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300371 ABCDI 300100 Adrenoleukodystrophy X-linked
Mental retardation, X-linked,
X 300629 APIS2 304340 syndromic, type 5 (Pettigrew X-linked
syndrome)
X 213700 AR 200068 Androgen insensitivity syndrome, X-linked
complete
X 300180 ARSL  ARSE 302950 Chondrodysplasia punctata, X-linked
brachytelephalangic
308350, Epileptic encephalopathy, early
X 300382 ARX 300215; infantile, type 1; ARX-related ¥-linked
309510 developmental disorders
309400; Menkes disease; Occipital horn r
X 300011 ATR7A 204150 syndrome X-linked
Mental retardation-hypotonic facies
309580, syndrome, X-linked; Alpha- r
% SO0SOS ATRX 301040 thalassemia/mental retardation #linfesc
syndrome
X 300553 BRWD3 300659 Mental retardation, X-linked, type 93 X-linked
X 300300 BTK 300755 Agammaglobulinemia X-linked, type 1 X-linked

Hyper-lgM syndrome, type 1
X 300386 CD40LC 308230 (immunodeficiency, X-linked, with X-linked
hyper-IlgM, type 1)

7 602421 CFTR 219700 Cystic fibrosis Atosamal
recessive

X 300390 CHM 303100 Choroideremia X-linked

X 303630 COL4AS 301050 Alport syndrome, X-linked X-linked

X 300304 CUL4B 300354 ~ Mental retardation, X-linked, X-linked
syndromic, type 15 (Cabezas type)

Chronic granulomatous disease, X-

X 300481 CYBEB 306400 - X-linked
linked

6 613815 CYP21AZ 201910 Congenital adre nal\ ljyper plasia due to Autosqmal
21-hydroxylase deficiency recessive

X 300121 DCX 300067 Lissencephaly, X-linked, type 1 X-linked

X 300126 DKC1 305000 Dyskeratosis congenita, X-linked X-linked

X 300189 DLG3 300850 Mental retardation, X-linked, type 90  X-linked

310200; Duchenne/Becker muscular .

X 300377 DMD 200376 dystrophy X-linked
Ectodermal dysplasia, type 1, o

X 3200451 EDA 305100 hypohidrotic, X-linked X-linked

X 200384 EMD 210300 Emery—D(eﬁuss muscular dystrophy, X-linked
type 1, X-linked

X 300841 F8 306700 Hemophilia A X-linked

X 300746 F9 306900 Hemophilia B X-linked
Aarskog-Scott syndrome; Mental

X 300546 FGD1 305400 retardation, X-linked syndromic, type X-linked
16

X 309550 FMRI 300624 Fragile X syndrome X-linked

x 200499 FTS1 309549 Mental retardation, X-linked 44 H-linked

X 205900 GEPD 200008 Hemolytic anemia, G6PD deficient X-linked
(favism)

X 304040 GIBI s02800  Cnarcot-Marie-Tooth neuropathy, X- o
linked dominant, type 1

Autosomal

Deafness, autosomal recessive, type  recessive; Digenic

1 1210m cIB2 220230 1A; Deafness, digenic, GIB2/GIB6 inheritance (GJB6&

gene)



300644

300808

141800

141850

141900

300019

308000

300256

300823

300206

308380

314650

308840

300005

300415

300658

300473

300535

300127

300461

300142

300502

31800

300560

300401

300032

300463

3N1850

300757

312610

300833

300420

300095

TAmATe

GLA

CGPR143

HBAI

HBAZ

HEB

HCFCT

HPRTI

HSD17B10
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ILIRAPLI

IL2ZRG

KDM5C

L1CAM

MECP2

MTM1

NDP

NROB1

OCRL

OPHN1

oTC

PAK3

PDHAI

PGKI

PHFS

PLP1

POU3F4

PQBP1

PRPSI

RP2

RPGR

RS

SHZDIA

SLCI6AZ

Rt

301500

300500

604131

604131

603903

509541

300322

300438

509900

300143

300400

300534

307000;
303350,
504100

300673,
512750

310400

510600

300200

309000,
300555

300486

31250

300558

F12170

300653

300263

312080

504400

309500
500661,
504500;

31070,
301835

512600

500029,
504020

312700

508240

300523
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Fabry disease

Ocular albinism, type 1 (Nettleship-
Falls type)

Thalassemia, alpha-

Thalassemia, alpha-

HBB-related hemoglobinopathy

Mental retardation, X-linked 3
(methylmalonic acidemia and
homocysteinemia, chlX 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

Myotubular myopathy, X-linked

Norrie disease

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, -
linked, Siderius type

Pelizasus-Merzbacher disease

Deafness, X-linked, type 2

Renpenning syndrome

PRPSI1-related discders

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

X-linked

X-linked

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

X-linked

K-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked
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SDUUS0

600354

313440

300385

300298

300292

300646

314880

DLOAD

SMNT

SYNI

THOC2

URPF3B

WAS

ZDHHCS

ZNFTN

SUDD0L

253300

500491

300957

300676

301000,
313900

300799

300803

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

A-NNKeEU

Autosomal
recessive

X-linked

X-linked

X-linked

X-linked

X-linked

X-linked



