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DYNC1H1 - an overview | ScienceDirect Topics

hitps://www.sciencedirect.com/.../dync1h1
Shartly after the initial descnption of dynein mutations with a phenotype of intellectual disability, an
analysis of a large pedigree with dominant axonal CMT disease, type 2 determined that the causative..
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Myasthenic syndrome, congenital, 18 (Concept Id: C4225364)

https:/fwww.nebinim.nih.gov/medgen/006703 -
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disorder characterized hy early-onset muscle h and easy fatig d with delayed

Arts syndrome with a novel missense mutation in the PRPST ...
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Arts syndrome |s charecterlzed by early-onset ataxia, Intell | disabillty,

hearing impairment, progressive oplic atrophy. and a tlendency o develop infections. Arks syndrome is a_
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Mar 01, 2018 * SMALED caused by DYNC1H1 mutations is not a fatal condition and the lack of autopsy
examination makes it difficult to prove these hypotheses, There are other phenotypes that have been
associaled with DYNCTH1 mutations. Weedon et al. reporfed DYNC1HT mutations in a karge family with
Charcol Marie Tooth type 2 . Early ongel, delayed motor development, distal lower limb wasting and
weakness _
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Jul 01, 2021 - This report provides impartant clinical evide the de nava het 1]
missense mutation c.751C>T in the DYNC1H1 gene is pathogenic causing SMALED, Muscle ..
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Including results for missense mutation in dync1h1 gene causes psychomotor
developmental delay and muscle weakness a case report.

Do you want results only for Missense mutation in DYMNC1H1 gene caused psychomotor developmental
delay and muscle weakness: A case report?

A missense mutation in DYNC1H1 gene causing spinal ...

hitps:/l'www sciencedirect.com/science/article/pii’50028384317303468

Mar 01, 2018 - Here we report a family with SMALED caused by a pathogenic heterozygous missense
c.1809 A > T, p.gluB03Asp mutation in DYNC1H1. The main clinical features were congenital hip
displacement, talipes, delayed motor development, wasting and weakness in lower limbs with relative
sparing of upper extremities and very slow disease progression
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This report provides important clinical evidence indicating the de novo heterozygous missense mutation
€. 751C>T in the DYNC1H1 gene is pathogenic causing SMALED. Muscle MRI is more specific than ...
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Mutations in DYNC1H1 cause severe intellectual disability ...
https:/f'www researchgate net/publication/221864565. .

Autosomal dominant mutations of DYNC1H1 cause a range of neurogenetic diseases, including:



