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Congenital asymmetric distal myopathy with hemifacial weakness caused by a heterozygous large de

novo mosaic deletion in nebulin. Neuromuscular Disorders, 2021, 31, 539-545.

Out-of-Frame Mutations in <i>ACTN2</i> Last Exon Cause a Dominant Distal Myopathy With Facial

Weakness. Neurology: Genetics, 2021, 7, e619. 19 7

Dominant Distal Myopathy 3 (MPD3) Caused by a Deletion in the <i>HNRNPA1</i> Gene. Neurology:
Genetics, 2021, 7, e632.

Panorama of the distal myopathies. Acta Myologica, 2020, 39, 245-265. 1.5 22

Expanding the importance of HMERF titinopathy: new mutations and clinical aspects. Journal of
Neurology, 2019, 266, 680-690.

Congenital Titinopathy: Comprehensive characterization and pathogenic insights. Annals of 5.3 93
Neurology, 2018, 83, 1105-1124. :

The complexity of titin splicing pattern in human adult skeletal muscles. Skeletal Muscle, 2018, 8, 11.

TIA1 variant drives myodegeneration in multisystem proteinopathy with SQSTM1 mutations. Journal of 8.2 75
Clinical Investigation, 2018, 128, 1164-1177. :

219th ENMC International WorlzshoF Titinopathies International database of titin mutations and
phenotypes, HeemskerR, The Netherlands, 29 Aprila€“1 May 2016. Neuromuscular Disorders, 2017, 27,
396-407.

A a€ second truncationd€™ in TTN causes early onset recessive muscular dystrophy. Neuromuscular 0.6 18
Disorders, 2017, 27, 1009-1017. :

Copy number variation analysis increases the diagnostic yield in muscle diseases. Neurology: Genetics,
2017, 3, e204.

SIRT6 polymorphism rs117385980 is associated with longevity and healthy aging in Finnish men. BMC

Medical Genetics, 2017, 18, 41. 21 21

Targeted Next-Generation Sequencing Reveals Novel TTN Mutations Causing Recessive Distal
Titinopathy. Molecular Neurobiology, 2017, 54, 7212-7223.

A novel FLNC frameshift and an OBSCN variant in a family with distal muscular dystrophy. PLoS ONE, 05 29
2017, 12,e0186642. )

Increasing Role of Titin Mutations in Neuromuscular Disorders. Journal of Neuromuscular Diseases,
2016, 3, 293-308.

Homozygosity of the Dominant Myotilin c.179C&gt;T (p.Ser60Phe) Mutation Causes a More Severe and

Proximal Muscular Dystrophy. Journal of Neuromuscular Diseases, 2016, 3, 275-281. 2.6 o

Mutations in <i>HSPB8«<[i> causing a new phenotype of distal myopathy and motor neuropathy.

Neurology, 2016, 86, 391-398.

Targeted next-generation sequencing assay for detection of mutations in primary myopathies. 0.6 87
Neuromuscular Disorders, 2016, 26, 7-15. ’
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Re-evaluation of the phenotype caused by the common<i>MATR3</i>p.Ser85Cys mutation in a new
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Adult onset limb-girdle muscular dystrophy 4€” A recessive titinopathy masquerading as myositis.

Journal of the Neurological Sciences, 2015, 351, 120-123. 0.6 12

<i>SQSTM1<[i> splice site mutation in distal myopathy with rimmed vacuoles. Neurology, 2015, 85,
665-674.

Novel mutations in DNAJB6 gene cause a very severe early-onset limb-girdle muscular dystrophy 1D 0.6 35
disease. Neuromuscular Disorders, 2015, 25, 835-842. :

Differential Isoform Expression and Selective Muscle Involvement in Muscular Dystrophies. American
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Isolated semitendinosus involvement in the initial stages of limb-girdle muscular dystrophy 2L. 0.6 9
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Mutation screening of SEMA3A and SEMA7A in patients with congenital hypogonadotropic
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23222332, 38 16

Gene Expression Profiling in Tibial Muscular Dystrophy Reveals Unfolded Protein Response and
Altered Autophagy. PLoS ONE, 2014, 9, e90819.
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2013, 73, 500-509. :

Four new Finnish families with LCMD1D; refinement of the clinical phenotype and the linked 736
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Mutations in the N-terminal Actin-Binding Domain of Filamin C Cause a Distal Myopathy. American 6.2 124
Journal of Human Genetics, 2011, 88, 729-740. :

Truncating mutations in C-terminal titin may cause more severe tibial muscular dystrophy (TMD).
Neuromuscular Disorders, 2008, 18, 922-928.

Linkage to two separate loci in a family with a novel distal myopathy phenotype (MPD3). 0.6 17
Neuromuscular Disorders, 2004, 14, 183-187. :

Tibial Muscular Dystrophy Is a Titinopathy Caused by Mutations in TTN, the Gene Encoding the Giant

Skeletal-Muscle Protein Titin. American Journal of Human Genetics, 2002, 71, 492-500.




