October 2000 Volume 37 Number 10

JOURNAL OF MEDICAL GENETICS

Review article
Channelopathies: ion channel defects linked to heritable clinical disorders R Felix

Original articles

Sporadic primary pulmonary hypertension is associated with germline mutations of the gene encoding BMPR-II,

a receptor member of the TGF-3 family | R Thomson, R D Machado, M W Pauciulo, N V Morgan, M Humbert,

G C Elliott, K Ward, M Yacoub, G Mikhail, P Rogers, | Newman, L Wheeler, T Higenbottam, | S R Gibbs, | Egan, A Crozier,
A Peacock, R Allcock, P Corris, | E Loyd, R C Trembath, W C Nichols

ATR-X mutations cause impaired nuclear location and altered DNA binding properties of the XNP/ATR-X protein
C Cardoso, Y Lutz, C Mignon, E Compe, D Depetris, M-G Mattei, M Fontes, L Colleaux

Divergent outcomes of intrachromosomal recombination on the human Y chromosome: male infertility and
recurrent polymorphism P Blanco, M Shlumukova, C A Sargent, M A Jobling, N Affara, M E Hurles

Mutation analysis of the spastin gene (SPG4) in patients with hereditary spastic paraparesis | C Lindsey,

M E Lusher, C ] McDermott, K D White, E Reid, D C Rubinsztein, R Bashir, | Hazan, P | Shaw, K M D Bushby
Dipeptidyl carboxypeptidase | (DCPI) and butyrylcholinesterase (BCHE) gene interactions with the apolipoprotein
E €4 allele as risk factors in Alzheimer’s disease and in Parkinson’s disease with coexisting Alzheimer pathology

K M Mattila, | O Rinne, M Royttd, P Laippala, T Pietild, H Kalimo, T Koivula, H Frey, T Lehtimdki

Two translocations of chromosome |5q associated with dyslexia | Nopola-Hemmi, M Taipale, T Haltia, A Lehesjoki,
A Voutilainen, | Kere

Hypothesis

Two common forms of the human MLH| gene may be associated with functional differences P Hutter, A Couturier, C Rey-Berthod

Short report
FMR3 is a novel gene associated with FRAXE CpG island and transcriptionally silent in FRAXE full mutations | Gécz

Letters to the Editor

The mutation spectrum in Holt-Oram syndrome S J Cross, Y-H Ching, Q Y Li, L Armstrong-Buisseret, S Spranger,

S Lyonnet, D Bonnet, M Penttinen, P Jonveaux, B Leheup, G Mortier, C van Ravenswaaij, C-A Gardiner, | D Brook, R Newbury-Ecob
Hemiplegic cerebral palsy and the factor V Leiden mutation | L Halliday, D Reddihough, K Byron, H Ekert, M Ditchfield
Analysis of the human tumour necrosis factor-alpha (TNFa) gene promoter polymorphisms in children with bone

cancer A Patino-Garcia, E Sotillo-Pifieiro, C Modesto, L Sierrasestimaga

Low prevalence of germline BRCAI mutations in early onset breast cancer without a family history D Ellis,

J Greenman, S Hodgson, S McCall, F Lalloo, | Cameron, L Izatt, G Scott, C Jacobs, S Watts, W Chorley, C Perrett, K MacDermot,
S Mohammed, G Evans, C G Mathew

Delineation of a new syndrome: clustering of pyloric stenosis endometriosis, and breast cancer in two families A Liede,

T Pal, M Mitchell, S A Narod

Punctate calcification of the epiphyses, visceral malformations, and craniofacial dysmorphism in a female baby A Slavotinek,
H Kingston

Unexpected high frequency of de novo unbalanced translocations in patients with Wolf-Hirschhorn syndrome (WHS)

D Wieczorek, M Krause, F Majewski, B Albrecht, P Meinecke, O Riess, G Gillessen-Kaesbach

Mosaicism for a dup(12)(q22q13) in a patient with hypomelanosis of Ito and asymmetry H Schmidt, S Uhrig, G Lederer,

J Murken, M R Speicher, S Schuffenhauer

An analphoid supernumerary marker chromosome derived from chromosome 3 ascertained in a fetus with multiple
malformations A E Cockwell, B Gibbons, | E Moore, | A Crolla

Why patients do not attend for their appointments at a genetics clinic L Humphreys, A G W Hunter, A Zimak, A O’Brien,

Y Korneluk, M Cappelli

Correction
Instructions for authors

Electronic letters

Genetics and deafness: what do families want? M | Parker, H M Fortnum, | D Young, A C Davis

A case of dyschondrosteosis from Roman Britain H A Waldron

Xp;Yp translocation inherited from the father in an SRY, RBM, and TSPY positive true hermaphrodite with

oligozoospermia L Jakubowski, A Jeziorowska, M Constantinou, Z Helszer, A Baumstark, W Vogel, D Mikiewicz-Syguta, B Kautzewski

MPS Il in females: molecular basis of two different cases S Cudry, | Tigaud, R Froissart, V Bonnet, | Maire, D Bozon

Partial tetrasomy 21 in a male infant A M Slavotinek, X-N Chen, A Jackson, L Gaunt, A Campbell, | Clayton-Smith, | R Korenberg
Benign familial infantile convulsions: report of a UK family and confirmation of genetic heterogeneity D Baralle,

A M Dearlove, R Beach, C Ffrench-Constant, E Reid

Low frequency of microsatellite instability in BRCA| mutated breast tumours C Vaurs-Barriére, F R Penault-Llorca,

V Laplace-Marieze, N Presneau, C M Maugard, M Fiche, A Hardouin, Y- Bignon

729

741

746

752

759

766

771

776

782

785
787

789

792

794

796

798

804

807

810
815
816
e26
e27
e28
e29
e30
e3l

e32

—lw
ol

SJOILINTD Tv2IAdW 40 TYNINOI 918-6TL S93ed 0] ON LE IOA

000Z 4990320

October 2000

J

BM]

Publishing
roup

MG

OURNAL OF MEDICAL GENETICS

Volume 37

Number 10

4

Y

yb11Adoo

Buipnjout

=
0
=r
(=}
«Q
D
o
=1



http://jmg.bmj.com/

