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3429 MICRODELETION SYNDROME, (609425), 3g29
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ADRENAL HYPOPLASIA, CONGENITAL, (300200), Xp21.3-p21.2
ALAGILLE SYNDROME 1, (118450), 20p12.2

ANGELMAN SYNDROME, (105830), 15g11-q13, Xg28
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ALITISM, (209850), 7q22, 6p21.3-p21.2, 2q32

ALITISM, X-LINKED, SUSEPTIBILITY TO, 1, {300425), Xq13
ALITISM, X-LINKED, SUSCEFTIBILITY TO), 2, (300495), Xp22.33
ALITISM, ¥-LINKED, SUSEPTIBILITY TO, 3, (300496), Xq28
BASAL CELL NEVLIS SYNDROME, (109400), 95223
BECKWITH-WIEDEMANN SYNDROME, (130650), 11p15.5, 5q35
BRACHYDACTYLY-MENTAL RETARDATION SYNDROME, (600430), 2q37
BRANCHIDOTORENAL SYNDROME 1, (113650), 8q13.3
BRLITON AGAMMAGLOBULINEMIA TYROSINE KINASE, (300300),
Xq21.3-q22

CAMPOMELIC DYSPLASIA, (114200), 17924 3-q25.1

CAT EYE SYNDROME, (115470), 22q11
CHARCOT-MARIE-TOOTH DISEASE, DEMYELINATING, TYPE 1A,
(118220), 17p112

CHARCOT-MARIE-TOOTH DISEASE, X-LINKED, 1, (302800), Xq13.1
CHARGE SYNDROME, (214800), 8312.1, 7g21.1

CLEIDOCRANIAL DYSPLASIA, {119600), 6p21

CORNELIA DE LANGE SYNDROME 1, {122470), 5p13.1
CRHDU-CHAT SYNDROME, (123450), 5p15.2

DANDYAWALKER SYNDROME, (220200, 3924

DIAPHRAGMATIC HERNIA, CONGENITAL, (142340), 15026.1
DIGEORGE SYNDROME, (188400), 220112

DIGEORGE SYNDROME/VELDCARDIOFACIAL SYNDROME SPECTRUM
OF MALFORMATION 2, (501362), 10p14-p13

DORACE-SENSITVE SEX REVERSAL, (300018), Xp21.3-p212
DOWN SYNDROME, (190685), Xp11.23, 2122 3, 143
FEINGOLD SYNDROME, (164280}, 2p24.1

FRAGILE X MENTAL RETARDATION SYNDROME, (300624), Xg27.3
GREIG CEPHALOPOLYSYNDACTYLY SYNDROME, (175700), 7p13
HETERCTAXY, VISCERAL, X-LNKED), (306555), ¥q26.2
HOLOPROSENCEPHALY 1, (236100), 2q37.1-q37.3, 21q223
HOLOPROSENCEPHALY 2, (157170), 2p21

HOLOPROSENCEPHALY 3, (142945), 7q36

HOLOPROSENCEPHALY 4, {142946), 18p11.3
HOLOPROSENCEPHALY 5, (509637), 13g32
HYPERGLYCERDLEMIA, (307030), Xp21.3-p212
HYPOPARATHYROIDISM, SENSORINELIRAL DEAFNESS, AND RENAL
DISEASE, (146255), 10p15

ICHTHYOSIS, %-LINKED, (308100), Xp22 32

JACOBSEN SYNDROME, (147791), 11923

JOHANSON-BLIZZARD SYNDROME, (243800), 15q15-g21.1
JOUBERT SYNDROME 4, (509583), 2q13

KABLKI SYNDROME, {147920), 8p22

KALLMANN SYNDROME 1, (308700), Xp22.3

LERMWEILL DYSCHONDROSTECSIS, {127300), Ypterp11.2, Xpterp22 32
LISSENCEPHALY, X-LINKED, {300067), Xq22.3-923

MENTAL RETARDATION, ¥-LINKED, WITH PANHYPOPTUITAREM,
(300123), Xq26.3

METACHROMATIC LELKODYSTROPHY, (250100), 22q13.31-gter
MICROPHTHALMIA, SYNDROMIC 7, (309801), Xp22

MILLER-DIEKER. LISSENCEPHALY SYNDROME, (247200), 17p13.3
MITOCHONDRIAL GOMPLEX | DERICIENCY, (252010), 123, 11913,
6q16.1, 5q12.1, 5q11.1, Spterp15.22, 2q33-q34, Xg24
MONOSOMY 1p36 SYNDROME, (607872), 1p36

MUSCULAR DYSTROPHY, BECKER TYFE, (300376), Xp21.1
MUSCLILAR DYSTROPHY, DUCHENNE TYFE, (310200), 12021, Xp21.2
NAIL-PATELLA SYNDROME, (161200}, 5q34.1

NEPHRONCOPHTHISIS 1, (256100), 2013

NELIROFBROMATOSIS, TYPE |, (162200), 17q11.2
NELIRDFIBROMATOSIS, TYPE I, (101000), 22g12.2

NELIROPATHY, HEREDHTARY, WITH LIARILITY TO PRESSURE PALSIES,
(162500), 17p11.2

NOCNAN SYNDROME 1, [163950), 12q24.1

PELIZAELIS-MERZ BACHER DISEASE, (312080), Xq22

POLYCYSTIC KIDNEY DISEASE, INFANTILE SEVERE, WITH TUBEROUS
SCLEROSIS, (600273), 16p13.3

POTOCKH LIPSK] SYNDROME, (610883) 17p11.2

POTOCKHSHAFFER SYNDROME, (601224), 11p11.2

PRADERWILLI SYNDROME, (176270), 15912, 15911913
PRADER-WILLHIKE SYNDROME ASSOCATED WITH CHROMOSOME 6,
(176270), 63163

RETINOBLASTOMA, (180200), 13q14.1-q14.2

RETT SYNDROME, (312750), Xq28, Xp22

RIEGER SYNDROME, TYPE 1, (180500), 4525026

RUBINSTEIN-TAYBI SYNDROME, (180849), 16p133, 22913
SAETHRE-CHOTZEN SYNDROME, (101400), 10926, 7p21.1
SEX-DETERMINING REGION Y, (480000), Yp11.3

SMITH-MAGENIS SYNDROME, (182290), 17p11.2

SOTOS SYNDROME, (117550), 5035

SPERMATOGENIC FAILLIRE, NONCESTRUCTIVE, YAINKED, (41500C), Yq11.2
SPUT-HANDY FOOT MALFORMATION 1, (183600), 721.2-6213, 2931
SPLIT-HANDYFOOT MALFORMATION 3, (600095), 10624
SPUT-HANDYFOOT MALFORMATION 4, (605289), 3027
SPLT-HANDYFOOT MALFORMATION 5, (506708), 231
SYNPOLYDACTYLY 1, (186000), 2q31-q32
TOWNES-BROCKS-BRANCHIDOTOREMALLIKE-SYNDROME, (107480),
16q12.1

TRICHORHINOPHALANGEAL SYNDROME, TYPE |, (190350), 8q24.12
TRICHORHINDPHALANGEAL SYNDROME, TYPE I, (150230), 8q24.11-
q24.13

TUBERDLIS SCLERCSIS, (191100), 16p13.3, 12q14, Sq34
VELOCARDIOFACIAL SYNDROME, (192430), 22q11.2

WIAGR SYNDROME, (134072, 11p13

WILLIAMS-BELIREN SYNDROME, (194050}, 7q11.23

WILMS TUMOR 1, (194070}, 13q12 3, 11p13,%g26
WOLF-HIRSCHHORN SYNDROME, (194190), 4p16.2, 4p16.3



