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Fig. 3. Panoramic view. The mandible is underdeveloped with
obtuse gonial angle.
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Fig. 1. Initial intraoral photo at the age of 7 year Fig. 2. Periapical view. #42, 32 are
and 1 months. Anterior open bite and mandibular congenitally missing.

prognathism are observed.

Fig. 4. Intraoral photo from the palatal aspect. Fig. 5. Lateral cephalometric radi- Fig. 6. Photograph of the whole

Palatal groove in the middle. ograph. Typical characteristics of body from the lateral aspect. Her
PKND are present, such as frontal stature is shorter compared to oth-
bossing and obtuse gonial angle. ers with the same age, which was

only about 106 cm.

620



Fig. 7. Club-shaped phalanges.

Fig, 10, Long bone x-ray taken at the age of 5 year
and 2 months. Medullary canals of the long bones
present,
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Fig. 8. Intraoral photo taken at the age of 7 year
and 8 months. Anterior open bite and generalized
severe crowding are observed.
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§ Fig. 9. Panoramic view taken at the age of 7 year
and 8 months. Early root resorption of the upper
left primary canine, first primary molar, and the
lower left first primary molar is observed.
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Abstract

PYKNODYSOSTOSIS : A CASE REPORT
Nam-Hyuk Kim, Jae-Ho Lee, Seong Oh Kim, Hyung-Jun Choi, Je Seon Song

Department of Pediatric Dentistry and Oral Science Research Center, College of Dentistry, Yonsei University

Pyknodysostosis(PKND) is a rare sclerosing bone disorder that has an autosomal recessive trait, also known
as Toulouse-Lautrec syndrome. Deficiency of the cathepsin enzyme K in the osteoclasts of PKND patients re-
sults in continuous endosteal bone deposits without osteoclastic resorption or remodeling. This causes a general-
ized increase in sclerosis and fragility of bones. Osteomyelitis in the mandible and recurrent fracture of the long
bones are characteristic complicatons of PKND. The patients present typical features of PKND, such as short
stature under 150 cm, open cranial suture and fontanelle, club-shaped phalanges, and underdevelopment of
midface.

This is a case of a 7-year-old girl with PKND, who visited our clinic with the chief complaint of anterior open-
bite and generalized crowding. The patient had been diagnosed as PKND by an orthopedist and manifested
characteristic clinical and radiographic features, such as open cranial suture and fontanelle, obtuse madibular
gonial angle, frontal and occipital bossing, grooved palate, club-shaped phalanges, and short stature.
Orthodontic treatment was not considered because patients with PKND show abnormal bone resorption and re-
modeling. Instead, removal of deciduous teeth near exfoliation and TFA were performed, and periodic check-up
is planned to maintain good oral hygiene.

Key words : Pyknodysostosis, Osteoclast cell, Cathepsin K
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