features 

There is generalised retardation of skeletal ossification 
resulting in severe short limb stature. Soft tissue 
shadows arc very prominent (Fig. 2). The skull 
shows a relatively enlarged calvarium with a wide 
anterior frontancllc. The chest is short and the lung 
fields atelectatic. The ribs are short, flat and have 
flared and cupped anterior ends. No fractures of the 

ribs are identified. There is marked flaring and 
widening of the proximal ends of the humeri and 
distal ends of the radii. Some of tjie long bones of 
extremities show constriction of the diaphyses and 
small spurs in the metaphyses. The scapulae are 
small, irregular and poorly ossified. The tubular 
bones of hands and feet are barely visible. The 
femora are short and broad with slight incurving of 
the proximal ends. The iliac bones arc small, well 
ossified with concave medial and inferior margins 
ending in a short pointed Ischial spine. The Ischiac 
are barely perceptible. The pubic bones are not seen. 
The sacral bones arc poorly ossified. There is 
inadequate ossification of the vertebral bodies which 
arc faintly visible in the lumbar region. The 
intervertebral disc spaces arc relatively increased. 
There is no distal narrowing of the interpendicular 
spaces. 

Fig, 2 : Frontal skiagram of the child showing prominent 
soft t issue shadows , short , s tubby long bones and absent 

ischiac and pubic bone 

Discussion 

Achondrogenesis is a lethal form of congenital 
dwarfism that has very specific clinical, radiological 
and pathological characteristics differentiating it 
from other forms of dwarfism namely thanatophoric 
dwarfism, achondroplasia, asphyxiating thoracic 
dystrophy, diastrophic and metatrophic dwarfism to 
name a fcw[l-4). According to Yang's classification 
the case under study Is one of Langer-Saldino*s type 
of heritable lethal achondrogenesis i.e. Type II 
characterised by relatively better ossification of the 
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calvarium, absencc of rib fractures, diaphyseal 
constriction of long bones with flared and cupped 
ends, well ossified iliac bones with concave medial 
margins and absent or deficient ossification of the 
sacrum, ischiae and pubic bones. Achondrogenesis 
Type I, also referred to as Parenti-Fraccaro's type, is 
characterised by disproportionately large heads, poor 
ossification of the calvarium, multiple rib fractures, 
short broad bones of extremities with prominent 
bony spurs al the border of the metaphyscs and 
poorly ossified iliac bones. 

Conclusion 

We have presented a case of Achondrogenesis Type 
II (Langer-Saldino's type) which is a rare distinct 
entity with characteristic radiographic findings. 
Histopathological features include degeneration of 
the proliferating epiphyseal and diaphyseal cartilage. 
Death is attributed to atelectasis caused by the 

narrow chest. The cause of this condition is 
unknown. 
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Notes for Contr ibutors 

All manuscripts should be addressed to the Editorial 
Office of The African Journal of Medicine and 
Medical Sciences, Postgraduate Institute for Mcdical 
Research and Training, College of Medicine, 
University College Hospital, Ibadan, Nigeria. 

Manuscripts are accepted subject to the 
understanding that no substantial part has been or 
will be published elsewhere. This docs not refer to 
abstracts of oral communications which arc printed 
in proceedings of societies'or symposia. 

Authors should send three complete copics of the 
manuscript (maximum of 18 quarto-size typed pages 
including bibliography, illustrations and tables) ami 
retain one copy for reference. In addition, authors 
should send 2 quarto-size stamped and self-
addressed envelopes for subsequent correspondence. 
The Editor does not accept responsibility for damage 
or loss of papers submitted. 

A processing fee of N300.00 per article will be 
charged authors who do not suhscribe to the Journal. 

Manuscripts, in English language, should be 
submitted typed double spaced and with at least 2.5 
cm margins all around. 

On a single separate sheet there must bo the 
following: (a) title, (b) author's name and initials, (c) 
departmcnt/s in which the work was done, (d) the 
name and address of the author to whom 
correspondence should be addressed, (e) author's 
present address if different from the depart mcnt/s in 
which the work was done, ( 0 if paper was presented 
at a meeting, please indicate name of organization, 
city, month and year. 

Titles should be short, specific and clear. Omit 
phrases such as 'The use o f , 'Observations on*. 
Authors should provide a shorter running title and up 
to six key-words. Manuscripts must be accompanied 
by a summary not exceeding 200 words. The 
summary will be translated into French by the 
journal office at a cost to the author. Currently the 
fee for translation is N200.00 non-re fundable, which 
shall be forwarded by a bank draft to accompany the 
manuscript when found acceptable for publication. 
Figures and photographs must be submitted as glossy 
prints, untrimmcd and unmounted. Each should be 
numbered with pencil lightly on the back with the top 

indicated. The numbers of photographs and 
illustrations should be kept to a minimum. The 
legends for figures and tables which should be 
numbered with arabic numerals should appear on a 
separate page. 

Publication of colour transparencies submitted must 
be paid for by the author at the time of acceptance. 

All details on charts and graphs must be clcarly 
legible when reduced to the size used in this Journal. 

The onus of preparing a paper in a suitable form 
for publication rests with the author. The need for 
editorial revision of badly prepared type-scripts or 
diagrams may lead cither to rejection of the article or 
delay in publication. 

This Journal has agreed to accept manuscripts 
prepared in accordance with the Vancouver style and 
the Editor will consider only papers conforming to 
this style. 

References should be numbered in the order in 
which they are cited in the text. At the end of the 
article the references should be listed as numbered in 
the text. Each reference should give the names and 
initials of all authors (unless there arc more than six, 
when only the first three should be given, followed 
by et al.). The authors' names should be followed by 
the title of the article, the journal title (abbreviated 
according to the style of Index Medicus), the year of 
publication, the volume number and the first and last 
page numbers. Titles of books should be followed by 
the publisher, place of publication, and year. 
Examples of format for references arc as follows: 

Edington JM, Osunkoya BO. Smith JA. 
Immunopathology of burkitt's lymphoma. 
West Afr. Med. J. 1986; 85: 76-87. 

Brown A. Primary Health Care and the Mcdical 
Curriculum. Edinburgh: Universities Press, 
1977. 

Lewis A. Primary liver cell carcinoma. In: Ajose A. 
Odcku EL, cds. Priorities in Health Planning. 
Ibadan: University Press, 1983: 110-7. 

Reference to tables should be in Arabic 
numerals, e.g. Table 3, and tables should include 
titles which make their meaning clear without 
reference to text. Tables should be typed separately 
from the text. 
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Proof corrections are expensive and correction of 
proofs other than printers' errors should be kept to a 
minimum. Authors must return proof corrections 
within 3 days of receipt. Failure to do this will result 
in the paper being published with the Editor's 
corrections only. 

Papers accepted for publication remain the 

copyright of the Journal. 
Offprints may be ordered on the printed card 

which will be sent to the author with the proofs. 
Six journal pages will be printed at no cost to the 

author. Extra pages will attract page printing charges 
at the rate of N250.00 per page (approximately 3 
quarto-size pages of manuscript). 
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