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2. Introduction

This is a collection of articles that deal with congenital

muscular dystrophies and/or cobblestone lissencephaly

which appeared in world literature in 2000, and is the 4th

series of supplementary bibliography on the subjects.

In 1997, a comprehensive bibliography, comprising 423

original articles, 60 book chapters, 207 proceedings reports

and 157 abstracts, was issued as a chapter of the book

‘Congenital muscular dystrophies’ (CMD) [1]. Keeping

this as a basis, newly appearing articles on CMD in litera-

ture have been collected, compiled and published as a

supplementary bibliography on CMD once every year for

the last 3 years: Series I (1997) [2], Series II (1998) [3] and

Series III (1999) [4].

Furthermore, those articles on CMD which were omitted

from the previous list were gathered and published as an

appendix to Series III (1999) [4]. We present here Series IV

(2000) with Appendix II as the supplementary bibliography

on CMD.

Please note the compiling policy which restricted the

subject matter to only CMD; apparently related conditions

such as congenital myotonic dystrophy, congenital non-

dystrophic (non-progressive) myopathies, and type 1 lissen-

cephaly/cortical dysplasias are excluded.

A copy of any article quoted in the Bibliography Series I–

IV is available from the compiler (Y. Fukuyama) on request.
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3. Part A: Series IV – literature in 2000

3.1. I. Congenital muscular dystrophies in general

Cohn RD, Campbell KP. Molecular basis of muscular

dystrophies. Muscle Nerve 2000;23:1456–1471.

Darin N, Tulinius M. Neuromuscular disorders in child-

hood: a descriptive epidemiological study from western

Sweden. Neuromusc Disord 2000;10(1):1–9.

Dubowitz V. Congenital muscular dystrophy: an expand-

ing clinical syndrome. Ann Neurol 2000;47(2):143–144.

Ferreira LG, Reed UC, Resende MBD, Carvalho MS,

Diament A, Scaff M, Marie SKN. Congenital muscular

dystrophy (CMD): histopathological aspects in a Brazilian

casuistic of 55 cases (abstract). Neuromusc Disord

2000;10(4–5):380.

Voit T, Straub V, Herrmann R. Congenital muscular

dystrophies – disorders of the basement membrane and extra-

cellular matrix? (abstract). Brain Pathol 2000;10(4):498.

3.2. II. CMD–cobblestone lissencephaly complex

3.2.1. II-1 Fukuyama CMD

Arahata K, Hayashi Y, Ogawa M, Nonaka I, Ishihara T.

[New findings on injury processes of muscle cell in FCMD]

(abstract in Japanese). In: Arahata K, chairperson. Abstracts

of the 2000 annual meeting of the Research Council on

Clinical Pathology and Therapy Development for Muscular

Dystrophies, sponsored by the Ministry of Health and

Welfare, Tokyo, December 1–2, 2000. Tokyo; 2000. p. 10.

Beghetti M, Gervaix A, Haenggeli CA, Berner M,

Rimensberger PC. Myocarditis associated with parvovirus

B19 infection in two siblings with merosin-deficient conge-

nital muscular dystrophy. Eur J Pediatr 2000;159(1–2):135–

136.

Colombo R, Bignamini AA, Carobene A, Sasaki J,

Tachikawa M, Kobayashi K, Toda T. Age and origin of

the FCMD 3 0-untranslated-region retrotransposal insertion

mutation causing Fukuyama-type congenital muscular

dystrophy in the Japanese population. Hum Genet

2000;107(6):559–567.

Fukuyama Y. [Fukuyama congenital muscular dystro-

phy – from the establishment of a clinical entity to the

cloning of a responsible gene. The award lecture of the

1999 Grand Award of Japan Medical Association] (in Japa-

nese). Nihon Ishikai Zasshi (J Jpn Med Assoc) (Tokyo)

2000;123(1):47–51.

Garcia-Cruz A, Pavon-Heredia A, Ortega-Perez M,

Estopinan B, Hernandez-Lara J, Infante E. [Fukuyama

type congenital muscular dystrophy (cerebro-muscular

disease) – a case report] (in Spanish). Rev Neurol

2000;31(4):398–400.

Hino N, Kobayashi M, Yamamoto T, Shibata N, Saito K,

Osawa M. Pathological changes of retina in case of

Fukuyama type congenital muscular dystrophy (abstract).

Brain Pathol 2000;10(4):533.

Ikenaka H, Kawahara M, Yanagaki S, Sumida S, Hira-

sawa K, Suzuki N, Arai Y, Suzuki H, Shishikura K, Saito K,

Fukuyama Y, Osawa M. [Transient exacerbation of muscle

weakness induced by febrile illness in patients with conge-

nital muscular dystrophy] (in Japanese). Tokyo Joshi Ika-

daigaku Zasshi (J Tokyo Wom Med Univ) (Tokyo)

2000;70(Suppl):E40–E45.

Ikeya K, Saito K, Komine S, Ito M, Suzuki H, Shishikura

K, Hirayama Y, Sumida S, Osawa M. [Laminin a2 chain

expression in Fukuyama type congenital muscular dystrophy

(FCMD)] (in Japanese). Tokyo Joshi Ika-daigaku Zasshi (J

Tokyo Wom Med Univ) (Tokyo) 2000;70(Suppl):E23–E31.

Ishigame K, Sasaki M, Kokonoe K, Yamada M, Hayashi

Y, Ihara M, Fukuda K. [Evaluation chart and assistance of

eating function for patients with Fukuyama congenital

muscular dystrophy. Report II. A practical application of

the evaluation chart] (in Japanese). In: Ishihara T, compiled.

The 1999 annual report of the Research Committee on

Genetic Counselling and Pathogenesis-Based Therapies of

Muscular Dystrophies, sponsored by the Ministry of Health

and Welfare. Saitama; 2000. p. 307.

Ishitobi M, Haginoya K, Zhao Y, Ohnuma A, Minato J,

Yanagisawa T, Tanabu M, Kikuchi M, Iinuma K. Elevated

plasma levels of transforming growth factor b1 in patients

with muscular dystrophy. NeuroReport 2000;11(18):4033–

4035.

Iwatani M. [Orthopedic management for spinal defor-

mity in Duchenne and congenital muscular dystrophies]

(in Japanese). In: Ishihara T, compiled. The 1999 annual

report of the Research Committee on Genetic Counselling

and Pathogenesis-Based Therapies of Muscular Dystro-

phies, sponsored by the Ministry of Health and Welfare.

Saitama; 2000. p. 173.

Jong Y-J, Kobayashi K, Toda T, Kondo-Iida E, Huang S-

C, Shen Y-Z, Nonaka I, Fukuyama Y. Genetic heterogeneity

in three Chinese children with Fukuyama congenital muscu-

lar dystrophy. Neuromusc Disord 2000;10:108–112.

Kaneda Y, Yamamoto T, Kobayashi M. [Clinicopatho-

logical examination of cardiac muscle lesion in Fukuyama

congenital muscular dystrophy] (abstract in Japanese).

Nihon Byori Gakkai Zasshi (J Jpn Soc Pathol) (Tokyo)

2000;89(1):337.

Kato T, Funahashi M, Matsui A, Takashima S, Suzuki Y.

MRI of disseminated developmental dysmyelination in

Fukuyama type of CMD. Pediatr Neurol 2000;23(5):385–

388.

Kobayashi M, Shibata T, Yamamoto T, Kanazawa M,

Sawada T, Osawa M, Saito K. [Neuropathological consid-

eration on the cerebral cortical and retinal lesions in

Fukuyama congenital muscular dystrophy] (abstract in

Japanese). Tokyo Joshi Ikadaigaku Zasshi (J Tokyo Wom

Med Univ) (Tokyo) 2000;70(10/11):669.

Kondo E, Toda T, Saito K, Osawa M. [Molecular genetic
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diagnosis: with special reference to Fukuyama type conge-

nital muscular dystrophy] (in Japanese). Tokyo Joshi Ika-

daigaku Zasshi (J Tokyo Wom Med Univ) (Tokyo)

2000;70(Suppl):E16–E22.

Konishi M, Kumagai H, Yonezawa S, Takasago Y. [A

case of Fukuyama congenital muscular dystrophy. Effects of

respiration management at home] (abstract in Japanese).

Nihon Shonika Gakkai Zasshi (J Jpn Pediatr Soc) (Tokyo)

2000;104(11):1129.

Kumada S, Tsuchiya K, Takahashi M, Takesue M,

Shiotsu H, Nomura Y, Segawa M, Ikeda K, Hayashi M.

The cerebellar and thalamic degeneration in Fukuyama-

type congenital muscular dystrophy. Acta Neuropathol

2000;99:209–213.

Nakano I, Saito Y, Murayama S, Kawai M, Kashima K,

Ishida T, Machinami R, Toda T. Cerebral cortical pathology

of Fukuyama-type congenital muscular dystrophy (FCMD)

(abstract). Brain Pathol 2000;10(4):767.

Okinaga T, Matsuoka T, Toribe Y, Imai K, Suzuki Y,

Ono J, Okada S, Kondo E, Toda T. [Clinical reassessment of

genetic test-proven patients with FCMD] (abstract in Japa-

nese). No To Hattatsu (Brain Dev) (Tokyo) 2000;32(Suppl):

S272.

Osawa M, Kobayashi M. [Fukuyama type congenital

muscular dystrophy (FCMD)] (in Japanese). Nihon Rinsho

(Jpn J Clin Med) (Osaka) 2000;Suppl Syndromes Series

28:446–449.

Osawa M, Hino N, Kobayashi M, Shibata R, Yamamoto

T, Kato Y, Sumida S, Shishikura K, Suzuki H, Hirayama Y,

Saito K. [A pathological study on retinal lesion in patients

with FCMD] (abstract in Japanese). In: Ishihara T, chairper-

son. Abstracts of the 2000 annual meeting of the Research

Council on Genetic Counselling and Pathogenesis-Based

Therapy Development for Muscular Dystrophies, sponsored

by the Ministry of Health and Welfare, Tokyo, December 6–

7, 2000. Saitama; 2000. p. 29.

Osawa M, Sakauchi M, Nakanishi T, Takamatsu H,

Sumida S, Saito K, Monma K. [A study on a cardiac func-

tion in patients with FCMD] (abstract in Japanese). In: Ishi-

hara T, chairperson. Abstracts of the 2000 annual meeting of

the Research Council on Genetic Counselling and Patho-

genesis-Based Therapy Development for Muscular Dystro-

phies, sponsored by the Ministry of Health and Welfare,

Tokyo, December 6–7, 2000. Saitama; 2000. p. 30.

Osawa M. [Congneital muscular dystrophy (Fukuyama

type)] (in Japanese). Clin Neurosci (Tokyo)

2000;18(10):1222–1223.

Saito K, Osawa M, Wang Z-P, Ikeya K, Fukuyama Y,

Kondo-Iida E, Toda T, Ohashi H, Kurosawa K, Wakai S,

Kaneko K. Haplotype-phenotype correlation in Fukuyama

congenital muscular dystrophy. Am J Med Genet

2000;92:184–190.

Saito K, Shirakawa S, Noda N, Ito M, Sakauchi M,

Kawakita Y, Kondo E, Osawa M, Kobayashi M. [Gene

mutation analysis in an autopsy case of severe form of

FCMD associated with microophthalmos, retinal detach-

ment and hypoplasia and Fallot tetralogy] (abstract in Japa-

nese). In: Arahata K, chairperson. Abstracts of the 2000

annual meeting of the Research Council on Clinical Pathol-

ogy and Therapy Development for Muscular Dystrophies,

sponsored by the Ministry of Health and Welfare, Tokyo,

December 1–2, 2000. Tokyo; 2000. p. 8.

Saito Y, Mizuguchi M, Oka A, Takashima S. Fukutin

expression in developing human brain (abstract). Brain

Pathol 2000;10(4):762.

Saito Y, Mizuguchi M, Oka A, Takashima S. Fukutin

protein is expressed in neurons of the normal developing

human brain but is reduced in Fukuyama-type congenital

muscular dystrophy brain. Ann Neurol 2000;47:756–764.

Sakauchi M, Nakanishi T, Tomimatsu H, Saito K,

Monma K, Osawa M. Cardiac function in patients with

Fukuyama type congenital muscular dystrophy (FCMD)

(abstract). Neuromusc Disord 2000;10(4–5):382.

Sakauchi M, Nakanishi T, Tomimatsu H, Saito K,

Monma K, Osawa M. [Cardiac function in patients with

Fukuyama congenital muscular dystrophy] (abstract in

Japanese). Nihon Shonika Gakkai Zasshi (J Jpn Pediatr

Soc) (Tokyo) 2000;104(2):183.

Sasaki J, Ishikawa K, Kobayashi C, Kondo E, Takashima

S, Sakakihara Y, Toda T. [Fukutin gene expression in brain]

(abstract in Japanese). No To Hattatsu (Brain Dev) (Tokyo)

2000;32(Suppl):S273.

Sasaki J, Kondo-Iida E, Kobayashi K, Ishikawa K,

Tachikawa M, Saito K, Osawa M, Takashima S, Nakamura

Y, Toda T. Neuronal expression and mutational analysis of

the fukutin gene (abstract). Neuromusc Disord 2000;10(4–

5):350–351.

Sasaki J, Ishikawa K, Kobayashi K, Kondo-Iida E,

Fukayama M, Mizusawa H, Takashima S, Sakakihara Y,

Nakamura Y, Toda T. Neuronal expression of the fukutin

gene. Hum Mol Genet 2000;9(20):3083–3090.

Sasaki J, Ishikawa K, Kobayashi C, Kondo E, Takashima

S, Nakamura Y, Toda T. [Expression of fukutin gene in

FCMD brain] (abstract in Japanese). Abstracts of the 45th

meeting of the Japanese Society of Human Genetics,

Fukuoka, October 25–27, 2000. Fukuoka; 2000. p. 152.

Sasaki M, Kokonoe K, Hayashi Y, Yamada M, Ihara M.

[Evaluation chart and assistance of eating function for

patients with Fukuyama congenital muscular dystrophy.

Towards its application] (abstract in Japanese). Iryo (Jpn J

Natl Med) (Aichi) 2000;54(Suppl):368.

Toda T, Kobayashi K, Kondo-Iida E, Sasaki J, Nakamura

Y. The Fukuyama congenital muscular dystrophy story.

Neuromusc Disord 2000;10:153–159.

Toda T. [Recent advances in the research of Fukuyama

congenital muscular dystrophy] (abstract in Japanese). No

To Hattatsu (Brain Dev) (Tokyo) 2000;32(Suppl):S96.

Toda T, Tachikawa M, Kobayashi C, Shikano H, Sasaki J,

Kondo E, Nakayama K, Chigami Y. [On function of fukutin,

the product of FCMD-causing gene] (abstract in Japanese).

In: Arahata K, chairperson. Abstracts of the 2000 annual

meeting of the Research Council on Clinical Pathology and
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Therapy Development for Muscular Dystrophies, sponsored

by the Ministry of Health and Welfare, Tokyo, December 1–

2, 2000. Tokyo; 2000. p. 9.

Toda T. [Fukuyama congenital muscular dystrophy and

fukutin] (in Japanese). Annual review – nervous system

2000. Tokyo: Chugai Igakusha; 2000. pp. 283–287.

Toda T. [Fukuyama-type congenital muscular dystro-

phy] (in Japanese). Shinkei Kenkyu No Shimpo (Adv

Neurol Res) (Tokyo) 2000;44(2):223–234.

Toda T. [Fukuyama-type congenital muscular dystro-

phy] (in Japanese). Rinsho Shinkeigaku (Clin Neurol)

(Tokyo) 2000;40(12):1297–1299.

Ushiyama N, Kikuchi T, Fujimori M, Ogihara S,

Kobayashi H. [Living at home of patients with congenital

muscular dystrophy] (abstract in Japanese). Nihon Nôson

Igakukai Zasshi (J Jpn Soc Agricult Med) (Tokyo) 2000;

49(4):655.

Wang Z, Saito K, Osawa M. [Analysis of genotype and

phenotype in Fukuyama congenital muscular dystrophy] (in

Chinese). Zhonghua Yi Xue Yi Chuan Xue Za Zhi

2000;17(5):305–308.

Wang ZP. [A molecular genetic study of Fukuyama

congenital muscular dystrophy] (abstract in Japanese).

Nicchu Igaku (J Japan-China Med) (Tokyo) 2000;14(3):
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Yamada K, Ito Y. [How to interact with a mother of a

baby with Fukuyama congenital muscular dystrophy]

(abstract in Japanese). Ryoiku (Management and Nursing)

(Tokyo) 2000;41:52–54.

Yamagami T, Mori K, Miyazaki M, Saijo T, Hashimoto

T, Harada M, Kuroda Y. [Chronological changes of proton

magnetic resonance spectroscopy (1H-MRS) in a boy with

FCMD] (abstract in Japanese). No To Hattatsu (Brain Dev)

(Tokyo) 2000;32(Suppl):S275.

Yamamoto T, Kato Y, Shibata R, Kanazawa M, Sawada

T, Kobayashi M. [An in situ hybridization study on locali-

zation of fukutin mRNA] (abstract in Japanese). Neuro-
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Yamamoto T, Shibata T, Kanazawa M, Sawada T,

Kobayashi M. Oxide stress in brain of Fukuyama congenital

muscular dystrophy (abstract). Pathol Int 2000;50(Suppl):
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Yoshioka M, Kuroki S, Kondo E, Toda T. [Clinical
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with a haplotype different from that in Fukuyama-type
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(Tokyo) 2000;32(Suppl):S108.

Yoshioka M, Sasaki H, Toda T. [Clinical studies of
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of the 2000 annual meeting of the Research Council on
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2000. Saitama; 2000. p. 31.

3.2.2. II-2 Walker–Warburg syndrome

Asano Y, Minagawa K, Okuda A, Matsui T, Ando K,

Kondo-Iida E, Kobayashi O, Toda T, Nonaka I, Tanizawa

S. A case of Walker–Warburg syndrome. Brain Dev

2000;22:454–457.
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dystrophy. J Neurol Sci 2000;177:150–153.

Cormand B, Pihko H, Dobyns W, Valanne L, Topalo-

glou H, Voit T, Santavuori P, Lehesjaki A-E. Classical and

genetic delineation of muscle–eye–brain (MEB) and
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Hayashi T, Ichikawa T, Furukawa S. [Walker–Warburg

syndrome] (in Japanese). Nihon Rinsho (Jpn J Clin Med)

(Osaka) 2000;Suppl Syndromes Series 28:450–453.

Kuo Y-T, Nonaka I. The histomorphologic findings in

Walker–Warburg syndrome (abstract). No To Hattatsu
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3.2.3. II-3 Muscle–eye–brain disease
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Carvalho MS, Diament A, Scaff M. Congenital muscular
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