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Internal translation initiation, 1294
Interphase FISH, 207
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Isodisomy, 1216 (L)

Jamaicans, 1839
Japanese, 489, 1060
JC virus, 489
Jewish genetic disease, 1685
Juvenile onset, 88

Kazakh, 1824
Kirghiz, 1824
KpnI repeats, 181

Lactase-phlorizin hydrolase gene, 1078
Lactic acidosis, 1396
Language, 613
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Maximum likelihood, 638, 664 (L)
MCPH1, 541
Meckel syndrome, 1095
Media, 662 (L)
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Mendelian errors, 259
Menin, 455
Mental retardation, 163, 1631
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Mitochondrial encephalomyopathy, 447, 526
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Model organism, 955 (R)
Modifier gene(s), 1025
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Non–insulin-dependent diabetes, 241
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Particle size, 586
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Phenotype, 1703
Phenotypic spectrum, 909 (L)
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Phonological coding, 1448
Photoreceptor degeneration, 1439
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Physical mapping, 506
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Plasmodium falciparum, 498
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Power analysis
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Prader-Willi syndrome, 170, 1009
Predisposition, 455
Preimplantation genetic diagnosis, 1009
Preimplantation human embryo, 1009
Prenatal diagnosis, 1160, 1561 (L), 1783, 1908 (L),
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Primordial germ cells, 1912 (L)
Privacy, 678 (R), 898 (L)
Probability, 947 (R)
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Protein C deficiency, 569
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Proteolipid protein, 207
Proximal symphalangism, 120
Psoriasis, 191
Pulsed-field gel electrophoresis, 37
Purine metabolism, 1049

Quantitative trait, 1243 (L)
Loci, 1190

Questionnaire, 1175

Radiation
Hybrid map, 125
Sensitivity, 125

Ran, 311 (R)
Recombination, 861

Classes, 1517
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Reductionism, 663 (L)
Regulation, research, 682 (E)
Relative risk, 1492
Renal-cell carcinoma, 1025
Repeat-expansion detection, 648 (L)
Respiratory chain, 428
Retina, 900 (L)
Retinal dystrophy, 1439
Retinal guanylate cyclase, 651 (L)
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Retinoblastoma, 1903 (L)
Retinoic acid receptor, 297 (R)
Rett syndrome, 267, 1552 (L)
Reverse-transcription–PCR analysis, 329
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Rho0 cells, 1609

Rickets, 1694
RNA splicing defect, 399
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RSH syndrome, 322 (E)
RSK2 serine/threonine kinase, 1631

Saami, 654 (L)
Saethre-Chotzen syndrome, 1277 (E), 1282
Sample size, 241
SCD locus, 101
Schizophrenia, 1139
Score statistic, 1492
Screening, 688
Segregation analysis, 569, 586, 825, 831,

Complex, 942 (R)
Selection, 474, 1457
Selective advantage, 656 (L)
Sephardic Jews, 1685
Sequence analysis, 1431
Sequence divergence, 1473
7-Dehydrocholesterol, 329
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Determination, 794, 901 (L)
Ratio, 1001
Reversal, 794, 901 (L), 905 (L), 1573 (L)

Short tandem repeat, 613, 861
Sibs/siblings, 1190

Recurrence-risk ratio, 252
Sib pairs, 1243 (L), 1245 (L), 1563 (L)

Analysis, 638
Sibship disequilibrium test, 1886
Sibship test, 1915 (L)
Sign test, 1886
Simulation, 638
Single-nucleotide polymorphism, 225, 595
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Skeletal muscle, 436
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Skewness, 1457
Smith-Lemli-Opitz syndrome, 55, 322 (E), 329
Smith-Magenis syndrome, 270
SNRPN, 1009
SOD2, 88
Software, 259
Somatic-cell hybrids, 20, 1609
Somatic mosaicism, 727
Spastic paraplegia, 135
Spelling disability, 279 (L)
Sperm

FISH, 218
Typing, 1903 (L)

Spinal muscular atrophy, 37, 1712
Spinocerebellar ataxia, 1060
Splicing mutation, 436
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Spondylometaphyseal dysplasia, 1659
SRY, 1573 (R)
Statistical genetics, 931 (R)
Statistical methods/statistics, 241, 935 (R), 942 (R),

1190
Steroid metabolism, 370
Sterol D7-reductase, 55
Stickler syndrome, 1558 (L)
Stop codon, 29
Strabismus, 517
Succinic semialdehyde dehydrogenase deficiency, 399
Survival motor neuron gene mutations, 1712
Swyer syndrome, 901 (L)
Symphalangism, 120
Syndrome X, 534
Synpolydactyly, 992
Systemic carnitine deficiency, 101

Taiwanese, aboriginal, 1807
Taste perception, 1271 (R)
Teratogens, 322 (E)
Test statistics, 889
TGFB3, 557
Thiopurine S-methyltransferase, 11 (R)
Thyroid gland, 1743, 1749

Neoplasms, 1743
Tumors, 625

TIGR/MYOC, 1549 (L)
Timing, 339
Tooth, 380
Total plasma homocysteine, 1541 (ASHG/ACMG)
Tourette syndrome, 839
Tpr protein, 305 (R)
Transcription factor, 984, 1307, 1316, 1675
Translocation, 181
Transmission disequilibrium, 935 (R), 1139
Transmission/disequilibrium test, 664 (L), 1507, 1886,

1915 (L)
Transport, 1352
Transporter, 976
Trichothiodystrophy, 1036
Trinucleotide repeat, 776
Triplication, 1227 (L)
Tumor-suppressor gene, 817, 1544 (L)
Tumorigenesis, 6 (R), 1025
Turner syndrome, 1757
Twins/twinning, 327 (E)

MZ, 339

TWIST, 1277 (E), 1282
Two-locus models, 831
2-(2-nitro-4-trifluoromethylbenzoyl)-1,3-

cyclohexanedione, 920 (L)
Type VII collagen, 737
Type X collagen, 1659
Tyrosinemia, 920 (L)
UBE3A, 1561 (L)

Ubiquitin, 1561 (L)
Uighurs, 1824
Ulcerative colitis, 95
Unequal crossing-over, 270
Uniparental disomy, 962 (E), 1216 (L)
Universal strand-specific labeling system, 415
Uroporphyrinogen decarboxylase, 1363
UV sensitivity, 1036

Venous thrombosis, 569
Vestibular schwannoma, 727
Viral chromosome damage, 489
Viral oncogenesis, 489
Vitamin B12, 409
Vitamin D, 1694
von Hippel–Lindau disease, 1025
Vulnerable populations, 682 (E)

Wilson disease, 1663

X;autosome translocation, 20
X chromosome, 17, 20, 267, 1232 (L), 1439, 1464,

1757
X inactivation, 17, 20, 327 (E), 339, 1457
X linkage, 267, 1552 (L), 1631

Dilated cardiomyopathy, 436
Xenopus, 311 (R)
Xerocytosis, 810
Xeroderma pigmentosum, 1036
XPD gene, 1036

Y chromosome, 847, 1464
Haplotypes, 1862

Y-chromosomal lineages, 1793
Yeast, 1663
Yemenite Jews, 272 (L)

Zellweger syndrome, 1622
Zinc-finger protein, 984


