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SUMMARY

Two familial cases of pycnodysostosis are presented.
The clinical and radiological features of cases in a
boy with traumatic intracerebral hematoma and a girl
with anemia are presented with a brief review of the
literature.
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INTRODUCTION

The term pycnodysostosis was coined by Maroteaux
and Lamy in 1962 (1). The typical findings of this
syndrome have been described as follows; short
stature, separated cranial sutures and open
fontanels, loss of mandibular angle, partial aplasia of
terminal phalanges of the fingers and toes,
generalized condensation of bone shadow, bone
fragility, and autosomal recessive inheritance (1,2). It
is considered by -many to be a variant of
osteopetrosis (3).

The purpose of this paper is to report two familial
cases of pycnodysostosis observed by the authors.

CASE REPORTS

A boy aged 8 years was admitted to our clinic with left
hemiparesis complaint, after minor blunt head injury.
He was the second child in a family of four children
(two boys and two girls). The parents were first step
cousins (from step grandfather). Both parents, one
brother, and one sister were normal. Second sister
was on treatment for anemia. There was no previous
pycnodysostosis history in the family.

Upon examination, it was observed that the boy was
of markedly short stature, and his weight was that of
a five - year old. Head showed markedly frontal
bossing, open fontanels and sutures, low hairline,
receding chin, prominent eyes.

Skeletal survey : Skull examination revealed open
anterior fontanel, separated sutures, presence of
wormian bone, aplastic frontal sinuses, hypoplastic
other paranasal sinuses, increased craniofacial ratio,
hypoplastic maxillary bones, prominent occipital and
frontal bones, absence of mastoid aeration,
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hypoplastic mandible, and flattened mandibular angle
(Figs. 1a, 1b).

Extremities : Narrowed medullary canal in long
tubular bones, increased bone density, bilaterally
coxa valga deformity, relatively short and widened
middle phalanges, slightly acroosteolysis at terminal
phalanges, were observed.

Pelvis and spine : Diffuse increased bone density,
anterior notching at lumbar vertebras (Fig. 2).

Cranial computed tomography showed right
intracerebral hematoma, widely open anterior and
posterior fontanels (Fig.3).

The patient was followed-up with anti-edema therapy
for intracerebral hematoma and was discharged with
full recovery.

In the search of consanguinity, pycnodysostosis was
found in one of the sisters (Case 2). She was five
years old, but the appearance and the measurements
were according to that of a three - year - old. The
typical findings of pycnodysostosis, as the first case
were present. Anemia and hepatosplenomegaly were
also present.

DISCUSSION

Pycnodysostosis is a disease of autosomal recessive
inheritance, the abnormal chromosome being a
member of the G 22 pair (4,5). Consanguinity of
parents has been reported in about 25 % of cases.
Both sexes are equally affected (5). Only 125 cases
have been reported in the literature (6).

Pycnodysostosis is to be differentiated from
osteopetrosis, cleido-cranial dysostosis, and
acroosteolysis syndromes (5,7,8). The unique
combination of the radiographic findings in
pycnodysostosis makes the diagnosis (2,6,8). Our
findings are in accordance with literature.

In the recent relevant literature, traumatic linear
fracture, epidural hematoma, hydrocephalus,
visceromegaly and anemia caused by extramedullary
hematopoesis, complications of upper airway
obstruction as part of pycnodysostosis, rarely seen
bone fractures, eye and teeth anomalies are reported
beside of the typical findings of pycnodysostosis
(3,9-13).
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Fig 1 (@ - b) X - ray film of the skull shows
separated cranial sutures, open
fontanels, wormian bone, hypop-
lastic facial bones and mandible,
loss of mandibular angle and
absence of frontal sinuses
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Fig 3. Cranial computed tomography shows
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intra-cerebral hematoma in the right
frontal lobe. Note that the anterior and
posterior fontanels are open.
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Fig 2. Roentgenogram of the

pelvis and femora
showing generalized
increased density of
bones and coxa valga
deformity. Note the
markedly narrowed
medullary canals.
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Complications, such as atypical fractures due to bone
fragility, are well known in pycnodysostosis. However,
there was minor blund injury resulted with frontal
intracerebral hematoma in the present case.

Therefore, we suggest that open fontanels and
sutures in pycnodysostosis may be providing better
protection of the head.

REFERENCES

1. Maroteaux P, Lamy M. Pycnodysostosis. Prcsse Med

1962;70:999-1002.
2. Kerr AM. Louden MM. Ooel KM, Connor JM. Pyc-
nodysostosis in a Pakistani family: case
presentation and review. Scott Med J
1985;30(1):35-39.
Shah KM, Bgjgj RT. Pycnodysostosis-Case reports ol
2 patients. Indian Pediatr 1979; 16(2): 187-190.
4. ElImore SM. Pycnodysostosis: a review. J Bone Jt
Surg 1967:49 A-.153-162.

5. Suma TK, Mathew Roy JC. Pycnodysostosis. J Assoc
Physicians India 1986:34(11):811-813.

6. Kaplan SB, Kemp SS, Oh KS. Radiographic mani-

w

10.

11.

12.

13.

Volume 7 No:4 October 1994

festatlons of congenital anomalies of the skull.
Radiol Clin Morth Arne 1991:29(2): 195-218.

. Srivastava KK, Bhattacharya AK, Oalatius-Jensen F,

Tamaeia LA. Borgstein A. Kozlowski K.
Pycnodysostosis (Report of four cases). Australas
Radiol 1978:22(11:70-78.

. Sriwatanakul K. Osathakul S. Pycnodysostosis: A

(jege report. J Med Ass Thailand 1986:69(2): 12-

. Utoh A. Makajima K. Shimoji T, Maeda M, inoue Y.

A case of pycnodysostosis. Mo Shinkei Oeka
1985;13(2):217-222.

Roth VO. Pycnodysostosis presenting with bilateral
subtrachanteric fractures: case report. Clin Orthop
1976;117(2):247-253.

Aronson DC, Heymans HS. Bijimer RP.Cor
pulmonale and acute liver necrosis, due to upper
airway obstruction as part of pycnodysostosis. Eur
J Pediatr 1984; 141 (4):251-253.

Sugiura Y, Yamada Y, Koh J. Pycnodysostosis in
Japan: Report of six cases and a review ol
Japanese literature. Birth Defects 1974;10(12):78-
98.

Santhanakrishna BR, Panneerselvam S, Ramesh S,
Patchataram M. Pycnodysostosis with visceral
manifestation and rickets. Clin Pediatr (Phila)
1986;25(8):416-4i8.

195



