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MTHEFR (see Methylenetetrahydrofolate reductase)
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Mutagenic treatment, 25 (E)

Mutation(s),77 , 98, 192 (L), 286, 295, 301, 311, 715
(L), 765 (E), 776, 792, 1052, 1302, 1332, 1341,
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NAGLU, mutations, 64
Nasu-Hakola disease, 362
Native Americans, 136, 1153
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Neutropenia, 400
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Nuclear transport, 509 (R)
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Observed likelihood, 738
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Oligogenes, 690

Oocyte, 717 (L), 1269 (R)

Oogenesis, 533

Origin, Europeans, 1137
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Osteochondrodysplasia, 311

Osteogenesis imperfecta, 98

Ovarian cancer, 676, 713 (L), 1381, 1544 (L)
Ovarian dysgenesis, 533

Ovarian failure, 533

Ovarian function, 189 (L)

Oxidation hypothesis, 20 (E)

P1 artificial chromosome contig, 890
Palatal defects, 130

Paleolithic gene flow, 488 (L), 491 (L)
Pancreas, 232

Paracentric inversion, 1484
Paraoxonase, 20 (E), 36
Parathyroids, 232

Parent-of-origin, 925

Effect, 916
Parental origin, 1493
Parkinson disease, 758 (R)
Parthenogenesis, 937
PCR method, 842
Pedigree(s)

Errors, 181

Pedigree structure, 739
Penetrance, 610
Perfect pitch, 221 (E), 224
Periodic fever, 884
Peripherin/RDS, 192 (L)
Permutable populations, 698
Permutation tests, 950
Peroxisome, 1539 (L)

Biogenesis disorder, 1539 (L)
Peutz-Jeghers syndrome, 1020 (E)
PEX, 1539 (L)

Phagocyte, 1320
Phenotype, 800

Genotype correlation, 834
Phenylalanine, 776
Phosphomannomutase, 542
Phosphomannose isomerase, 1535
Photoreceptor degeneration, 503 (R)
Phylogenetic analysis, 492, 1507
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Pima Indians, 659
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Pitch perception, 221 (E)
Pituitary tumors, 232
Placental barrier, 763
Polycystic lipomembranous osteodysplasia with
sclerosing leukoencephalopathy (PLO-SL), 362
Point mutation, 717 (L)
Polymorphism, 36, 484 (L), 776
Multiple sclerosis, 373
Polyposis, 1129
PONI, 36
PON2, 36
Population(s), 991 (L)
Finnish, 1171
Genetics, 776
Models726 (L), 731 (L)
Structure, 420
Substructure, 1171
Positional cloning, 950
Power, 205 (L), 1212
pre-mRNA secondary structure, 269
Pregnancy, 1 (R)
Premature-termination codon, 98
Prenatal diagnosis, 768, 800
Presenilin-1, 70
Primary congenital glaucoma, 325, 573
PRKCG, 1248 (L)
Programmed cell death, 514 (R)
Proliferative advantage, 1555 (L), 1557 (L)
Promoter, 484 (L)
Prostate cancer, 653, 1416, 1425
Protein kinase C, 1248 (L)
Protein-truncation mutation screening, 86
Pseudoachondroplasia, 311
Psychiatric disorder, 1084, 1548 (L)
PTEN, 1020 (E)
Pycnodysostosis, 848
Pyruvate carboxylase, 1312

Quantitative PCR, 768
Quantitative-trait loci, 962

Radioresistant DNA synthesis, 551
Radiosensitivity, 551

Radiotherapy, 45

Receptors, 373

Recessive deafness/hearing loss, 792, 904
Recessive disease, 542

Relative-pair methods, 728 (L)
Renpenning syndrome, 1092
RENS1, 1092

Repeat-expansion detection, 1548 (L)
Replicative senescence, 1003 (R)
Respiratory failure, 1439

Response, antibody, 215 (R)
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RET, 715 (L) SSCP, 1034, 1361
Signaling pathway, 715 (L) Statistical genetics, 181
Retina, 1248 (L) Statistical power, 202 (L), 1228
Degeneration, 192 (L) Statistics, 459
Retinitis pigmentosa, 503 (R), 1248 (L), 1452 Sterility, 533
Retinoblastoma, 610 Stop mutations, 269
Rigid-spine syndrome, 1439 STRP (see Simple tandem-repeat polymorphism)
Risk factor, 1044 Sulfatases, 562
RP11, 1248 (L) Survival motor neuron, 485, 486
rRNA, 27

Ryanodine receptor, 599

RYR1, mutations, 599 T cells, 373, 1003 (R)

TAP, 215 (R)
Teeth, 987 (L)

Saami, 1137 Temperature sensitivity, 1539 (L)
Saethre-Chotzen syndrome, 1370 Teratogenicity, 25 (E)
Sample size, 962 Testing, genetic, 736 (L)
Sanfilippo syndrome, 53, 64 Tetrahydrobiopterin, 1302
Saudi Arabia, 295, 325 Threshold, 994 (L)
Scottish BRCA1/2, 1543 (L) Tibial muscular dystrophy, 620
Season of birth, 1262 (L) Tocopherol transfer protein, 301
Segregation analysis, 738 Topoisomerase, 253
Senescence, 1003 (R), 1008 (R), 1015 (R) Transcript defect, 713 (L)
Sensorineural deafness, 27, 355, 1123 Transcription, 77
7-Biopterin, 1302 Defective/deficient, 111, 713 (L)
Severe combined immunodeficiency disease, 136 Transcriptional coactivator DCoH, 1302
Sex, 1262 (L) Transferrin, 542
Reversal, 189 (L) Transglutaminase, 1052
Sex-linked disorders, 768 Translocation, 1475
shaker-2, 904 Transmission-ratio distortion, 1493
Short tandem repeat, 1408 Transmission/disequilibrium test, 450, 703, 969
Polymorphism, 1507 Triglyceride, 406
Sib pair(s), 181, 204 (L), 406 Trinucleotide expansions, 1548 (L)
Affected, 205 (L) True likelihood, 738
Linkage, 1460 TSC1, 810
Statistics, 728 (L) TSC2, 286, 810
Sibship test, 450 Tuberous sclerosis complex, 286, 810
Significance, 994 (L) Turner syndrome, 533
Level(s), 690, 996 (L) Twins, 406
Simple tandem-repeat polymorphism, 1389 TWIST, 1370
Simulation(s), 994 (L), 996 (L) Two-stage strategy, 205 (L)
Studies, 171 Type I error, 202 (L)
Single step, 1408 Rate, 1212

Single-strand conformational analysis, 286
Situs inversus, 1551 (L)
Skeletal dysplasia, 816
Slippage rate, 1408
Smooth-muscle cell, 253
Sperm, 1269 (R)
Typing, 1484
Spermatogenesis, 6 (R)
Spinal muscular atrophy, 485, 486
Spinal neurofibromatosis, 834
Splice effectors, 269
Splice-site mutation(s), 70, 585 Vaccines, 215 (R)

UBE3A, 1353

Ubiquitin, 1353

UDP-glucuronosyltransferase, 585

Uridinediphosphoglucuronate glucuronosyltransferase,
585

Uniparental disomy, 848, 1551 (L)

Urogenital defects, 130

Urogenital development, 824
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Valvular dystrophy, 627

van Buchem disease, 391
Variance-component linkage analysis, 1198
Variegate porphyria, 1254 (L)

Virus resistance, 211 (R)

Vitamin E deficiency, 301

von Gierke disease, 400

von Hippel-Lindau disease, 1475

Wilson disease, 484 (L), 484 (L)
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WT1 mutations, 8§24

X chromosome, 122, 800, 865, 1092
Inactivation, familial/skewed, 1555 (L), 1557 (L)
Linkage, disease, 122, 627, 865, 1320
Rearrangements, 533

Y chromosome, 1171
Polymorphisms, 420
YAC contig, 890

Zonular pulverulent cataract, 526



