Mutation screening in BFLS

PHFé mutation also found in the original Borjeson-Forssman-Lehmann
syndrome family. Eur J Hum Genet 2004;12:787-9.

Turner G, Lower KM, White SM, Delatycki M, Lampe AK, Wright M, Smith JC,
Kerr B, Schelley S, Hoyme HE, De Vries BB, Kleetstra T, Grompe M, Cox B,
Gecz J, Partington M. The clinical picture of the Borieson-Forssman-Lehmann
syndrome in males and heterozygous females with PHF6 mutations. Clin Genet
2004;65:226-32.

Plenge RM, Stevenson RA, Lubs HA, Schwartz CE, Willard HF. Skewed X-
chromosome inactivation is a common feature of X-linked mental retardation
disorders. Am J Hum Genet 2002;71:168-73.

Allen RC, Zoghbi HY, Moseley AB, Rosenblatt HM, Belmont JW. Methylation
of Hpall and Hhal sites near the polymorphic CAG repeat in the human
androgen-receptor gene correlates with X chromosome inactivation. Am J Hum
Genet 1992;51:1229-39.

Carrel L, Willard HF. An assay for X inactivation based on differential
methylation at the fragile X locus, FMR1. Am J Med Genet 1996;64:27-30.
van Kamp H, Jansen R, Willemze R, Fibbe WE, Landegent JE. Studies on
clonality by PCR analysis of the PGK-1 gene. Nucleic Acids Res
1991;19:2794.

Thouin MM, Giron JM, Hoffman EP. Molecular ona|ysis of genetic idenﬁfy. In:
Dracopoli NC, Haines JL, Korf BR, et al, editors.Current protocols in human
genetics, vol 2. New York: John Wiley and Sons, 2002:9.7.1-6.

Baumstark A, Lower KM, Sinkus A, Andriuskeviciute |, Jurkeniene L, Gecz J,
Just W. Novel PHFé mutation p.D333del causes Borjeson-Forssman-Lehmann
syndrome. J Med Genet 2003;40:e50.

243

Vallee D, Chevrier E, Graham GE, Lazzaro MA, Lavigne PA, Hunter AG,
Picketts DJ. A novel PHFé mutation results in enhanced exon skipping and mild
Borjeson-Forssman-Lehmann syndrome. J Med Genet 2004;41:778-83.
Pagani F, Baralle FE. Genomic variants in exons and introns: identifying the
splicing spoilers. Nat Rev Genet 2004;5:389-96.

Cooper DN, Youssoufian H. The CpG dinucleotide and human genetic
disease. Hum Genet 1988;78:151-5.

Visootsak J, Rosner B, Dykens E, Schwartz C, Hahn K, White SM, Szeftel R,
Graham JM. Clinical and behavioral features of patients with Borjeson-
Forssman-Lehmann syndrome with mutations in PHF6. J Pediatr
2004,;145:819-25.

Braunschweig D, Simcox T, Samaco RC, LaSalle JM. X-Chromosome
inactivation ratios affect wild-type MeCP2 expression within mosaic Rett
syndrome and Mecp2—/+ mouse brain. Hum Mol Genet 2004;13:1275-86.
Weaving LS, Ellaway CJ, Gecz J, Christodoulou J. Rett syndrome: clinical
review and genetic update. J Med Genet 2005;42:1-7.

Matsuo K, Murano |, Kaijii T. Borjeson-Forssman-Lehmann syndrome in a girl.
Jinrui Idengaku Zasshi 1984;29:121-6.

Petridou M, Kimiskidis V, De|igiannis K, Kazis A. Borieson-Forssmcn-Lehman
syndrome: two severely handicapped females in a family. Clin Neurol
Neurosurg, 1997,99:148-50.

Kubota T, Oga S, Ohashi H, Iwamoto Y, Fukushima Y. Borjeson-Forssman-
Lehmann syndrome in a woman with skewed X-chromosome inactivation.

Am J Med Genet 1999,87:258-61.

CORRECTION

doi: 10.1136/jmg.2005.031369corr1

Original

Oculocerebrocutaneous

brain malformation defines a core pheno-
type (J Med Genet 2005;42:913-921) the
supplementary figures were missing from
the paper. The supplementary figures are
available on the JMG website at http:/
www.jmedgenet.com/supplemental.
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