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evaluation of the involvement of GFRA1, GFRA2, GFRA3, and
GFRA4 sequence variants in Hirschsprung disease, e18

Mowat-Wilson syndrome, 305
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oncogene define a risk haplotype in Hirschsprung’s disease, 714

histone, Absence of constitutional H2AX gene mutations in 101
hereditary breast cancer families, e51

history of neurofibromatosis, From Aldrovandi’s ‘‘Homuncio’’ (1592) to
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polymorphism HLA-A10 in schizophrenic patients, 217

HLA immunogenetics, Significant frequency deviation of the class I
polymorphism HLA-A10 in schizophrenic patients, 217

hMSH6, Genomic rearrangements of hMSH6 contribute to the genetic
predisposition in suspected hereditary non-polyposis colorectal
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hypodontia, A unique form of hypodontia seen in Vietnamese patients:
cinical and molecular analysis, e79

hypogonadism, Hypogonadotrophic hypogonadism, short stature,
cerebellar ataxia, rod-cone retinal dystrophy, and hypersegmented
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inflammation, Inflammation, genetics, and longevity: further studies on
the protective effects in men of IL-10 –1082 promoter SNP and its
interaction with TNF-a –308 promoter SNP, 296

inflammatory bowel disease, Linkage of ulcerative colitis to the
pericentromeric region of chromosome 16 in Italian inflammatory
bowel disease families is independent of the presence of common
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inheritance, Non-random transmission of mutant alleles to female
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LCR-mediated large constitutional deletions of the 17q11.2 NF1
tumour suppressor region, e116

intragenic recombination, In vivo reversion to normal of inherited
mutations in humans, 721
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pathogenesis of trisomy 16 mosaicism, 175

Small babies receive the cardiovascular protective apolipoprotein e2
allele less frequently than expected, 626
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screened by RT-PCR on puromycin treated samples, e30
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Mutations of the Birt-Hogg-Dubé (BHD) gene in sporadic colorectal
carcinomas and colorectal carcinoma cell lines with microsatellite
instability, 364

microsatellite polymorphism, Relationship between microsatellite
polymorphism in the haem oxygenase-1 gene promoter and
longevity of the normal Japanese population, 146

mild phenotype, Patients with the R133C mutation: is their phenotype
different from patients with Rett syndrome with other mutations?, e52

minigene, Identification of a mutation that perturbs NF1 gene splicing
using genomic DNA samples and a minigene assay, 220

mitochondrial 12S rRNA, Heteroplasmy for the 1555A.G mutation in
the mitochondrial 12S rRNA gene in six Spanish families with non-
syndromic hearing loss, 632

mitochondrial disease, Identical large scale rearrangement of
mitochondrial DNA causes Kearns-Sayre syndrome in a mother and
her son, 858

mitochondrial DNA, Frequency of rare mitochondrial DNA mutations in
patients with suspected Leber’s hereditary optic neuropathy, e85

Identical large scale rearrangement of mitochondrial DNA causes
Kearns-Sayre syndrome in a mother and her son, 858

The mitochondrial DNA G13513A MELAS mutation in the NADH
dehydrogenase 5 gene is a frequent cause of Leigh-like syndrome
with isolated complex I deficiency, 188

The role of APOE in the phenotypic expression of Leber hereditary
optic neuropathy, e41

mitochondrial DNA deletion syndrome, Compensatory amplification of
mtDNA in a patient with anovel deletion/duplication and high
mutant load, e125

mitochondrial DNA mutation, A tRNAAla mutation causing
mitochondrial myopathy clinically resembling myotonic
dystrophy, 752

mitochondrial proliferation, Compensatory amplification of mtDNA in a
patient with anovel deletion/duplication and high mutant load, e125

MLH1, Frequent genomic disorganisation of MLH1 in hereditary non-
polyposis colorectal cancer (HNPCC) screened by RT-PCR on
puromycin treated samples, e30

models, Evaluation of breast cancer risk assessment packages in the
family history evaluation and screening programme, 807

molecular cytogenetics, Deletion in the ABL gene resulting from a
meiotic recombination of a maternal (3;22;9)(q22;q12;q34.1)
translocation, e6

molecular genetics, Expanding the phenotype of LMNA mutations in
dilated cardiomyopathy and functional consequences of these
mutations, 560

monozygotic twins, Appraisal of genetic and epigenetic congruity of a
monozygotic twin pair discordant for schizophrenia, e16

mosaicism, From Aldrovandi’s ‘‘Homuncio’’ (1592) to Buffon’s girl
(1749) and the ‘‘Wart Man’’ of Tilesius (1793): antique illustrations
of mosaicism in neurofibromatosis?, 227

Molecular study of frequency of mosaicism in neurofibromatosis 2
patients with bilateral vestibular schwannomas, 109

Mosaicism del(8p)/inv dup(8p) in a dysmorphic female infant: a
mosaic formed by a meiotic error at the 8p OR gene and an
independent terminal deletion event, e93

Somatic mosaicism in neurofibromatosis 2: prevalence and risk of
disease transmission to offspring, 459

mouse, Single nucleotide polymorphism (SNP) analysis of mouse
pulmonary adenoma susceptibility loci 1–4 for identification of
candidate genes, e36

movement disorder, Neuroferritinopathy in a French family with late
onset dominant dystonia, e69

Mowat-Wilson syndrome, Characterisation of deletions of the ZFHX1B
region and genotype-phenotype analysis in Mowat-Wilson
syndrome, 601

Mowat-Wilson syndrome, 305
MRE11, NBS1, and RAD50 germline mutations, Mutation screening of

Mre11 complex genes: indication of RAD50 involvement in breast
and ovarian cancer susceptibility, e131

MRX, Identification of a 650 kb duplication at the X chromosome
breakpoint in a patient with 46,X,t(X;8)(q28;q12) and non-
syndromic mental retardation, 169

MRX68, A third MRX family (MRX68) is the result of mutation in the long
chain fatty acid-CoA ligase 4 (FACL4) gene: proposal of a rapid
enzymatic assay for screening mentally retarded patients, 11

MSI, Alterations of the Birt-Hogg-Dubé gene (BHD) in sporadic colorectal
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