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Síndrome Adams-Oliver 

ARHGAP311, DLL41,2, DOCK61, EOGT1,3, NOTCH11, RBPJ1 

 

Albinismo 

AP3B14, BLOC1S3 4,5, BLOC1S64, C10ORF116, DTNBP14,7, EDN38, EDNRB8, 

GPR1439, HPS14, HPS34, HPS44, HPS54, HPS64, LYST10, MC1R11, MITF12, 

MLPH4, MYO5A4, OCA24, PAX313, RAB27A4, SLC24A54, SLC38A89, SLC45A29, 

TYR4,9, TYRP19, AP3D14, BLOC1S54, DCT14 

 

Cutis Laxa  

ALDH18A115, ATP6V0A216, ATP7A16, EFEMP217, ELN18, FBLN519, GORAB20, 

LTBP421, PYCR122, ATP6V1E123, ATP6V1A23, LTBP124, EFEMP125 

 

Disqueratosis congénita 

ACD28, CTC136, DKC129, NAF136, NHP233, NOP1030, PARN34, POT136, RTEL127, 

TERC28, TERT26, TINF232, WRAP5331, TYMS35, RPA136, STN136, ZCCHC836 

 

Displasia ectodérmica 

CHD351, DSP54, EDA38, EDAR41, EDARADD40, ERCC255, EVC56, EVC256, GJB257, 

GJB658, HOXC1347, HR59, ITF12260, JUP61, LRP662, PAX963, PORCN64, PRKD165, 

PVRL443,66, RMRP67, TP6352, WDR3569, WNT10A70, KBKG37, NFKBIA39, KRT8542, 

KDF144, KREMEN145, KRT7446, GRHL248, CST649, RHOA50, PKP153 

 

Síndrome Ehlers- Danlos 

ABCC686, ADAMTS279, ADAMTSL287, AEBP185, ALDH18A188, ATP6V0A289, 

ATP6V1A90, ATP6V1E190, B3GALT682, B4GALT776, BGN91, C1R74, C1S74, CBS92, 

CHST1477, CHST393, COL11A194, COL1A178, COL1A283, COL2A195, COL3A171, 

COL5A172, COL5A272, DSE84, EFEMP296, ELN97, FBLN598, FBN199, FBN2100, 

FKBP1480, FLNA101, GORAB102, PLOD173, PYCR1103, SLC39A1381, SMAD3105, 

TGFB2105, TGFBR1106, TGFBR2106, ZNF469106, TNXB75 

 

Epidermólisis ampollosa 

ATP2C1114, CDSN113, COL17A1113, COL7A1109,113, CSTA113, DSG1113, DSG4115, 

DSP113, DST113, EXPH5113, FERMT1113, GRIP1116, ITGA3113, ITGA6113, 

ITGB4111,113, KLHL24113, KRT1113, KRT14112, KRT5112, LAMA3113, LAMB3108,113,  
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LAMC2113, PKP1113, PLEC113, TGM5113, MMP1110, CD151113, CSTB113, 

SERPINB8113, FLG2113, CAST113, SPINK5113, JUP113, DSC3113, DSG3113, 

KRT10113, KRT6A113, KRT6B113, KRTA6C113, KRT16113, KRT17113, PLOD3113 

 

Acrodermatitis enteropática herediaria 

SLC30A2117, SLC39A4118 

 

Cáncer de piel 

Se han incluido una serie de genes relacionados con diferentes tipos de cáncer 

de piel extraídos del NCG119, sólo se incluyen genes canónicos: 

 

Cilindroma, espiradenoma, espiradenocarcinoma  

CYLD, DNMT3A, TP53 

Melanoma desmoplásico  

ARID1A,ARID2,BRAF,CBL,CDKN2A,ERBB2,EZH2,FBXW7,IDH1,MAP2K1,NF1,

NFKBIE,NRAS,PIK3CA,PPP6C,PTPN11,RAC1,RB1,TERT,TP53 

Melanoma 

ALK, ARID2, B2M, BRAF, CDKN2A, CTNNB1, DCC, DDX3X, EPHA7, ERBB4, 

FAT4, GRIN2A, GRM3, HRAS, IDH1, KDR, KIT, KNSTRN, KRAS, LRP1B, 

MAP2K1, MAP2K2, NF1, NRAS, PPP6C, PREX2, PTEN, PTPRK, RAC1, RB1, 

SF3B1, SMARCB1, SYK, TERT, TNC, TP53, TP63 

Melanoma Mucoso 

ATRX, BAP1, BRAF, BRCA1, CDKN2A, CTNNB1, ERBB2, GNAQ, GNAS, KIT, 

KMT2C, KRAS, MAP2K1, MEN1, NF1, NF2, NRAS, POLE, PTPRD, SF3B1, 

TERT, TP53 

Carcinoma sebáceo extraocular  

NOTCH1, RB1, TP53 

Carcinoma basocelular o de células basales 

ARID1A, CASP8, CDKN2A, ERBB2, FBXW7, FGFR3, HRAS, KNSTRN, KRAS, 

LATS1, LATS2, MYCN, NOTCH1, NOTCH2, NRAS, PIK3CA, PPP6C, PTCH1, 

RAC1, RB1, SMO, SUFU, TP53 
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Síndrome Hermansky-Pudlak 

AP3B1121, AP3D1128, BLOC1S3127, DKC1131, DTNBP1123, GPR143132, HPS1120, 

HPS3126, HPS4124, HPS5125, HPS6122, LYST133, OCA2135, SLC45A2135, TERC136, 

TINF2137, TYR138, TYRP1139, BOC1S5129 

 

Ictiosis 

ABCA12144, ABHD5141, ALDH3A2141, ALOX12B140, ALOXE3140, CASP14153, 

CDSN159, CERS3151, CSTA160, CYP4F22140, ERCC2161, FLG147, GJB2157, GJB3162, 

GJB4163, KDSR164, KRT1150, KRT10141, KRT2143, KRT9165, LIPN142, LOR166, 

MBTPS2167, MPLKIP168, NIPAL4140, OSMR169, PHYH170, PNPLA1152, SDR9C7155, 

SLC27A4146, SPINK5171, ST14145, STS172, SUMF1173, TGM1140, TGM5158, 

ELOVL4148, ASPRV1149, SULT2B1154, VPS33B156 

 

Neurofibromatosis 

KIT175, KITLG176, LZTR1178, NF1173, NF2179, PTPN11177, RAF1180, SMARCB1180, 

SPRED1182 

 

Paquioniquia  

AAGAB187, KRT16184, KRT17184, KRT6A185, KRT6B186, KRT6C188, TRPV3189 

 

Queratodermia palmoplantar 

AAGAB190, AQP5190, CTSC190, DSG1190, DSP190, GJB2190, GJB6190, KRT1190, 

KRT14191, KRT16190, KRT17190, KRT6A190, KRT9190, LOR190, MBTPS2190, 

PKP1190, SERPINB7190, SLURP1190, SMARCAD1192, TRPV3190, WNT10A190, 

RHBDF2 190, POMP190, COL14A1190, KRT6B190, GJA1190 

 

Síndrome de Progeria 

AGPAT2199, ALDH18A1200, B4GALT7201, BLM202, BSCL2198, COL3A1203, 

ERCC2193, ERCC4197, ERCC5204, ERCC6193, ERCC8193, GORAB205, LMNA193, 

PYCR1206, RECQL4202, WRN193, ZMPSTE24207, ERCC3193, GTF2H5193, DKC1193, 

TERC193, TERT193, NOP10193, NHP2193, TIN2193, TCAB1193, BANF1193, 

PDGFRB195, FBN1196 

 

Esclerosis tuberosa 

TSC1208, TSC2209 
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Síndrome Waardenburg 

EDN3212, EDNRB209, MITF213, PAX3210, SOX10211, KITLG214  

 

Xeroderma pigmentoso 

DDB2221, ERCC1223, ERCC2215, ERCC3218, ERCC4216, ERCC5217, POLH222, 

XPA219, XPC220 

 

Enfermedad Dowling-Degos 

ADAM10228, ADAR229, KRT5225, POFUT1226, POGLUT1227 
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