Positional Cloning of Mutated Gene in the Gracile
Axonal Dystrophy (gad) Mice
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Table 1. Positional cloning™°ll 2}3] ©eld AJAA {42t

Disease Genes Identified by Positional Cloning

1986
Chronic granulomatous disease Dentatorubral pallidoluysian atrophy
Duchenne muscular dystrophy Fragile X RES
Retinoblastoma Achondroplasia
Wiskott Aldrich syndrome
1989 Early onset breast/ovarian cancer (BRCA1)
Cystic fibrosis Diastrophic dysplasia
Aarskog-Scott syndrome
1990 Congenital adrenal hypoplasia
Wilms tumor Emery-Dreifuss muscular dystrophy
Neurofibromatosis type 1 Machado-Joseph disease
Testis determining factor
Choroideremia 1995
Spinal Muscular atrophy
1991 Chondrodysplasia punctata
Fragile X syndrome Limb-girdle muscular dystrophy
Familial polyposis coli Ocular albinism
Kallmann syndrome Ataxia telangiectasia
Aniridia Alzheimer disease (chromosome 14)
1992 Alzheimer disease (chromosome 1)
Myotonic dystrophy Hypophosphatemic riskets
Lowe syndrome Hereditary multiple exosotoses
Norrie syndrome Bloom syndrome
Early onset breast cancer (BRCA2)
1993
Menkes disease 1996
X-linked agammaglobulinemia Friedreich's ataxia
Glycerol kinase deficiency Progressive myoclonic epilepsy
Adrenoleukodystrophy Treacher Collins syndrome
Neurofibromatosis type 2 Long QT syndrome (chromosome 11}
Huntington disease Barth syndrome
Von Hippel-Lindau disease Simpson-Golabi-Behmel syndrome
Spinocerebellar ataxia 1 ‘Werner syndrome
Lissencephaly X-linked retinitis pigmemtosa (PR3)
Wilson disease Polycystic kidney disease, type 2
Tuberous sclerosis Basal cell nervous syndrome
X-linked myotubular myopathy
1994 Anhidrotic ectodermal dysplasia
McLeod syndrome Hemochromatosis
Polycystic kidney disease, type 1 Chediak-Higashi. syndrome
Rieger syndrome

Maturity-onset diabetes of the young {chromosome 12)
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Human  MQLKPMEINP EMLNKVLSRL GVAGQWRFVD VLGLEEESLG SVPAPACALL 50
Rat AK- A~ |- =G 50
Mouse - AK- A- T— =S 50

Human  LLFPLTAQGHE NFRKKQIEEL KGQEVSPKVY FMKQTIGNSC GTIGLIHAVA 100
Rat Y 100
Mouse - — 100

Human — NNQDKLEFED GSVLKQFLSE TEKMSPEDRA KCFEKNEATQ AAHDAVAQEG 150
Rat N-G " ——==8—— 150
Mouse  ——K-E— - -—L S 15

Human  QCRVDOKVNF HFILFNNVDG HLYELDGRMP FPVNHGASSE DTLLKDAAKY 200

Rat o S«_WQ.“ U QOO
Mouse BT R I R E N e 200
Human  CREFTEREQG EVRFSAVALC KAA 223
Rat — 223
Mouse — 223

Figure 8. GAD 2 A4 vb$20l A Uch-ll 342] RT-PCR A7}
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