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DISEASE:
Facioscapulohumeral dystrophy

NAME: Facioscapulohumeral dystrophy

DESCRIPTION:
A rare neuromuscular disease characterized by progressive muscle weakness with focal involvement of the 
facial, shoulder and limb muscles.

ORPHACODE: 269

SYNONYMS:

FSH dystrophy
FSHD
Facioscapulohumeral muscular dystrophy
Facioscapulohumeral myopathy
Landouzy-Dejerine dystrophy
Landouzy-Dejerine myopathy

XREF(S):

Orphanet
OMIM
OMIM
MedDRA
ICD-10
OMIM
OMIM
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=269
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=269
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=269
https://www.omim.org/entry/619478
https://www.omim.org/entry/619478
https://www.omim.org/entry/619478
https://www.omim.org/entry/619477
https://www.omim.org/entry/619477
https://www.omim.org/entry/619477
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10064087
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10064087
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10064087
https://icd.who.int/browse10/2016/en#/G71.0
https://icd.who.int/browse10/2016/en#/G71.0
https://icd.who.int/browse10/2016/en#/G71.0
https://www.omim.org/entry/158900
https://www.omim.org/entry/158900
https://www.omim.org/entry/158900
https://www.omim.org/entry/158901
https://www.omim.org/entry/158901
https://www.omim.org/entry/158901
https://www.omim.org/entry/600416
https://www.omim.org/entry/600416
https://www.omim.org/entry/600416


ANALYTE(S):

DNMT3B
DUX4
DUX4L1
FRG1
SMCHD1
SMCHD1
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RELATED CONTENT

Related Genetic Tests 

Facioscapulohumeral Muscular Dystrophy 2 (hypomethylation D4Z4 repeats)
Facioscapulohumeral muscular dystrophy 1A (D4Z4 repeat)
Facioscapulohumeral muscular dystrophy 1A (D4Z4 repeat)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

DNA methyltransferase 3 beta
double homeobox 4
double homeobox 4 like 1 (pseudogene)
FSHD region gene 1
structural maintenance of chromosomes flexible hinge domain containing 1
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