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International Nomenclature of Constitutional

Diseases of Bone

I. Osteochondredysplasias

Abnormalities of cartilage and/or bone growth and

development.
A. Defects cf growth of tubular bones and/or spine.
a. Identifiable at birth
1, Achondrogenesis type I, Parenti-Praccaro

2. Achondrogenesis type II, Langer-Saldino
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3, Thanatophoric dysplasia

4, Thanatophoric dysplasia with clover-leaf skull

5, Short rib-polydactyly syndrome type I, Sal-

10.
11,
12,
13.

14,
15,

16.
17.

18.
19.
20.
21,

dinc-Noonan (perhaps several forms)

Short rib-polydactyly syndrome type II, Ma-

jewski

Chondrodysplasia punctata

a. Rhizomelic form

b. Dominant form

c. Other forms, excluding symptomatic stip-
pling in other disorders (e. g., Zellweger
syndrome, Warfarin embryopathy)

Campomelic dysplasia

Other dysplasias with congenital bowing of

long bones (several forms)

Achondroplasia

Diastrophic dysplasia

Metatropic dysplasia (several forms)

Chondroectodermal dysplasia, Ellis van Cre-

veld

Asphyxiating thoracic dysplasia, Jeune

Spondyloepiphyseal dysplasia congenita

a. Type Spranger-Wiedemann

b. Other forms’ (see b. 11-12)

Kniest dysplasia

Mesomelic dysplasia

a. Type Nievergelt

b. Type Langer (probable homozygous dys-
chondrosteosis)

¢. Type Robinow .

d. Type Rheinhardt

e. Other forms

Acromesomelic dysplasia

Cleidocranial dysplasia

Larsen syndrome

Otopalatodigital syndrome

b. Identifiable in later life

L

Hypochondroplasia

Dyschondrosteosis

Metaphyseal chondrodysplasia type Jansen
Metaphyseal chondrodysplasia type Schmid
Metaphyseal chondrodysplasia type McKusick
Metaphyseal chondrodysplasia with exocrine

pancreatic insufficiency and cyclic neutropenia

. Spondylometaphyseal dysplasia

a. Type Kozlowski

=

10.

11,

12.

13.
14,

15.

16.

17,
18.

Other forms

Multiple epiphyseal dysplasia

a. Type Fairbank

b. Other forms

Arthroophtalmopathy, Stickler
Pseudoachondroplasia

a. Dominant

b. Recessive

Spondyloepiphyseal dysplasia tarda
Spondyloepiphyseal dysplasia, other forms(see
a. 15-16)
Dyggve-Melchior-Clausen dysplasia
Spondyloepimetaphyseal dysplasia (several
forms)

Mpyotonic chondrodysplasia, Catel-Schwartz-
Jampel

Parastremmatic dysplasia
Trichorhinophalangeal dysplasia
Acrodysplasia with retinitis pigmentosa and

nephropathy Saldino-Mainzer

. Disorganized development of cartilage and fibrous

components of skeleton

- 1’

L A i

10.

Dysplasia epiphysealis hemimelica

Multiple cartilagenous exostoses
Acrodysplasia with exostoses, Giedion-Langer
Enchondromatosis, Ollier

Enchondromatosis with hemangioma, Maffucci
Metachondromatosis

Fibrous dysplasia, Jaffe-Lichtenstein

Fibrous dysplasia with skin pigmentation and
precocious puberty, McCune-Albright
Cherubism (familial fibrous dysplasia of the
jaws)

Neurofibromatosis

C. Abnormalities of density of cortical diaphyseal

structure and/or metaphyseal modeling

1.

U

Osteogenesis imperfecta congenita (several
forms)

Osteogenesis imperfecta tarda (several forms)
Juvenile idiopathic osteoporosis

Osteoporosis with pseudoglioma

Osteopetrosis with precocious manifestations



Osteopetrosis with delayed manifestations(sev-

eral forms)

7. Pycnodysostosis

8. Osteopoikilosis

9. Osteopathia striata

10.
11.
12,
13.

14,
15.
16,
17.
18.
19,
20.
21,
22.

Melorheostosis

Diaphyseal dysplasia, Camurati-Engelmann
Craniodiaphyseal dysplasia

Endosteal hyperostosis

a. Autosomal dominant, Worth

b. Autosomal recessive, Van Buchem
Tubular stenosis, Kenny-Caffey
Pachydermoperiostosis

Osteodysplasty, Melnick-Needles
Frontometaphyseal dysplasia
Craniometaphyseal dysplasia (several forms)
Metaphyseal dysplasia, Pyle

Sclerosteosis

Dyscsteosclerosis

Ostecectasia with hyperphosphatasia

II. Dysostoses

Malformation of individual bones singly or in com-

bination.

A. Dysostoses with cranial and facial involvement

1,

7.

Craniosynostosis (several forms)

2. Craniofacial dysostosis, Crouzon
3.
4. Acrocephalopolysyndactyly, Carpenter

Acrocephalosyndactyly, Apert (and others)
(and
others)

Mandibulofacial dysostosis

a. Type Treacher-Collins, Franceschetti

b. Other forms

Oculomandibulofacial syndrome, Hallermann-
Streiff-Francois

Nevoid basal cell carcinoma syndrome

B. Dysostoses with predominant axial involvement

1.

Vertebral including

Klippel-Feil

segmentation defects,

9. Cervicooculoacoustic syndrome, Wildervanck

3. Sprengel anomaly

Spondylocostal dysostosis
a. Dominant form

b. Recessive forms

225

5. Oculovertebral syndrome, Weyers
6. Osteoonychodysostosis
7. Cerebrocostomandibular syndrome
C. Dysostoses with predominant involvement of ex-
tremities
1. Acheiria
2. Apodia
3. Ectrodactyly syndrome
4, Aglossia-adactyly syndrome
5. Congenital bowing of long bones (several
forms) (see also osteochondrodysplasias)
6. Familial radioulnar synostosis
7. Brachydactyly (several forms)
8. Symphalangism
9, Polydactyly (several forms)
10. Syndactyly (several forms)
11. Polysyndactyly (several forms)
12. Camptodactyly
13. Poland syndrome
14. Rubinstein-Taybi syndrome
15. Pancytopenia-dysmelia syndrome, Fanconi
16. Thrombocytopenia-radial-aplasia syndrome
17. Orodigitofacial syndrome
a. Type Papillon-Leage
b. Type Mohr
18, Cardiomelic syndrome, Holt-Oram
(and others)
19. Femoral facial syndrome
20. Multiple synostoses (includes some forms of
symphalangism)
21. Scapuloiliac dysostosis, Kosenow-Sinios
22. Hand-foot-genital syndrome
23, Focal dermal hypoplasia, Goltz
1II. Idiopathic Osteolyses
1. Phalangeal (several forms)
2. Tarsocarpal
a. Including Francois form (and others)
b. With nephropathy
3. Multicentric

a. Hajdu-Cheney form
b. Winchester form

c. Other forms



226 \/

IV, Chromosomal Aberrations

Specific entities not listed.
V. Primary Metabolic Abnormalities

A. Calcium and/or phosphorus
Hypophosphatemic rickets
Pseudodeficiency rickets, Prader, Royer
Late rickets, McCance

Idiopathic hypercalcuria
Hypophosphatasia (several forms)

N

Pseudohypoparathyroidism (normo and hypo-
calecemic forms, include acrodysostois)
B. Complex carbohydrates
1. Mucopolysaccharidosis, type I (alpha-L-idu-
ronidase deficiency)
a. Hurler form
b. Scheie form
c. Other forms
2. Mucopolysaccharidesis, type II, Hunter
(sulfoiduronate sulfatase deficiency)
3. Mucopolysaccharidosis, type III San Filippo
a. Type A (heparin sulfamidase deﬁcieﬁcy)
b. Type B (N-acetyl-alpha-glucosaminidase
deficiency)
4. Mucopolysaccharidosis, type IV. Morquio (N-

acetylgalactosamine-6-sulfate-sulfatase defici-
ency)
5. Mucopolysaccharidosis, type VI, Maroteaux-
Lamy (aryl sulfatase B deficiency)
6. Mucopolysaccharidosis, type VII (beta-glucu-
ronidase deficiency)
7. Aspartylglucosaminuria(aspartyl-glucosamini-
dase deficiency)
8. Mannosidosis (alpha-mannosidase deficiency)
9. Fucosidosis (alpha-fucosidase deficiency)
10, GM1-gangliosidosis (beta-galactosidase defici-
ency)
11, Multiple sulfatase deficiency, Austin, Thieffry
12. Neuraminidase deficiency (formerly mucolipi-
dosis 1)
13. Mucolipidosis II
14, Mucolipidosis 111
C. Lipids
1. Niemann-Pick disease
2. Gaucher disease
D. Nucleic acids
1. Adenocsine-deaminase deficiency and others
E. Aminos acids
1. Homocystinuria and others
F. Metals
1. Menkes kinky hair syndrome and others
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