JOURNAL OF
MEDICAL GENETICS

EDITOR
SIR CYRIL CLARKE

ASSISTANT EDITORS
CEDRIC CARTER and D. G. HARNDEN

EDITORIAL COMMITTEE

SARAH BUNDEY B. S. JAY

KARIN BUCKTON SYLVIA D. LAWLER
DAVID M. DANKS R. T. C. PRATT

T. J. DAVID D. A. PRICE EVANS
J. H. EDWARDS D. F. ROBERTS
JOHN HAMERTON D. J. WEATHERALL
D. A. HOPKINSON R. S. WELLS

EDITOR, British Medical Journal
APPOINTED BY THE BRITISH MEDICAL ASSOCIATION

TECHNICAL EDITOR
RITA CARNE

VOLUME 12, 1975

BRITISH MEDICAL ASSOCIATION : TAVISTOCK SQUARE

- LONDON WCI1H 9JR



CONTENTS

No. 1. MARCH 1975

Oesophageal atresia in the South West of England. T. J. DAVID and SARAH E. O’CALLAGHAN ..
A genetic study of torsion dystonia. SARAH BUNDEY, M. J. G. HARRISON, and C. D. MARSDEN
Clinical and ultrastructural observations in a kindred with normo-hyperkalaemic periodic paralys1s.
T. S. DANOWSKI, E. R. FISHER, C. VIDALON, J. W. VESTER, R. THOMPSON, S. NOLAN, T. STEPHAN, and
J. H. SUNDER .. .
Review article: Reciprocal translocatlons m man 3:1 Melotlc dlSJunctlon resultlng in 47- or 45-
chromosome offspring. R. H. LINDENBAUM and M. BOBROW
Giemsa banding of chromosome 1gh+ and linkage analysis. PATRICIA N. HOWARD, GAYLE R. STOD-
DARD, MICHAEL W. GODDARD, and J. RODMAN SEELY ..
Distinction between Duchenne and other muscular dystrophles by nbosomal protem synthesxs.
VICTOR IONASESCU . ..
Thalassaemia in northern Liberia. A survey in the Mount Nlmba area. M. C. WILLcox
Estimation of the age at onset of Huntington’s disease from factors associated with the affected parent.
C. J. BRACKENRIDGE and BETTY TELTSCHER
The occurrence of gonadal dysgenesis in association with monozygotlc twmmng LAURENCE KARP,
J. I. BRYANT, GEORGE TAGATZ, ELOISE GIBLETT, and PHILIP J. FIALKOW . .. .. ..
A family study of coeliac disease. T. J. DAVID and A. B. AJDUKIEWICZ . .
Haemoglobin Lepore Boston and elliptocytosis in a family of Indonesm.n-German ancestry L. N.
WENT, W. W. DE JONG, and S. E. BOS .. . .. ..
Aglossia-adactylia syndrome. N. C. NEVIN, D. BURROWS, GRACE ALLBN, and D. c KERNOHAN ..
A family with apparently sex-linked optlc atrophy L. N. WENT, E. C. DE VRIES-DE MOL, and H. ]
VOLKER-DIEBEN .. .. .. .. .. .. .. ..
Case reports:
Deletion of the short arm of chromosome No. 10. M. H. K. SHOKEIR, M. RAY, J. L. HAMERTON, F.
BAUDER, and H. O’BRIEN .. .. .. .. .. .. ..
Trisomy 13 and Rubmstem—Taybl syndrome. FE PALO GARCIA, LILLIAN Y. F. HSU, HOWARD FOX,
and DONALD GRIBETZ
Partial 12p deletion: a cause for a mental retardatlon, multlple congemtal abnormahty syndrome.
NORMA C. MAGNELLI and EEVA THERMAN .. . ..
Prenatal diagnosis of a neural tube defect: Meckel syndrome. ‘MARY ] SELLER
A case of hyalinosis cutis et mucosae (lipoid proteinosis of Urbach and Wiethe) with common ances-
tors in four remote generations. RICHARD C. JUBERG, PAUL R. WINDER, and LESLIE L. TURK
Neonatal testicular torsion in two brothers. E. E. CASTILLA, R. SOD, O. ANZORENA, and J. TEXIDO
Correspondence .. .. .. .. .. .. .. .. .. ..
Book reviews . ..
SI Units: a table of recommended umts for some blochemlcal and haematologlcal tests ..

No. 2. JUNE 1975

The mechanism of genetic predisposition in congenital dislocation of the hip. A. CZEIZEL, G. TUSNADY,
G. VACZO, and T. VIZKELETY .

Two family studies on congenital dlslocatlon of the hip after early orthopaedlc screemng in Hungary
A. CZEIZEL, J. SZANTPETERY, G. TUSNADY, and T. VIZKELETY ..

The detection of carriers of benign (Becker-type) X-linked muscular dystrophy ROSALIND SKINNER,
ALAN E. H. EMERY, ALAN ]. B. ANDERSON, and CHRISTOPHER FOXALL

Amniotic fluid macrophages and the antenatal diagnosis of anencephaly and splna blﬁda. GRANT R.
SUTHERLAND, D. J. H. BROCK, and J. B. SCRIMGEOUR .. .. ..

Review article: Alpha-feto-protein during development and in dlsease. 'ANNA ADINOLFI, M. ADINOLFI,
and M. H. LESSOF .. .. .. .. .. ..

Population studies on Gilbert’s syndrome. D. OWENS and J. EVANS

Carbohydrate metabolism in dystrophia myotonica. A. G. CUDWORTH and B. A. WALKER

Genetical components of physilogical tremor. P. J. TYRER and JUDITH KASRIEL .. .. ..

Homozygous f thalassaemia in Liberia. M. C. WILLCOX, D. J. WEATHERALL, and J. B. CLEGG .. ..

Review article: Cell membrane receptors for serological reagents. G. W. G. BIRD .

Dermatoglyphlc findings in 54 triple-X females and a review of some general principles applymg to
the soles in sex chromosome aneuploidy. P. SALDANA-GARCIA

Trisomy 22. Two new cases and delineation of the phenotype VICTOR B. PENCHASZADEH and
ROBERTO COCO .. .. .. .. .. . . .. .. .. .. ..

20
29
44

49
55

64

70
79

83
89

94

99
104

105
109

110
112
114
116
118

121
125
131
135
138
152
157
162
165
174
185

193



Short communication: Familial trisomy 7 mosaicism. LAWRENCE E. DE BAULT and KATHERINE A.
Case reports:
A patient with congenital anomalies and a deletion of the long arm of chromosome 4[46,XY,del(4)
(q31)]. C. VAN KEMPEN .. .. ..
A mentally retarded child with a translocanon 1nvolv1ng chromosomes 12and 19. T.W.J. HUSTINX,
F. J. M. GABREELS, F. J. RUTTEN, J. J. KORTEN, J. M. J. C. SCHERES, E. M. G. JOOSTEN, and T. H. J.
GIJSBERS . . .. .. .. .. .. ..
Dicentric Y chromosome m mlxed gonadal dysgenes1s. ALBERTO HAYEK and EMILIO YUNIS
Book reviews . .. .. . .. .. .. .. .. .. ..

No. 3. SEPTEMBER 1975

Attitudes of patients and their relatives to Huntington’s disease. ROBERT STERN and ROSWELL ELD-
RIDGE .. .. ..
Variability of acid hydrolase activities in cultured skin fibroblasts and amniotic fluid cells. ELISABETH
YOUNG, P. WILLCOX, A. E. WHITFIELD, and A. D. PATRICK .. . .. .. .. ..
Review article: Transplacental passage of blood cells. jiM SCHRODER
Development of dermal ridges in the fetus. M. OKAJIMA .. .. .. ..
Specific chromosome aberrations in ataxia telangiectasia. JENNIFER M. OXFORD, D. G. HARNDEN, JENNI-
FER M. PARRINGTON, and JOY D. A. DELHANTY .. .. .. .. .. .. ..
Alpha, -antitrypsin phenotypes in sex chromosome mosaicism. F. KUEPPERS, P. O’BRIEN, E. PASSARGE,
and H. W. RUDIGER .. .. .. .. .. .. .. ..
Identification of C trisomies in human abortuses. JoiéLLE BOUE, ANDRE BOUE, CHRISTIANE DELUCHAT,
NICOLE PERRAUDIN, and FRANCINE YVERT .. ..
Homozygous haemoglobin D Punjab. CONSTANTINA POLITIS-TSEGOS, PAMELA KYNOCH, A, LANG, .
LEHMANN, P. A. LORKIN, REGINA STATHOPOULOU, and GRETA WAKEFIELD ..
Haemoglobin Lepore in Cyprus. Z. ZACHARIADIS, P. E. NUTE, and G. STAMATOYANNOPOULOS
Congenital vertebral anomalies: aetiology and relatlonshlp to spina bifida cystica. RUTH WYNNE-
DAVIES ..
Ocular colobomata, cardxac defect, and other anomahes a study of seven cases mcludmg two 51bs.
C. K. HO, R. L. KAUFMAN, and s. M. PODOS .. .. . .. .. .. .. ..
Short communications:
Haemoglobin Hasharon in a north Italian community. R. ALBERTI, G. M. MARIUZZI, M. MARINUCCI,
E. BRUNI, and L. TENTORI . .. ..
A new case of haemoglobin Bucuresti in a Cuban famlly further functlonal studles. B. COLOMBO,
M. P. BENITEZ, L. BERNINI, J. ELION, H. WAJCMAN, and D. LABIE ..
Case reports:
Klinefelter’s syndrome associated with a D/D translocation. M. SPARAGANA and G. F. SMITH
Partial 9 trisomy by 3:1 segregation of balanced maternal translocation (7q+ ;99 —). V. B. PEN-
CHASZADEH and R. COCO
Pseudohermaphroditism with clinical features of tnsomy 18 in an infant trisomic for parts of chro-
mosomes 16 and 18: 47,XY,der(18),t(16;18)(p12;q11)mat. L. M. STERN and A. R. MURCH
A syndrome of hypohidrotic ectodermal dysplasia with normal teeth, peculiar facies, pigmentary
disturbances, psychmotor and growth retardation, bilateral nuclear cataract, and other signs. N.
FREIRE-MAIA, V. A. FORTES, L. C. PEREIRA, JOHN M. OPITZ, F. A. MARCALLO, and I. J. CAVALLI . ..
A case of partial (9p) trisomy in a family with a balanced translocation 46 XX,t(lp + 9q ) M. K.
MASON, D. A. SPENCER, and ALLISON RUTTER . .. ..
Book reviews . . .. .. ..

No. 4. DECEMBER 1975

Review article: Genetic factors in amyloidosis. P. K. THOMAS .

Heterozygote detection in phenylketonuria. Measurement of dlscrlmmatory ablhty and 1nterpretat10n
of the phenylalanine loading test by determination of the heterozygote likelihood ratio. A. WEST-
WoOD and D. N. RAINE ..

Hirschsprung’s disease associated with congemtal ‘heart malformatton, broad b1g toes, and ulnar poly-
dactyly in sibs: a case for fetoscopy. K. M. LAURENCE, R. PROSSER, I. ROCKER, J. F. PEARSON, and
C. RICHARDS . .. .. .. .. .. ..

Dyskeratosis congemta chmcal features and genenc aspects. Report of a family and review of the
literature. CHINTANA SIRINAVIN and ARTHUR A. TROWBRIDGE .. .. ..

Polydactyly and brachymetapody in two English families. SARAH B. HOLT

X-linked mental retardation associated with macro-orchidism. GILLIAN TURNER, C. EASTMAN, ] CASEY,
A. MCLEAY, P. PROCOPIS, and the late B. TURNER . .. . ..

Annotation: Genetics of the complement system. PETER LACHMANN ..

200

204

207
210
213

217
224
230
243
251
263
265

269
275

280
289

294
297
299
301
305

308

310
315

317

327

334

339
355

367
372



Differences in human X isochromosomes. J. H. PRIEST, R. D. BLACKSTON, K.-S. AU, and S. L. RAY ..
46,X Turner’s syndrome in monozygotic twin sisters. G. PESCIA, P. E. FERRIER, D. WYSS-HUTIN, and D.
KLEIN .. .. ..
The Stickler syndrome presentmg as a dommantly mhented cleft palate and blmdness. JUDITH G.
HALL and HENRY HERROD ..
Distal brachyphalangy of the thurnb in mental retardatlon. MANUEL M. VILLAVERDE and JACYNTHO A.
DA SILVA .
Annotation: The search for relevant cell cu.lture research in cysnc ﬁbros1s one x'esearcher s oplmon.
B. SHANNON DANES
Short communication: A farmly wrth an mhented translocatlon mvolvmg the No. 4/No. 21 chromo-
somes. JUDITH M. DARMADY and MARINA SEABRIGHT .. .. .. . .. ..
Case reports:
Trisomy of the short arm of chromosome 10. YASUO NAKAGOME and HIDEO KOBAYASHI .. ..
Stub thumbs. A. B. DAVIES .. . ..
Autosomal recessive oculopharyngeal muscular dystrophy K. FRIED, A. ARLOZOROV, and R. SPIRA
Partial trisomy for the long arms of chromosome No. 5 due to insertion and further ‘aneusomie
de recombinaison’. P. JALBERT, H. JALBERT, B. SELE, C. MOURIQUAND, J. MALKA, J. BOUCHARLAT,
and H. PISON .. .. .. .. .. ..
Bloom’s syndrome: a probable new case with cytogenenc ﬁndmgs. C. A. BOURGEOIS, M. H.
CALVERLEY, L. FORMAN, and P. E. POLANI .. ..
Trisomy 4q32—>4qter due to a maternal 4/21 translocatlon CARLO BACCICHETTI, ROMANO TENCONI,

FRANCA ANGLANI, and FRANCO ZACCHELLO .. .. .. .. .. .. .. ..
Human Cytogenetic Registries .. .. .. .. .. .. .. .. .. ..
Correspondence .. .. .. .. .. .. .. .. .. .. .. ..
Book reviews .. .. .. .. .. .. .. .. .. .. .. ..
Announcement .. .. .. .. .. .. .. .. .. .. .. ..
Index .. .. .. .. .. .. .. .. e .. .. .. ..

378
390
397
401
405
408
412
414
416
418
423
425
428
429
431

432
433

MADE AND PRINTED IN GREAT BRITAIN BY WILLIAM CLOWES & SONS, LIMITED, LONDON, BECCLES AND COLCHESTER



54 Victor Ionasescu

Ionasescu, V., Zellweger, H.,and Conway, T. W. (1971a). Rib 1
protein synthesis in Duch m lar dystrophy. Archives of
Biochemistry and Biophysics, 144, 51-58.

Ionasescu, V., Zellweger, H., and Conway, T. W. (1971b). A new
approach for carrier detection in Duchenne muscular dystrophy:
Protein synthesis of muscle polyribosomes in vitro. Neurology,
21, 703-709.

Ionasescu, V., Zellweger, H., McCormick, W. F., and Conway, T. W.
(1973a). Ci ison of rib 1 protein synthesis in Becker
and Duchenne muscular dystrophies. Neurology, 23, 245-253.

I V., Zellweger, H., Shirk, P., and Conway, T. W. (1972).
Abnormal protein synthesis in facic loh al 1
dystrophy. Neurology, 22, 1286~1292.

Ionasescu, V., Zellweger, H., Shirk, P., and Conway, T. W. (1973b).
Identification of carriers of Duchenne muscular dystrophy by
muscle protein synthesis. Neurology, 23, 497-502.

Lowry, O. H., Rosebrough, N. J., Farr, A. L., and Randall, R. J.
(1951). Protein measurement with the Folin phenol reagent.
Fournal of Biological Chemistry, 193, 265-275.

Announcements

The University of Kansas Medical School in conjunction with the National Foundation—
March of Dimes is sponsoring the 1975 Conference on the Clinical Delineation of Birth De-
fects, from 1-5 June 1975. For information write R. Neil Schimke, MD, University of
Kansas Medical Center, 39th and Rainbow, Kansas City, Kansas 66103, USA.

The New York Academy of Sciences and the Institute of Society, Ethics and the Life
Sciences are co-sponsors of a conference on ‘Ethical and Social Questions Posed by “Eng-
ineering”’ the Human Genome’ to be held at the Delmonico Hotel, New York City on 15 and
16 May 1975. Further information is available from: Conference Department, The New
York Academy of Sciences, 2 East 63rd Street, New York, NY 10021, USA.



