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Adrenoleukodystrophy

Mental retardation, X-linked, FRAXE type

Mental retardation, X-linked, syndromic, type 5 (Pettigrew syndrome)

Androgen insensitivity syndrome, complete

Chondrodysplasia punctata, brachytelephalangic

Epileptic encephalopathy, early infantile, type 1; ARX-related developmental disorders
Menkes disease; Occipital horn syndrome

Mental retardation-hypotonic facies syndrome, X-linked; Alpha-thalassemia/mental retardation

syndrome

Mental retardation, X-linked, type 93

Agammaglobulinemia X-linked, type 1

Hyper-IgM syndrome, type 1 (immunodeficiency, X-linked, with hyper-IgM, type 1)
Cystic fibrosis

Choroideremia

Alport syndrome, X-linked

Mental retardation, X-linked, syndromic, type 15 (Cabezas type)

Chronic granulomatous disease, X-linked

Lissencephaly, X-linked, type 1

Dyskeratosis congenita, X-linked

Mental retardation, X-linked, type 90

Duchenne/Becker muscular dystrophy

Ectodermal dysplasia, type 1, hypohidrotic, X-linked

Emery-Dreifuss muscular dystrophy, type 1, X-linked

Hemophilia A

Hemophilia B

Aarskog-Scott syndrome; Mental retardation, X-linked syndromic, type 16
Fragile X syndrome

Mental retardation, X-linked 44

Hemolytic anemia, G6PD deficient (favism)

Charcot-Marie-Tooth neuropathy, X-linked dominant, type 1

Deafness, autosomal recessive, type 1A

Fabry disease

Ocular albinism, type 1 (Nettleship-Falls type)

Thalassemia, alpha-

Thalassemia, alpha-

Beta-thalassemia, Sickle cell anemia and other HBB-related hemoglobinopathies
Mental retardation, X-linked 3 (methylmalonic acidemia and homocysteinemia, cbiX type )
Lesch-Nyhan syndrome

HSD10 mitochondrial disease

Mucopolysaccharidosis, type 2

Mental retardation, X-linked, type 21/34

Severe combined immunodeficiency, X-linked

Mental retardation, X-linked, syndromic, Claes-Jensen type

L1 Syndrome

Encephalopathy, neonatal severe; Rett syndrome

Opitz GBBB syndrome, type 1

Myotubular myopathy, X-linked

Norrie disease

lof2

Maternal inheritance of a mutation in the UBE3A gene causes Angelman syndrome*
If you need additional information, you can contact us at the following e-mail address: cgtspain@igenomix.com
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NROB1
OCRL
OPHN1
oTC
PAK3
PDHAL
PGK1
PHF8
PLP1
POU3F4
PQBP1
PRPS1
RP2
RPGR
RS1
SH2D1A
SLC16A2
SLC6A8
SMN1
SYN1
THOC2
UPF3B
WAS
ZDHHC9
ZNF711

OMIM (gene)
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Adrenal hypoplasia, congenital
Lowe Syndrome; Dent disease type 2

Mental retardation, X-linked, with cerebellar hypoplasia and distinctive facial appearance

Ornithine transcarbamylase deficiency

Mental retardation, X-linked, type 30

Pyruvate dehydrogenase El-alpha deficiency
Phosphoglycerate kinase 1 deficiency

Mental retardation syndrome, X-linked, Siderius type
Pelizaeus-Merzbacher disease

Deafness, X-linked, type 2

Renpenning syndrome

PRPS1-related disoders

Retinitis pigmentosa, type 2, X-linked

Retinitis pigmentosa, type 3, X-linked; Cone-rod dystrophy, X-linked, 1
Retinoschisis

Lymphoproliferative syndrome, X-linked, type 1
Allan-Herndon-Dudley syndrome

Cerebral creatine deficiency syndrome, type 1

Spinal muscular atrophy

Epilepsy, X-linked, with variable learning disabilities and behavior disorders
Mental retardation, X-linked 12

Mental retardation, X-linked, syndromic, type 14
Wiskott-Aldrich syndrome; Thrombocytopenia, X-linked
Mental retardation, X-linked syndromic, Raymond type
Mental retardation, X-linked, type 97
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