











	

Study Resource


	

Explore 




	

Arts & Humanities


	

Business


	

Engineering & Technology


	

Foreign Language


	

History


	

Math


	

Science


	

Social Science









Top subcategories


	

Advanced Math


	

Algebra


	

Basic Math


	

Calculus


	

Geometry


	

Linear Algebra


	

Pre-Algebra


	

Pre-Calculus


	

Statistics And Probability


	

Trigonometry


	

other
→










Top subcategories


	

Astronomy


	

Astrophysics


	

Biology


	

Chemistry


	

Earth Science


	

Environmental Science


	

Health Science


	

Physics


	

other
→










Top subcategories


	

Anthropology


	

Law


	

Political Science


	

Psychology


	

Sociology


	

other
→










Top subcategories


	

Accounting


	

Economics


	

Finance


	

Management


	

other
→










Top subcategories


	

Aerospace Engineering


	

Bioengineering


	

Chemical Engineering


	

Civil Engineering


	

Computer Science


	

Electrical Engineering


	

Industrial Engineering


	

Mechanical Engineering


	

Web Design


	

other
→










Top subcategories


	

Architecture


	

Communications


	

English


	

Gender Studies


	

Music


	

Performing Arts


	

Philosophy


	

Religious Studies


	

Writing


	

other
→










Top subcategories


	

Ancient History


	

European History


	

US History


	

World History


	

other
→










Top subcategories


	

Croatian


	

Czech


	

Finnish


	

Greek


	

Hindi


	

Japanese


	

Korean


	

Persian


	

Swedish


	

Turkish


	

other
→





















 




Sign in 

Sign up 







Upload 

















	




	
Science

	
Biology

	
Human Biology









Download 

9140.pdf









Survey 






yes
no


Was this document useful for you? 



  

Thank you for your participation! 


* Your assessment is very important for improving the workof artificial intelligence, which forms the content of this project 


















[image: page]



1











[image: page]



2
























			















Document related concepts 




no text concepts found 










Transcript 



Copyright 1980 - 2007 V. Ventruto / A. Di Luccio
Genus database
9140
exostoses multiple cartilagineous, type I
Eponyms:
Inheritance:
diaphyseal aclasis
EXT1
external chondromatosis syndrome,
I
osteochondromatosis, multiple
autosomal dominant
Semeiological Skeletal disorder, isolated defect. Mild short stature, bone deformity due to numerous asymmetric cartilagecapped exostoses with characteristic club-shaped appearance usually in the tubular bones, actively growing
Synthesis:
areas such as juxtaepiphyseal areas; malignant degeneration may occur.
Group
Sub group
Signs:
LABORATORY DATA
chromosomal assignment
chromosome 19p localization
chromosome 8q localization
gene, structural-functional anomalies
EXT1 exostoses multiple 1, gene chr.8q24.11q24.13
gene analysis-DNA analysis
NEOPLASTIC DISEASES
cancer, genetic features
tumour susceptibility
OTHERS
inheritance
inheritance, autosomal dominant
SKELETAL DISORDERS
bones, lesions, structural changes
bone, cartilage-fibrous components,
disorganization
exostoses
osteosarcoma, chondrosarcoma
femur, anomalies
coxa valga
metacarpus-metatarsus changes
brachymetacarpia, brachymetatarsia
stature, growth, modified habitus
growth delayed, failure to thrive, growth
retardation
stature, short, including micromelia, including
short limbs
Super group:
Super aggreg. NEOPLASTIC DISORDERS
tumour, susceptibility
Aggregations:
OSTEOCHONDRODYSTROPHY, OSTEOCHONDRODYSPLASIAS
bone, cartilage-fibrous components, disorganization
Differential
diagnosis:
608
8843
5510
28667
6591
28209
28095
9135
9130
adamantinoma of long bones
aneurysmal bone cysts
chondrodysplasia, Temtamy type
DEFECT 11
dysspondyloenchondromatosis
exostoses multiple cartilagineous, type III
exostoses multiple cartilagineous, type II
exostoses of the heel
exostoses-anetodermia-brachydactyly
syndrome
9670 fibrodysplasia ossificans progressiva
10603 genochondromatosis
11535 Halal-Azous syndrome
exostoses multiple cartilagineous, type I
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12011 Hensinger dysplasia
22749 hypophosphatemic rickets, autosomal
dominant
14360 Langer-Giedion syndrome
27415 Langher-Giedion like syndrome
15490 Maffucci syndrome
16390 metachondromatosis
28643 multiple exostoses-spastic tetraparesis
syndrome
18940 Ollier syndrome
21410 polyposis-exostoses syndrome
22750 rickets, vitamin D-resistant I
25810 Trevor syndrome
Bibliography
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Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.37553757,2007
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Table 1 Other well-defined immunodeficiency syndromes
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