nnnnnnnnnnn

eeeeeeeeeeeeeeeeeeeee

HEREDITARY NEUROPATHIES
AND SPINOCEREBELLAR
ATROPHIES

Editors

PIERRE J. VINKEN GEORGE W.BRUYN
HAROLD L. KLAWANS

‘ This volume has been co-edited by

J. M. B. VIANNEY pE JONG

REVISED SERIES 16

ELSEVIER SCIENCE PUBLISHERS - AMSTERDAM
ELSEVIER SCIENCE PUBLISHING CO., INC. - NEW YORK

rrrrrrrrrrrrrrrr



B At

Foreword

Contents

List of contributors

HEREDITARY NEUROPATHIES

Chapter 1.

Chapter 2.

Chapter 3.
Chapter 4.

Chapter 5.

Chapter 6.

Chapter 7.

Chapter 8.
Chapter 9.

Chapter 10.

‘The World Federation of Neurology classification of
hereditary and congenital neuropathies —
J.M.B.V.deJong

Hereditary sensory neuropathy — R. A. Ouvrier and
J. G. McLeod

Familial dysautonomia — G. B. Solitare
Hereditary cranial nerve palsy — G. W. Bruyn

Progressive external ophthalmoplegia — D. A. Chad and
D. A. Drachman

Hereditary neuropathy with liability to pressure palsies —
P.J. M. van Wensen

Heredofamilial plexus brachialis neuropathy —
P.J. M. van Wensen

Giant axonal neuropathy — J. Lycklama & Nijeholt
Familial amyloid polyneuropathies — H. Staunton

Neuropathy of porphyria — M. Greer

XV

vii

23

39

47

61

71

75

89

117



XVvi

Chapter 11.

Chapter 12.

Chapter 13.

Chapter 14.

Chapter 15.

Chapter 16.

Chapter 17.

Chapter 18.

Chapter 19.

Chapter 20.

CONTENTS

Metachromatic leukodystrophy — J. A. F. M. Luijten

Neuropathy in Bassen—Kornzweig disease and Tangier
disease — G. W. Bruyn

The neuropathy of familial amyotrophic chorea with
acanthocytosis ( Levine—Critchley syndrome) —
E. P. Bharucha

Niemann—Pick disease types A, C and D, Gaucher disease

types I, II and 111, and Wolman disease - S. C. Patel,
N. W. Barton and C. Argoff

Rare neurolipidotic polyneuropathies — G. W. Bruyn

Hereditary motor and sensory neuropathy‘.types I and 11
( Charcot-Marie-Tooth disease) — J. E. Hoogendijk and
M. de Visser

Dejerine-Sottas’ hypertrophic neuropathy (HMSN type
111) and Roussy-Lévy syndrome — W. Schady and
R. G. Lascelles

Heredopathia atactica polyneuritiformis (phytanic acid
storage disease; Refsum'’s disease; HMSN Type IV ) —
O. H. Skjeldal, O. Stokke and S. Refsum

Hereditary motor and sensory neuropathies—rare
variants — J. E. Hoogendijk and J. M. B. V. de Jong

Clinical work-up of the patient with a polyneuropathy —
N. C. Notermans, J. H. J. Wokke and
F. G. 1. Jennekens

SPINOCEREBELLAR ATROPHIES

Chapter 21.

Chapter 22.
Chapter 23.

Chapter 24.

The classification of familial ataxias —
S. H. Subramony and R. D. Currier

Hereditary congenital cerebellar atrophy — G. W. Bruyn
Friedreich’s disease — B. V. Manyam

Neurological aspects of xeroderma pigmentosum
(De Sanctis-Cacchione syndrome) — E. Byrne

123

131

139

147

165

185

213

225

243

253

271

285

299

335



Chapter 25.

Chapter 26.
Chapter 27.

Chapter 28.

Chapter 29.

Chapter 30.

Chapter 31.

Chapter 32.

Chapter 33.

Chapter 34.

Chapter 35.

Chapter 36.

Chapter 37.

Chapter 38.

Chapter 39.

Chapter 40.

Chapter 41.

CONTENTS

Cerebellolental degeneration ( Marinesco-Sjégren
syndrome) — M. Cook and E. Byrne

Ataxia-Telangiectasia — R. P. Sedgwick and E. Boder
Molecular genetics of ataxia-telangiectasia — R. A. Gatti

Hereditary periodic ataxias — S. L. Moon and
W. C. Koller

Hereditary posterior column ataxia —J. M. B. V. de Jong

Recessive spastic ataxia of Charlevoix-Saguenay —
J.-P. Bouchard

Hereditary spastic ataxia — M. ]. Eadie

Joseph disease: an autosomal dominant motor system
degeneration — R. N. Rosenberg

Schut family ataxia — L. J. Schut

Autosomal dominant cerebellar ataxia with slow saccades
and peripheral neuropathy—a variety of
olivopontocerebellar degeneration ( Wadia type) —

N. H. Wadia

Olivopontocerebellar atrophy and retinal degeneration —
P. T. V.M. de Jong and V. P. T. Hoppenreijs

Olivopontocerebellar atrophy ( Dejerine-Thomas type) —
M. J. Eadie

Non-familial olivopontocerebellar atrophy — A. Staal and
J.M.B.V.de Jong

Striatonigral degeneration: entity or non-entity? —
G. W. Bruyn and R. P. M. Bruyn

Olivopontocerebellar atrophy with glutamate
dehydrogenase deficiency — A. Plaitakis

Cerebello-olivary atrophy — M. J. Eadie

Ataxia with hypogonadism ( Matthews-Rundle) -
D. A. Howell

341
347

425

433

445

451

461

467

481

491

505

511

519

537

551

569

575

Xvii



Chapter 42.

Chapter 43.

Chapter 44.

Chapter 45.

Chapter 46.

Chapter 47.

Chapter 48.

Chapter 49.

Chapter 50.

Chapter 51.

Index

CONTENTS

Late hereditary and acquired cerebellar atrophy —
E. L. Mancall

Dyssvnergia cerebellaris myoclonica — G. J. Gilbert

Dentato-rubro-pallido-luysian atrophy — R. lizuka and
K. Hirayama

Gerstmann-Strdussler-Scheinker disease — M. R. Farlow,
F. Tagliavini, O. Bugiani and B. Ghetti

X-linked recessive ataxia — G. W. Bruyn and J. M. B. V.

de Jong

Differential diagnosis of the patient with hereditary
cerebellar and spinocerebellar disorders — J. M. B. V. de
Jong, P. A. Bolhuis and P. G. Barth

Thalamic degenerations — J.-J. Martin

Pigmentary retinopathy associated with neurological
disease — P. T. V. M. de Jong, G. W. Bruyn and
J.M.B. V. de Jong

Systemic optico-cochleo-dentate degeneration — P. Cras
and J.-J. Martin

Hereditary progressive cochleovestibular atrophy —
B. A. Yaqub, S. M. Zakzouk, S. M. Al-Deeb and
M. M. U. Kabiraj

581

593

607

619

635

643

701

717

751

761

781

xviii



