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Teaching Neuro/lmages:

Coats disease revealing
facioscapulohumeral muscular dystrophy

A 21-year-old Brazilian woman presented with mild
facial muscle weakness, scapular winging and an
asymmetric shoulder girdle, and peroneal weakness.
Medical history disclosed mildly symptomatic Coats
disease (CD) (figure). Muscle MRI studies were
highly suggestive of facioscapulohumeral muscular
dystrophy type 1 (FSHD1) (figure) and genetic test-
ing confirmed this diagnosis.

FSHDI1 represents an autosomal dominant mus-
cular dystrophy with typical muscle MRI patterns
associated with extramuscular manifestations, includ-
ing sensorineural deafness and complex retinal vascul-
opathy with telangiectasis, such as CD." CD may be
a presenting feature of FSHD1 with high risk of exu-
dative retinal detachment, retinal microaneurysm for-
mation, and peripheral retinal telangiectasis.’
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Funduscopic evaluation and muscle MRI studies in facioscapulohumeral muscular dystrophy ]

(A) Funduscopic analysis showing retinal atrophy and massive exudate deposition in peripheral retina. Axial muscle MRI disclosing fatty replacement in pos-
terior thigh muscles (semimembranous and semitendinosus) and in right anterior tibial compartment in T1-weighted sequences (B, C) and T2-weighted se-
quences with fat suppression (D, E).

From the Division of Neuromuscular Diseases, Department of Neurology and Neurosurgery, Federal University of Sao Paulo, Brazil.

© 2016 American Academy of Neurology e39


mailto:wladimirbvrpinto@gmail.com
http://neurology.org/lookup/doi/10.1212/WNL.0000000000002899
http://neurology.org/lookup/doi/10.1212/WNL.0000000000002899

Neurology

Teaching Neur ol mages. Coats disease revealing facioscapulohumeral muscular

dystrophy

Paulo Victor Sgobbi de Souza, Wladimir Bocca Vieira de Rezende Pinto, Gabriel Novaes de

Rezende Batistella, et al.
Neurology 2016;87;e39

DOI 10.1212/WNL.0000000000002899

Thisinformation iscurrent as of July 25, 2016

Updated Information &
Services

Supplementary Material

References

Subspecialty Collections

Permissions & Licensing

Reprints

including high resolution figures, can be found at:
http://n.neurol ogy.org/content/87/4/e39.full

Supplementary material can be found at:
http://n.neurol ogy .org/content/suppl/2016/07/24/\WWNL .0000000000002
899.DC1

This article cites 2 articles, 1 of which you can access for free at:
http://n.neurology.org/content/87/4/e39.full#ref-list-1

This article, along with others on similar topics, appearsin the
following collection(s):

MRI

http://n.neurol ogy.org/cgi/collection/mri

Muscle disease

http://n.neurol ogy.org/cgi/collection/muscle_disease

Retina

http://n.neurol ogy.org/cgi/collection/retina

Information about reproducing this article in parts (figures,tables) or in
its entirety can be found online at:
http://www.neurol ogy.org/about/about_the_journal#permissions

Information about ordering reprints can be found online;
http://n.neurol ogy .org/subscribers/advertise

Neurology ® isthe official journal of the American Academy of Neurology. Published continuously since
1951, it isnow aweekly with 48 issues per year. Copyright © 2016 American Academy of Neurology. All
rights reserved. Print ISSN: 0028-3878. Online ISSN: 1526-632X.

AMERICAN ACADEMY OF

NEUROLOGY.


http://n.neurology.org/content/87/4/e39.full
http://n.neurology.org/content/suppl/2016/07/24/WNL.0000000000002899.DC1
http://n.neurology.org/content/suppl/2016/07/24/WNL.0000000000002899.DC1
http://n.neurology.org/content/87/4/e39.full#ref-list-1
http://n.neurology.org/cgi/collection/mri
http://n.neurology.org/cgi/collection/muscle_disease
http://n.neurology.org/cgi/collection/retina
http://www.neurology.org/about/about_the_journal#permissions
http://n.neurology.org/subscribers/advertise

