
Accepted Manuscript

A patient with slowly progressive adult-onset nemaline myopathy
and novel compound heterozygous mutations in the nebulin gene

Keiichiro Tsunoda, Toru Yamashita, Emi Motokura, Yoshiaki
Takahashi, Kota Sato, Mami Takemoto, Nozomi Hishikawa,
Yasuyuki Ohta, Atsuko Nishikawa, Ichizo Nishino, Koji Abe

PII: S0022-510X(16)30862-0
DOI: doi: 10.1016/j.jns.2016.12.069
Reference: JNS 15061

To appear in: Journal of the Neurological Sciences

Received date: 10 November 2016
Revised date: 25 December 2016
Accepted date: 29 December 2016

Please cite this article as: Keiichiro Tsunoda, Toru Yamashita, Emi Motokura, Yoshiaki
Takahashi, Kota Sato, Mami Takemoto, Nozomi Hishikawa, Yasuyuki Ohta, Atsuko
Nishikawa, Ichizo Nishino, Koji Abe , A patient with slowly progressive adult-onset
nemaline myopathy and novel compound heterozygous mutations in the nebulin gene. The
address for the corresponding author was captured as affiliation for all authors. Please
check if appropriate. Jns(2016), doi: 10.1016/j.jns.2016.12.069

This is a PDF file of an unedited manuscript that has been accepted for publication. As
a service to our customers we are providing this early version of the manuscript. The
manuscript will undergo copyediting, typesetting, and review of the resulting proof before
it is published in its final form. Please note that during the production process errors may
be discovered which could affect the content, and all legal disclaimers that apply to the
journal pertain.

http://dx.doi.org/10.1016/j.jns.2016.12.069
http://dx.doi.org/10.1016/j.jns.2016.12.069


AC
C

EP
TE

D
 M

AN
U

SC
R

IP
T

 

1 

 

A patient with slowly progressive adult-onset nemaline myopathy and 

novel compound heterozygous mutations in the nebulin gene 

 

Keiichiro Tsunoda
a
, Toru Yamashita

a
, Emi Motokura

a
, Yoshiaki Takahashi

a
, Kota Sato

a
, 

Mami Takemoto
a
, Nozomi Hishikawa

a
, Yasuyuki Ohta

a
, Atsuko Nishikawa

b
, Ichizo Nishino

b
, 

and Koji Abe
a*

 

 

a 
Department of Neurology, Okayama University Graduate School of Medicine, Dentistry and 

Pharmaceutical Sciences, 2-5-1 Shikatacho, Okayama 700-8558, Japan. 

b 
National Center of Neurology and Psychiatry, 4-1-1 Kodaira, Tokyo 187-8502, Japan. 

 

Corresponding author: Koji Abe 

Address: Department of Neurology, Okayama University Graduate School of Medicine, 

Dentistry and Pharmaceutical Sciences, 2-5-1 Shikatacho, Okayama 700-8558, Japan. 

Phone: +81-86-235-7365, Fax: +81-86-235-7368 

E-mail: me18046@s.okayama-u.ac.jp 

 

Highlights 

・This case of adult-onset nemaline myopathy showed hypercapnic respiratory failure. 

・Muscle weakness progressed very slowly in our patient. 

・Novel compound heterozygous mutations identified in the NEB gene. 
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Abbreviations: ACTA1, alfa-actin; ALT, alanine aminotransferase; AS-PCR, allele 

specific-polymerase chain reaction; AST, aspartate aminotransferase; CFL2, cofilin2; 

CO2, carbon dioxide; CT, computed tomography; DNA, deoxyribonucleic acid; 

ESP6500, Exome Sequencing Project 6500; H&E, hematoxylin and eosin; HCO3
-
, 

bicarbonate ion; HGVD, Human Genetic Variation Database; MGUS, monoclonal 

gammopathy of undetermined significance; NADH-TR, nicotinamide adenine 

dinucleotide tetrazolium reductase; NEB, nebulin; O2, oxygen; PCO2, carbon dioxide 

partial pressure; PCR-RFLP, polymerase chain reaction-restriction fragment length 

polymorphism; PO2, oxygen partial pressure; SLONM, sporadic late onset nemaline 

myopathy; SO2, oxygen saturation; TNNT1, troponin T1; TPM2, beta-tropomyosin; 

TPM3, alfa-tropomyosin; Xp, X-ray photography. 
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