
 
 

PANEL OTORRINOLARINGOLOGÍA 

 
Síndrome de Alport 

COL4A31, COL4A41, COL4A51 

Ssíndrome branquio-oto-renal 

EYA12, SIX12, SIX52, TFAP2A3 

 

Pérdida de oído y sordera 

ABHD124, ACTG15,6, ADGRV17, AIFM18, ALMS19, ATP6V1B110, BCS1L11, 

BDP112, BSND13, BTD 14, CABP215, CACNA1D16, CCDC5017, CD16418, 

CDC14A19, CDH2320,21, CEACAM1622, CEP7823, CHD724, CIB225, CISD2 26, 

CLDN1427, CLPP28, CLRN129, COCH30, COL11A231,32, COL4A533, COL9A134, 

COL9A234, COL9A334, DIAPH135, DNMT136, DSPP37, EDN338, EDNRB39, EPS840, 

EPS8L241, EPSN41, EPSRRB42, EYA143, EYA444, FGF345, GATA346, GIPC347, 

GJB248, GJB348, GJB649, GPSM250, GRHL251, GRXCR152, GRXCR253, GSMDE51, 

HGF54, HOMER255, HSD17B456, ILDR157, KCNQ158, KCNQ459, LARS260, 

LHFPL561, LOXHD152, LRTOMT62, MARVELD257, MIR9663, MITF64, MPZL265, 

MSRB340, MYH1466, MYH967, MYO15A68, MYO3A69, MYO670, MYO7A71, 

OSBPL272, OTOA52, OTOF73, OTOG74, OTOGL75, P2RX276, PAX377, 

PCDH1578,PDZD779, PJVK80, POU3F481, POY4F382, PRPS183,PTPRQ84, RDX85, 

RIPOR286, S1PR287, SERPINB688, SIX189, SLC17A890, SLC26A491, SLC52A292, 

SLC52A393, SLITRK694, SMPX95, SOX1096, STRC97, SYNE498, TBC1D2499, 

TCOF1100, TECTA101, TIMM8A102, TMC1103, TMIE104, TMPRSS3105, TPRN106, 

TRIOBP107, TUBB4B108, USH1C109, USH1G110, USH2A111, WFS1112, WHRN113 

 

Síndrome Pendred  

FOXI1114, KCNJ10114, SLC26A4114. 

 

Síndrome Stickler 

COL2A1114, COL9A1114, COL9A2114, COL9A3114, COL11A1114, COL11A2114.  

 

Síndrome Usher 

ADGRV1115, CIB2115, CDH23115, CLRN1115, MYO7A115, PDZD7115, PCDH15115, 

USH1C115, USH1G115, USH2A115, WHRN115. 
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Síndrome Waardenburg 

EDN3116, EDNRB116, MITF116, PAX3116, SNAI2116, SOX10116 

 

Síndrome Jervell and Lange-Nielsen 

KCNQ1116, KCNE1116 
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