
U.O.C. GENETICA MEDICA 

ELENCO DELLE PRESTAZIONI DI GENETICA MOLECOLARE A SCOPO DIAGNOSTICO 

 

area 
diagnostica patologia /disease geni testati metodo di 

analisi 

    

 

carcinoma 
midollare della 
tiroide RET 

pannello NGS 
regione 
genomica 
locus RET 

enteropatie 

Hirschsprung 
Disease (HSCR) 

Pseudo-ostruzione 
intestinale (CIPO) 

ACTG2 Sanger Seq 

MYH11 pannello 
ampliconi NGS 

reumatologica 

sindromi auto-
infiammatorie 
(SAID) (pannello 
base) 

IL1RN, LPIN2, MDFIC, MEFV, MVK, NLRP12, 
NLRP3, NOD2, PSMB8, PSTPIP1, TNFRSF1A 

pannello NGS 
"FP11" 

sindromi auto-
infiammatorie 
(SAID) (pannello 
avanzato) 

ACP5, ADAR1, AP1S3, C1NH, CARD14, CECR1, 
Dnase1, DNase1L3, DNase2, IFIH1, IL10, IL10RA, 
IL10RB, IL1RN, IL36RN, ISG15, LPIN2, MEFV, MVK, 
NLRC4, NLRP12, NLRP3, NLRP7, NOD2, PLCG2, 
PSMA3, PSMB4, PSMB8, PSMB9, PSTPIP1, RBCK1, 
RNASEH2A, RNASEH2B, RNASEH2C, SAMHD1, 
SLC29A3, SH3BP2, TMEM173, TNFRSF1A, 
TNFRSF11A, TREX-1 

pannello NGS 
"FP41" 

emato-
immuno-
reumatologica 

sindromi emato-
immuno-
reumatologiche 

A20,  ACP5,  ACT1,  ACTB,  ADAR1,  AICDA,  AIRE,  
AK2, AP1S3, AP3B1, APOL1, ARPC1b, ATM, 
BCL10, BLM, BLNK, BLOC1S6, BOD1L1, BRCA2, 
BRCA1, BRIP1, BTK, C1NH, C1QA, C1QB, C1QC, 
C1R, C1S, C2, C3, C4A, C4B, C5, C6, C7, C8A, C8B, 
C8G, C9, CARD11, CARD14, CARD9, CASP10, 
CASP8, CD19, CD20, CD21, CD27, CD3D, CD3E, 
CD3G, CD3Z, CD40, CD40LG, CD46, CD59, CD70, 
CD79A, CD79B, CD81, CD8A, CEBPE, CECR1, 
CENPS, CENPX, CFB, CFD, CFH, CFHR1, CFHR3, 
CFI, CFP, CHD7, CIITA, COLEC11, COPA, CORO1A, 
CSF2RA, CSF3R, CTC1, CTLA4, CTPS1, CTSC, 
CXCR4, CYBA, CYBB, DCLRE1C, DKC1, DNASE1, 
DNASE1L3, DNASE2, DNMT3B, DOCK2, DOCK8, 
ELANE, ERCC4, EVER1, EVER2, EXTL3, FAAP100, 
FAAP20, FAAP24, FADD, FAN1, FANCA, FANCB, 
FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, 
FANCL, FANCM, FAS, FASLG, FCN3, FOXN1, 
FOXP3, FPR1, FUCT1, G6PC, G6PC3, GATA2, GFI1, 
GIMAP5, HAX1, HOIP, ICOS, IFIH1, IFNGR1, 
IFNGR2, IGLL1, IKAROS, IKBA, IKBKB, IKBKG, 
IKZF1, IL10, IL10RA, IL10RB, IL12B, IL12RB1, IL17F, 

pannello NGS 
(315 geni) 



IL17RA, IL1RN, IL21, IL21R, IL2RA, IL2RG, IL36RN, 
IL7R, IRAK4, IRF8, ISG15, ITCH, ITGB2, ITK, JAGN1, 
JAK1, JAK3, KIND3, KRAS, LACC1, LAMTOR2, LCK, 
LIG4, LPIN2, LRBA, LYST, MAGT1, MALT1, 
MAP3K14, MASP1, MASP2, MCM4, MDA5, MEFV, 
MPL, MRE11, MTHFD1, MVK, MYD88, NBN, 
NCF1, NCF2, NCF4, NFKB2, NFKBID, NHEJ1, 
NLRC4, NLRP12, NLRP3, NLRP7, NOD2, NOLA2, 
NOLA3, NRAS, ORAI1, OTULIN, OX40, PALB2, 
PAX5, PGM3, PI3K, PIK3CD, PIK3R1, PLCG2, 
PMS2, PNP, POLE1, PRF1, PRKCD, PSMA3, 
PSMB4, PSMB8, PSMB9, PSTPIP1, PTPRC, 
RAB27A, RAC2, RAD51, RAD51C, RAG1, RAG2, 
RASGRP1, RBCK1, RFX5, RFXANK, RFXAP, RHOH, 
RNASEH2A, RNASEH2B, RNASEH2C, RNF168, 
RPL11, RPL26, RPL35A, RPL5, RPS10, RPS17, 
RPS19, RPS24, RPS26, RPS7, RPSA, RTEL1, RUNX1, 
SAMHD1, SBDS, SEMA3E, SERPING1, SH2D1A, 
SH3BP2, SLC29A3, SLC37A4, SLC46A1, SLC7A7, 
SLX4, SMARCAL1, SP110, SPINK5, STAT1, STAT2, 
STAT3, STAT5B, STIM1, STK4, STN1, STX11, 
STXBP2, TAP1, TAP2, TAPBP, TAZ, TBK1, TBX1, 
TCF3, TCF3, TCN2, TERT, THBD, TINF2, TLR3, 
TMEM173, TNFAIP3, TNFRSF11A, TNFRSF13B, 
TNFRSF13C, TNFRSF1A, TPP2, TRAF3, TREX1, 
TRIF, TTC7A, TWEAK, TYK2, UAF1, UBE2T, 
UNC119, UNC13D, UNC93B1, UNG, USB1, USP1, 
VPS13B, VPS45, WAS, WIPF1, WRAP53, WDR1, 
XIAP, ZAP70, ZBTB24 

Stroke 

varie sindromi con 
stroke quale 
denominatore 
comune 

ABCC6, ACTA2, ATP7A, CBS, CECR1, COL4A1, ELN, 
GLA, HTRA1, JAG1, NF1, NOTCH3, PCNT, 
SAMHD1, SLC2A10 

pannello NGS 
(15 geni) 

Malattie rare 

ipoventilazione 
centrale congenita 
(CCHS) 

PHOX2B Sanger Seq 

Alexander Diasease GFAP Sanger Seq 

Malattie 
rare/Quadri 
sindromici 
congeniti 

Nail-Patella 
Syndrome (NPS, 
161200)  

LMX1B Sanger Seq 

Fibrodysplasia 
Ossificans 
Progressiva (FOP, 
135100) 

ACVR1 Sanger Seq 

EEC and related 
disorders TP63 Sanger Seq 

Oloprosencefalia SHH Sanger Seq 



Malattie ad 
eziologia 
sconosciuta 

Malattie complesse 
congenite o ad 
esordio infantile 

Analisi dell’esoma che comprende tutte le regioni 
codificanti, le regioni di splicing , le regioni non 
tradotte (UTR) al 5’ ed al 3’ dei geni codificanti ed 
alcune regioni introniche di particolare interesse 
clinico. 

NGS  

Farmaco-
genetica 

Reazioni avverse al 
trattamento con 
farmaci a base di 
Tiopurine 

TPMT Sanger Seq 

 


