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The symptoms, severty, and age of onset of callagen ype Vi-redated disordens vary greatly. in mast

cases, afiected indviduals have muscle and shelotal a
Eathiem Myopatny (Beregn Congznital Myopathy

wilth Contraciunes)

Collagen type Vi-related myopathy | Practical Neurclogy

hittpes:/ipn. bmj.comicontent1 7/5/406 -

02401, 20717 - His perinatal history and prior motos mélestones were noemal, and there was no relevant
tamity hisiory. On examination, he had a scollosis, muliple joint contractures with distal hypermobiity,
Balicutar hyperkeratosts and kelobd scar farmation (figure 1). Figure 1 Examination findings In collagen
type Vi-elated myopethics.
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Collagen VI

Cotagen V) IS a type of cobagen primarly assodated with (he extraceliuar
matrix of skeletal muscle. ColVi maintaina regulasity in muscle function and
Stabires the cal mamorane, i 8 synthesed by & compiex, multistey
pathway that leads ta the formatian of a unique netwark of linked
microfiaments located in the exiracedutar matrix. Colll piays 3 vital role in
numETOUS. cell Types, INaucing CRondrocytes, NELTans, myocyTss,
fibrobiasts, and cardiomyocytes. ColV| molecules are made up of free
alpha chaing: a1(V1), a2(V1), and a3[VI), & is encoced by 6 genes:
COLBAY, COLBAZ, COLOAS, COLOAY, COLCAS, ard COLOAL. The chain
lengths of a1 (V1] and a(V1) are about 1,000 amina acids. The chain length
of G3(VI) 15 mugiy 3 hi Brger han Mose of o1V and a2(v1), and i
ists d variants wilhin ge of 2,500 to 3,100

amino acids:
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The symptoms. savrity, and 490 of crsat of collagen typs Vi-related disceders vary greathy. In most
cases, affected individuals b d and sheletal abnormalities such an

curvatus of the spine {sceliosis} and contractues. Bethlem Myopathy (Fenign Cangenital Myapathy wih
Contractures)
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Jun 21,2017 Collagen shaws

praximal muscle weakness, skin and joint changes, scolicais, snd respiratory failze [1, 5,6]. Muscle -
author: Carsten G, Boanemann
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Jun 02,2017 gen type Vi i 1ged gemetic 4 COLBAT, COLBAZ and
COLSAZ. This found 28 of the COLSAZ gene
(21q22.3), grving o definite diagnosis of Bethlem myopathy. Collagen type Viretated disorders represent
@ spectrum of cverlapping chn-
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Det 0, 2017 Collagen type VI-refated disorders represent & spectrum of averbapping clinical
of hereditary hypotonia,

Collagen VI
Callagen V1 is & type of colagen prmanty Rssociated with the extraceliutar
matrix af muscle functicn

s abilises the cell mernbeane. It is syribesized by 8 comples, rmallistep
pathway that lesds b the formation of & unique netwerk of linked

located in the rrafriz. ColVl plays & vital role in

types, 9 Freurons, myscytes.
fibroblasts, and cardionyocytes. Colvi molecules are made up of three
aipha chairs. ad{ViL a2(v1), and a3(V1), It & encoded by & genes. COLBAT,
COLBAZ, COLLAS, COLAAS COLBAS and COLBAS. The chain lengths of
(V1) and a2(vi) ane about 1,000 aming acida. The chain length of aa(vi)
i roughly a third larger than thase of o1 (Vi) and a2(vI], and i consists of
saveral sphced variants within the range of 2,500 10 3,100 aming acikds,
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Collagen VI-related myopathy with scoliosis alone: A case report

LiJY et al. Collagen Vl-related myopathy with scoliosis alone

Jun-Yu Li, Shuo-Zi Liu, Dan-Feng Zheng, Ying-Shuang Zhang, Miao Yu

Abstract

BACKGROUND

Scoliosis is a complex three-dimensional deformity of spine and one of the common
complications of collagen Vl-related myopathy, caused by mutations in COL6AI,
COL6A2 and COL6A3 genes. The typical clinical presentations of collagen Vl-related
myopathy include weakness, hypotonia, laxity of distal joints, contractures of proximal

joints and skeletal deformities,
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The collagen VI-related myopathies: Muscle meets its matrix
https:/f'www. researchgate. net/publication/51236637. .

Jun 21, 2011 - The collagen Vi-related myopathy known as Ulirich congenital muscular dystrophy
Is an early-onset disease that combines substantial muscle .

Author: Carsten G. Bonnemann

Therapy of Collagen VI-Related Myopathies (Bethlem and ...
https:/f'www researchgate_net/publication/23483394

The collagen Vi-related myopathies comprise two major forms, Bethlem myopathy (BM) and Ullrich
congenital muscular dystrophy (UCMD), which show a variable combination of muscle wasting and ...

FoFIA novel de novo COL6AT mutation emphasizes the role ...
https:/f'www termedia_pl/Journal/-20/pdf-30741-10._.

Collagen Vl-related myopathy is a group of disorders affecting skeletal muscles and connective tissue.
The most com-mon symptoms are muscle weakness and joint deformities which limit the movement and
progress over time. Several forms of collagen Vli-related myopathies have been described: Bethlem
myopathy, an intermediate form and Ullrich
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Axial myopathy: an overlooked feature of muscle diseases ...
https://facademic.oup.com/brain/article/139/1/13/2468815 ~

Intreduction Definition and Classification ... Myopathies with Predomina

hh Classically, myopathies are categorized according to limb or cranial nerve muscle
! IQ.J g affection, but with the growing use of MRI it has become evident that many well-known
Hm myopathies have significant involvement of the axial musculature ( Kornblum et al. , 2006
i s Kesper et al. |, 2009 ; Quijano-Roy et al. |, 2012 ). New disease entities with selective
axial muscle involvement have also been described ( Loseth et al. , 2013 ). but overall t...
See more on academic.oup.com
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