PTEN phosphatase and tensin homolog 158350 Cowden disease

PTEN phosphatase and tensin homolog 158350 Lhermitte-Duclos syndrome

PTEN phosphatase and tensin homolog 605309 Macrocephaly/autism syndrome

PTEN phosphatase and tensin homolog 276950 VATER association with macrocephaly and ventriculomegaly
PTF1A "pancreas specific transcription factor, 1a" 609069 " Diabetes mellitus, permanent neonatal, with cerebellar agenesis”
PTHLH parathyroid hormone-like hormone 613382 Brachydactyly type E2

PTPNI11 "protein tyrosine phosphatase, non-receptor type 11" 151100 Leopard syndrome

PTPN11 "protein tyrosine phosphatase, non-receptor type 11" 607785 " Leukemia, juvenile myelomonocytic”
PTPN11 "protein tyrosine phosphatase, non-receptor type 11" 156250 Metachondromatosis

PTPN11 "protein tyrosine phosphatase, non-receptor type 11" 163950 Noonan syndrome 1

RAB23 "RAB23, member RAS oncogene family" 201000 Carpenter syndrome

RAB27A "RAB27A, member RAS oncogene family" 607624 Griscelli syndrome type 2

RAB3GAP1 RAB3 GTPase activating protein subunit [ (catalytic) 600118 Warburg micro syndrome 1
RAB3GAP2 RAB3 GTPase activating protein subunit 2 (non-catalytic) 212720 Martsolf syndrome

RAF1 v-raf-1 murine leukemia viral oncogene homolog 1 611554 LEOPARD syndrome 2

RAF]1 v-raf-1 murine leukemia viral oncogene homolog 1 611553 Noonan syndrome 5

RAGT recombination activating gene 1 609889 " Alpha/beta T-cell lymphopenia with gamma/delta T-cell expansion, severe
cytomegalovirus infection, and autoimmunity"

RAGI recombination activating gene 1 233650 Combined cellular and humoral immune defects with granulomas
RAG! recombination activating gene 1 603554 Omenn syndrome

RAG1 recombination activating gene 1 601457 " Severe combined immunodeficiency, B cell-negative"”

RAX retina and anterior neural fold homeobox 611038 " Microphthalmia, isolated 3"

RBI1 retinoblastoma 1 109800 Bladder cancer

RBI1 retinoblastoma 1 259500 Osteosarcoma

RD3 retinal degeneration 3 610612 Leber congenital amaurosis 12

RDHI2 retinol dehydrogenase 12 (all-trans/9-cis/11-cis) 612712 Leber congenital amaurosis 13

RDHS retinol dehydrogenase 5 (11-cis/9-cis) 136880 Fundus albipunctatus

RECQL4 RecQ protein-like 4 218600 Baller-Gerold syndrome

RECQLA4 RecQ protein-like 4 266280 RAPADILINO syndrome

RECQL4 RecQ protein-like 4 268400 Rothmund-Thomson syndrome

RELN reelin 257320 " Lissencephaly syndrome, Norman-Roberts type"

REN renin 613092 " Hyperuricemic nephropathy, familial juvenile 2"

REN renin 267430 Renal tubular dysgenesis

RGS9 regulator of G-protein signaling 9 608415 Bradyopsia

RGS9BP regulator of G protein signaling 9 binding protein 608415 Bradyopsia

RHO rhodopsin 610445 " Night blindness, congenital stationery, autosomal dominant 1"

RLBP1 retinaldehyde binding protein 1 607475 Bothnia retinal dystrophy

RLBP1 retinaldehyde binding protein 1 136880 Fundus albipunctatus

RLBP1 retinaldehyde binding protein 1 607476 Newfoundland rod-cone dystrophy

RLBPI1 retinaldehyde binding protein 1 136880 Retinitis punctata albescens

ROR2 receptor tyrosine kinase-like orphan receptor 2 113000 Brachydactyly type Bl

ROR2 receptor tyrosine kinase-like orphan receptor 2 268310 " Robinow syndrome, autosomal recessive"
RP1 retinitis pigmentosa 1 (autosomal dominant) 180100 Retinitis pigmentosa-1

RP2 retinitis pigmentosa 2 (X-linked recessive) 312600 Retinitis pigmentosa-2

RPEG6S retinal pigment epithelium-specific protein 65kDa 204100 Leber congenital amaurosis 2

RPGR retinitis pigmentosa GTPase regulator 304020 Cone-rod dystrophy-1

RPGR retinitis pigmentosa GTPase regulator 300455 " Retinitis pigmentosa, X-linked, and sinorespiratory infections, with or
without deafness"

RPGR retinitis pigmentosa GTPase regulator 300029 Retinitis pigmentosa-3

RPGRIPI retinitis pigmentosa GTPase regulator interacting protein 1 608194 Cone-rod dystrophy 13
RPGRIPIL RPGRIP1-like 216360 COACH syndrome



RPGRIPIL RPGRIP1-like 611560 Joubert syndrome 7

RPGRIPIL RPGRIPI-like 611561 " Meckel syndrome, type 5"

RPS6KA3 "ribosomal protein S6 kinase, 90kDa, polypeptide 3" 303600 Coffin-Lowry syndrome

RUNXI1 runt-related transcription factor 1 601626 " Leukemia, acute myeloid"

RUNZXI1 runt-related transcription factor 1 601399 " Platelet disorder, familial, with associated myeloid malignancy"

RUNX2 runt-related transcription factor 2 119600 Cleidocranial dysplasia

SAG S-antigen; retina and pineal gland (arrestin) 258100 Oguchi disease-1

SALLA4 sal-like 4 (Drosophila) 607323 Duane-radial ray syndrome

SALL4 sal-like 4 (Drosophila) 147750 IVIC syndrome

SATI spermidine/spermine N1-acetyltransferase 1 308800 Keratosis follicularis spinulosa decalvans

SCNIA "sodium channel, voltage-gated, type I, alpha subunit" 607208 Dravet syndrome

SCNIA "sodium channel, voltage-gated, type I, alpha subunit" 604233 " Epilepsy, generalized, with febrile seizures plus, type 2"
SCNI1A "sodium channel, voltage-gated, type I, alpha subunit" 607208 " Epilepsy, severe myoclonic, of infancy"

SCNI1A "sodium channel, voltage-gated, type I, alpha subunit" 604403 " Febrile convulsions, familial, 3A"

SCNI1A "sodium channel, voltage-gated, type I, alpha subunit" 609634 " Migraine, familial hemiplegic, 3"

SCNI1B "sodium channel, voltage-gated, type I, beta subunit" 612838 Brugada syndrome 5

SCNIB "sodium channel, voltage-gated, type I, beta subunit" 612838 " Cardiac conduction defect, nonspecific"

SCNIB "sodium channel, voltage-gated, type I, beta subunit" 604233 Generalized epilepsy with febrile seizures plus

SDHA "succinate dehydrogenase complex, subunit A, flavoprotein (Fp)" 613642 " Cardiomyopathy, dilated, 1GG"

SDHA "succinate dehydrogenase complex, subunit A, flavoprotein (Fp)" 256000 Leigh syndrome

SDHA "succinate dehydrogenase complex, subunit A, flavoprotein (Fp)" 252011 Mitochondrial respiratory chain complex 11
deficiency

SDHB "succinate dehydrogenase complex, subunit B, iron sulfur (Ip)" 612359 Cowden-like syndrome

SDHB "succinate dehydrogenase complex, subunit B, iron sulfur (Ip)" 606864 Paraganglioma and gastric stromal sarcoma
SDHB "succinate dehydrogenase complex, subunit B, iron sulfur (Ip)" 115310 " Paraganglioma, familial chromaffin, 4"

SDHB "succinate dehydrogenase complex, subunit B, iron sulfur (Ip)" 171300 Pheochromocytoma

SEMA4A "sema domain, immunoglobulin domain (Ig), transmembrane domain (TM) and short cytoplasmic domain, (semaphorin)
4A" 610283 Cone-rod dystrophy 10

SEMA4A "sema domain, immunoglobulin domain (Ig), transmembrane domain (TM) and short cytoplasmic domain, (semaphorin)
4A" 610282 Retinitis pigmentosa-35

SERPINA1 "serpin peptidase inhibitor, clade A (alpha-1 antiproteinase, antitrypsin), member 1" 613490 Emphysema due to AAT
deficiency

SERPINA1 "serpin peptidase inhibitor, clade A (alpha-1 antiproteinase, antitrypsin), member 1" 613490 " Emphysema-cirrhosis, due
to AAT deficiency"

SERPINAI "serpin peptidase inhibitor, clade A (alpha-1 antiproteinase, antitrypsin), member 1" 613490 Hemorrhagic diathesis due
to ¥'antithrombin¥' Pittsburgh

SETX senataxin 602433 " Amyotrophic lateral sclerosis 4, juvenile"

SETX senataxin 606002 Ataxia-ocular apraxia-2

SFTPC surfactant protein C 610913 " Surfactant metabolism dysfunction, pulmonary, 2"

SGCA "sarcoglycan, alpha (50kDa dystrophin-asscciated glycoprotein)" 608099 " Muscular dystrophy, limb-girdle, type 2D"
SGCB "sarcoglycan, beta (43kDa dystrophin-associated glycoprotein)" 604286 " Muscular dystrophy, limb-girdle, type 2E"
SGSH N-sulfoglucosamine sulfohydrolase 252900 " Sanfilippo syndrome, type A"

SH3BP2 SH3-domain binding protein 2 118400 Cherubism

SH3PXD2B SH3 and PX domains 2B 249420 Frank-ter Haar syndrome

SHH sonic hedgehog 120200 " Coloboma, ocular"

SHH sonic hedgehog 142945 Holoprosencephaly-3

SHH sonic hedgehog 611638 " Microphthalmia, isolated, with coloboma 5"

SHH sonic hedgehog 147250 Solitary median maxillary central incisor

SHOX short stature homeobox 249700 Langer mesomelic dysplasia

SHOX short stature homeobox 127300 Leri-Weill dyschondrosteosis

SHOX short stature homeobox 300582 " Short stature, idiopathic familial"



SIX1 SIX homeobox 1 608389 Brachiootic syndrome 3

SIX1 SIX homeobox 1 605192 " Deafness, autosomal dominant 23"

SIX3 SIX homeobox 3 157170 Holoprosencephaly-2

SIX5 SIX homeobox 5 610896 Branchiootorenal syndrome 2

SIX6 SIX homeobox 6 212550 " Microphthalmia, isolated, with cataract 2"

SLCI2A6 "solute carrier family 12 (potassium/chloride transporters), member 6" 218000 Agenesis of the corpus callosum with
peripheral neuropathy

SLC17AS "solute carrier family 17 (anion/sugar transporter), member 5" 604369 Salla disease

SLC17AS "solute carrier family 17 (anion/sugar transporter), member 5" 269920 " Sialic acid storage disorder, infantile"
SLC1A1 "solute carrier family 1 (neuronal/epithelial high affinity glutamate transporter, system Xag), member 1" 222730
Dicarboxylicaminoaciduria

SLC1A3 "solute carrier family 1 (glial high affinity glutamate transporter), member 3" 612656 " Episodic ataxia, type 6"
SL.C25A4 "solute carrier family 25 (mitochondrial carrier; adenine nucleotide translocator), member 4" 192600 " Cardiomyopathy,
familial hypertrophic"”

SLC25A4 "solute carrier family 25 (mitochondrial carrier; adenine nucleotide translocator), member 4" 609283 Progressive external
ophthalmoplegia with mitochondrial DNA deletions 3

SLC2A1 "solute carrier family 2 (facilitated glucose transporter), member 1" 606777 GLUT1 deficiency syndrome 1

SLC2AT1 "solute carrier family 2 (facilitated glucose transporter), member 1" 612126 GLUT1 deficiency syndrome 2

SL.C34A2 "solute carrier family 34 (sodium phosphate), member 2" 265100 Pulmonary alveolar microlithiasis

SLC34A2 "solute carrier family 34 (sodium phosphate), member 2" 610441 Testicular microlithiasis

SLC39A13 "solute carrier family 39 (zinc transporter), member 13" 612350 " Spondylocheirodysplasia, Ehlers-Danlos
syndrome-like"

SLC39A4 "solute carrier family 39 (zinc transporter), member 4" 201100 Acrodermatitis enteropathica

SLC40A1 "solute carrier family 40 (iron-regulated transporter), member 1" 606069 " Hemochromatosis, type 4"

SL.C45A2 "solute carrier family 45, member 2" 606574 " Oculocutaneous albinism, type IV"

SLC4A11 "solute carrier family 4, sodium borate transporter, member 11" 613268 " Corneal dystrophy, Fuchs endothelial, 4"
SLC4A11 "solute carrier family 4, sodium borate transporter, member 11" 217700 Corneal endothelial dystrophy 2

SLC4A11 "solute carrier family 4, sodium borate transporter, member 11" 217400 Corneal endothelial dystrophy and perceptive
deafness

SLC4A4 "solute carrier family 4, sodium bicarbonate cotransporter, member 4" 604278 " Renal tubular acidosis, proximal, with
ocular abnormalities"

SLC6A3 "solute carrier family 6 (neurotransmitter transporter, dopamine), member 3" 613135 " Parkinsonism-dystonia, infantile"
SMARCA4 "SWI/SNF related, matrix associated, actin dependent regulator of chromatin, subfamily a, member 4" 613325 Rhabdoid
tumor predisposition syndrome 2

SMARCBI1 "SWI/SNF related, matrix associated, actin dependent regulator of chromatin, subfamily b, member 1" 609322 Rhabdoid
predisposition syndrome 1

SNAI2 snail homolog 2 (Drosophila) 172800 Piebaldism

SNAI2 snail homolog 2 (Drosophila) 608890 Waardenburg syndrome type 2D

SNCA "synuclein, alpha (non A4 component of amyloid precursor)" 127750 " Dementia, Lewy body"

SNCA "synuclein, alpha (non A4 component of amyloid precursor)" 605543 Parkinson disease 4

SOD1 "superoxide dismutase 1, soluble" 105400 " Amyotrophic lateral sclerosis, due to SOD1 deficiency"

SOS1 son of sevenless homolog 1 (Drosophila) 135300 " Fibromatosis, gingival”

SOS1 son of sevenless homolog 1 (Drosophila) 610733 Noonan syndrome 4

SOX2 SRY (sex determining region Y)-box 2 206900 " Microphthalmia, syndromic 3"

SOX2 SRY (sex determining region Y)-box 2 206900 Optic nerve hypoplasia and abnormalities of the central nervous system
SOX3 SRY (sex determining region Y)-box 3 300123 " Mental retardation, X-linked, with isolated growth hormone deficiency"
SOX3 SRY (sex determining region Y)-box 3 312000 " Panhypopituitarism, X-linked"

SOX9 SRY (sex determining region Y)-box 9 114290 Acampomelic campomelic dysplasia

SOX9 SRY (sex determining region Y)-box 9 114290 Campomelic dysplasia with autosomal sex reversal

SOX9 SRY (sex determining region Y)-box 9 114290 Campomelic dysplasia

SPINT?2 "serine peptidase inhibitor, Kunitz type, 2" 270420 " Diarrhea 3, secretory sodium, congenital, syndromic"



SPTANI "spectrin, alpha, non-erythrocytic 1" 613477 " Epileptic encephalopathy, early infantile, 5"

SPTBN2 "spectrin, beta, non-erythrocytic 2" 600224 Spinocerebellar ataxia-5

STAT]I "signal transducer and activator of transcription 1, 91kDa" 209950 " Mycobacterial infection, atypical, familial disseminated"
STATS3 signal transducer and activator of transcription 3 (acute-phase response factor) 147060 Hyper-IgE recurrent infection
syndrome

STIMI stromal interaction molecule 1 612783 " Immune dysfunction, with T-cell inactivation due to calcium entry defect 2"
STK11 serine/threonine kinase 11 175200 Peutz-Jeghers syndrome

STK 11 serine/threonine kinase 11 273300 " Testicular tumor, sporadic"

STRAG stimulated by retinoic acid gene 6 homolog (mouse) 601186 " Microphthalmia, syndromic 9"

SYNE!1 "spectrin repeat containing, nuclear envelope 1" 612998 Emery-Dreifuss muscular dystrophy 4

SYNEI! "spectrin repeat containing, nuclear envelope 1" 610743 " Spinocerebellar ataxia, autosomal recessive 8"
SYP synaptophysin 300802 " Mental retardation, X-linked, with or without epilepsy"

TBP TATA box binding protein 607136 Spinocerebellar ataxia 17

TBX15 T-box 15 260660 Cousin syndrome

TBX3 T-box 3 181450 Ulnar-mammary syndrome

TBXS5 T-box 5 142900 Holt-Oram syndrome

TCOF1 Treacher Collins-Franceschetti syndrome 1 154500 Treacher Collins mandibulofacial dysostosis

TF transferrin 209300 Atransferrinemia

TFAP2A transcription factor AP-2 alpha (activating enhancer binding protein 2 alpha) 113620 Branchiooculofacial syndrome
TFAP2B transcription factor AP-2 beta (activating enhancer binding protein 2 beta) 169100 Char syndrome

TG thyroglobulin 274700 Thyroid dyshormonogenesis 3

TGFBI1 "transforming growth factor, beta 1" 131300 Camurati-Engelmann disease

TGFB3 "transforming growth factor, beta 3" 107970 Arrhythmogenic right ventricular dysplasia 1

TGFBI "transforming growth factor, beta-induced, 68kDa" 607541 " Corneal dystrophy, Avellino type"

TGFBI "transforming growth factor, beta-induced, 68kDa" 121820 " Corneal dystrophy, epithelial basement membrane"
TGFBI "transforming growth factor, beta-induced, 68kDa" 121900 " Corneal dystrophy, Groenouw type I"
TGFBI "transforming growth factor, beta-induced, 68kDa" 122200 " Corneal dystrophy, lattice type I"

TGFBI "transforming growth factor, beta-induced, 68kDa" 608471 " Corneal dystrophy, lattice type IITA"
TGFBI "transforming growth factor, beta-induced, 68kDa" 608470 " Corneal dystrophy, Reis-Bucklers type"
TGFBI "transforming growth factor, beta-induced, 68kDa" 602082 " Corneal dystrophy, Thiel-Behnke type"
TGFBR2 "transforming growth factor, beta receptor II (70/80kDa)" 133239 " Esophageal cancer, somatic"
TGFBR2 "transforming growth factor, beta receptor IT (70/80kDa)" 610168 " Loeys-Dietz syndrome, type 1B"
TGFBR2 "transforming growth factor, beta receptor II (70/80kDa)" 610380 " Loeys-Dietz syndrome, type 2B"
TGM6 transglutaminase 6 609796 " Peeling skin syndrome, acral type"

TH tyrosine hydroxylase 605407 " Segawa syndrome, recessive"

THRB "thyroid hormone receptor, beta" 188570 Thyroid hormone resistance

THRB "thyroid hormone receptor, beta" 274300 " Thyroid hormone resistance, autosomal recessive"

THRB "thyroid hormone receptor, beta" 145650 " Thyroid hormone resistance, selective pituitary"

TIMP3 TIMP metallopeptidase inhibitor 3 136900 Sorsby fundus dystrophy

TNFRSFIA "tumor necrosis factor receptor superfamily, member 1A" 142680 " Periodic fever, familial”

TNXB tenascin XB 606408 Ehlers-Danlos due to tenascin X deficiency

TNXB tenascin XB 130020 " Ehlers-Danlos syndrome, hypermobility type"

TP53 tumor protein p53 202300 Adrenal cortical carcinoma

TP53 tumor protein p53 114480 Breast cancer

TP53 tumor protein p53 260500 Choroid plexus papilloma

TP53 tumor protein p53 114500 Colorectal cancer

TP53 tumor protein p53 114550 Hepatocellular carcinoma

TP53 tumor protein p53 151623 Li-Fraumeni syndrome

TP53 tumor protein p53 151623 Li-Fraumeni-like syndrome

TP53 tumor protein p53 607107 Nasopharyngeal carcinoma

TP53 tumor protein p53 259500 Osteosarcoma



TP53 tumor protein p53 260350 Pancreatic cancer

TP63 tumor protein p63 103285 ADULT syndrome

TP63 tumor protein p63 604292 " Ectrodactyly, ectodermal dysplasia, and cleft lip/palate syndrome 3"
TP63 tumor protein p63 106260 Hay-Wells syndrome

TP63 tumor protein p63 603543 Limb-mammary syndrome

TP63 tumor protein p63 129400 Orofacial cleft 8

TP63 tumor protein p63 129400 Rapp-Hodgkin syndrome

TP63 tumor protein p63 605289 " Split-hand/foot malformation, type 4"

TPO thyroid peroxidase 274500 Thyroid dyshormonogenesis 2A

TRIM37 tripartite motif containing 37 253250 Mulibrey nanism

TRPC6 "transient receptor potential cation channel, subfamily C, member 6" 603965 " Glomerulosclerosis, focal segmental, 2"
TRPMI "transient receptor potential cation channel, subfamily M, member 1" 613216 " Night blindness, congenital stationary, type
c"

TSC2 tuberous sclerosis 2 606690 " Lymphangioleiomyomatosis, somatic"

TSC2 tuberous sclerosis 2 191100 Tuberous sclerosis-2

TSHR thyroid stimulating hormone receptor 603373 " Hyperthyroidism, familial gestational”

TSHR thyroid stimulating hormone receptor 609152 " Hyperthyroidism, nonautoimmune"

TSHR thyroid stimulating hormone receptor 275200 " Hypothyroidism, congenital, nongoitrous"
TSPANI2 tetraspanin 12 613310 Exudative vitreoretinopathy 5

TTBK2 tau tubulin kinase 2 604432 Spinocerebellar ataxia-11

TTCS tetratricopeptide repeat domain 8 209900 Bardet-Bied! syndrome 8

TTCS tetratricopeptide repeat domain 8 613464 Retinitis pigmentosa 51

TTN titin 604145 " Cardiomyopathy, dilated, 1G"

TTN titin 608807 " Muscular dystrophy, limb-girdle, type 2J"

TTN titin 611705 " Myopathy, early-onset, with fatal cardiomyopathy"”

TTN titin 603689 " Myopathy, proximal, with early respiratory muscle involvement"

TTN titin 600334 " Tibial muscular dystrophy, tardive"

TTPA tocopherol (alpha) transfer protein 277460 Ataxia with isolated vitamin E deficiency

TTR transthyretin 105210 " Amyloidosis, hereditary, transthyretin-related"

TTR transthyretin 115430 " Carpal tunnel syndrome, familial”

TUBBS3 "tubulin, beta 3 class III" 600638 " Fibrosis of extraocular muscles, congenital, 3A"

TULP1 tubby like protein 1 600132 Retinitis pigmentosa-14

TWISTI twist homolog 1 (Drosophila) 123100 " Craniosynostosis, type 1"

TWISTI twist homolog 1 (Drosophila) 101400 Saethre-Chotzen syndrome with eyelid anomalies
TWIST! twist homolog 1 (Drosophila) 101400 Saethre-Chotzen syndrome

TYR tyrosinase (oculocutaneous albinism [A) 203100 " Albinism, oculocutaneous, type IA"

TYR tyrosinase (oculocutaneous albinism IA) 606952 " Albinism, oculocutaneous, type IB"

TYR tyrosinase (oculocutaneous albinism 1A) 103470 " Waardenburg syndrome/albinism, digenic"
TYRPI tyrosinase-related protein 1 203290 " Albinism, brown"

TYRPI tyrosinase-related protein 1 278400 " Albinism, rufous"

USHI1C "Usher syndrome 1C (autosomal recessive, severe)" 602092 " Deafness, autosomal recessive 18"
USHI1C "Usher syndrome 1C (autosomal recessive, severe)" 276904 " Usher syndrome, type 1C"
USH2A "Usher syndrome 2A (autosomal recessive, mild)" 268000 Retinitis pigmentosa-39

USH2A "Usher syndrome 2A (autosomal recessive, mild)" 276901 " Usher syndrome, type 2A"
VCAN versican 143200 Wagner syndrome 1

VDR "vitamin D (1,25- dihydroxyvitamin D3) receptor" 166710 " Osteoporosis, involutional"

VDR "vitamin D (1,25~ dihydroxyvitamin D3) receptor” 277440 " Rickets, vitamin D-resistant, type [IA"
VLDLR very low density lipoprotein receptor 224050 Cerebellar hypoplasia and mental retardation with or without quadrupedal
locomotion 1

VPS13A vacuolar protein sorting 13 homolog A (8. cerevisiae) 200150 Choreoacanthocytosis

VSX1 visual system homeobox 1 122000 " Corneal dystrophy, hereditary polymorphous posterior"



VSX1 visual system homeobox 1 148300 Keratoconus

WDR36 WD repeat domain 36 609887 " Glaucoma 1, open angle, G"

WNT4 "wingless-type MMTYV integration site family, member 4" 158330 Mullerian aplasia and hyperandrogenism
WNT4 "wingless-type MMTYV integration site family, member 4" 611812 SERKAL syndrome
WNT7A "wingless-type MMTV integration site family, member 7A" 228930 Fuhrmann syndrome
WNT7A "wingless-type MMTV integration site family, member 7A" 276820 " Ulna and fibula, absence of, with sever limb
deficiency”

WT1 Wilms tumor 1 194080 Denys-Drash syndrome

WT1 Wilms tumor 1 136680 Frasier syndrome

WT1 Wilms tumor 1 608978 Meacham syndrome

WT1 Wilms tumor 1 256370 " Nephrotic syndrome, type 4"

WT1 Wilms tumor 1 194070 " Wilms tumor, type 1"

XDH xanthine dehydrogenase 278300 " Xanthinuria, type "

XPA "xeroderma pigmentosum, complementation group A" 278700 Xeroderma pigmentosum group A
XPC "xeroderma pigmentosum, complementation group C" 278720 Xeroderma pigmentosum group C
ZEB1 zinc finger E-box binding homeobox 1 613270 " Corneal dystrophy, Fuchs endothelial, 6"
ZEB1 zinc finger E-box binding homeobox 1 609141 " Corneal dystrophy, posterior polymorphous, 3"
ZEB2 zinc finger E-box binding homeobox 2 235730 Mowat-Wilson syndrome

ZIC2 Zic family member 2 609637 Holoprosencephaly-5

ZIC3 Zic family member 3 306955 " Congenital heart defects, nonsyndromic, 1, X-linked"

ZIC3 Zic family member 3 306955 " Heterotaxy, visceral, 1, S-linke"

ZNF513 zinc finger protein 513 613617 Retinitis pigmentosa 58

ZNF592 zinc finger protein 592 606937 " Spinocerebellar ataxia, autosomal recessive 5"

ZNF81 zinc finger protein 81 300498 " Mental retardation, X-linked 45"
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