











	

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 

22450.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 V. Ventruto / A. Di Luccio
Genus database
22450
Rendu-Osler-Weber 1
Eponyms:
Inheritance:
END
ENG
HHT1
ORW1
hereditary hemorrhagic
telangiectasia
autosomal dominant
Semeiological Cutaneous-hematological disorder. Skin/mucous membranes telangiectasias, pulmonary arteriovenous
fistulas, choroidoretinal changes, recurrent nasal/gastrointestinal/bladder haemorrhage with normal
Synthesis:
coagulation factors, renal vascular malformations. Incidence: 1 in 50,000 live births.
Group
Sub group
Signs:
CARDIOVASCULAR DISORDERS
cardiac congenital defects
cyanosis
pulmonary artery-valve, anomalies
peripheral vessels changes
angioma, haemangioma, including
angiofibroma
arteriovenous aneurysm , arteriovenous fistula
GASTROINTESTINAL DISORDERS
intestinal dysfunctions
intestinal perforation, intestinal hemorrhagy
liver dysfunctions, liver anomalies
hepatomegaly, liver enlarged
jaundice cholestatic, cholestasis
liver cirrhosis
liver, structural defects, fibrosis, accessory
lobe
oesophageal anomalies
oesophageal varices
HEMOPOIETIC-LYMPHORETICULAR SYSTEM
DISORDERS
coagulation disorders, including platelet changes
hemorrhage, ecchymoses, bleeding diathesis,
purpura
LABORATORY DATA
chromosomal assignment
chromosome 9q localization
gene, structural-functional anomalies
gene analysis-DNA analysis
HHT1 (ORW) (END) (ENG) endoglin, gene
chr.9q34.1
NEUROLOGICAL DISORDERS
brain anomalies
brain, vascular malformation, including
brain: hemorrhage, including ischemia,
strokes
neurological dysfunctions
seizures, convulsions, epilepsy
OCULAR DISORDERS
choroidoretinal defects
retinal vascular anomalies, retinal
hemorrhages, angioid streaks
conjunctiva, changes
conjunctiva, angioectasia
OROCRANIOFACIAL ANOMALIES
cutis, vascular changes
angiectasia, telangiectases
oral mucous membranes,changes
Rendu-Osler-Weber 1
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phakomatosis, mesodermal
OTHERS
inheritance
inheritance, autosomal dominant
supergroups
cardio-facio-urological disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
congenital tumour
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
UROLOGICAL DISORDERS
renal dysfunctions
renal failure, including: nephritis,
pyelonephritis, glomerulonephritis
Super group:
cardio-facio-urological disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by ultrasound techniques
Aggregations:
NEOPLASTIC DISORDERS
tumour, congenital
PHAKOMATOSIS, HAMARTOMATA
phakomatosis, mesodermal
Differential
diagnosis:
880
3020
28490
4853
5905
9160
11885
21954
27911
23480
9923
24093
Bibliography
Rendu-Osler-Weber 1
Aguilar syndrome
Bean disease
Boon syndrome
cerebral arteriovenous malformations,
hereditary
Coats disease
Fabry disease
hemangiomatosis, pulmonary, capillary
pulmonary arteiovenous fistulas
Rendu-Osler-Weber 2
scleroderma familial progressive
stroke, susceptibility to
telangiectasia benign generalized
OMIM ID: 187300
OMIM ID: 131195
Baraitser-Winter: Congenital Malformation Syndromes Mosby&Wolfe Ed. 1996, pag.184
Smith's Recognizable Patterns of Human Malformation. 6th Edition pag. 612-613
J.L.Spitz: Genodermatoses. Lippincott William Wilkins Ed. 2006
Annuario Orphanet-Italia delle Malattie Rare, 2005 pag. 703
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.35423544,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.12001205,2007
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