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GENI ANALIZZATI E RISPETTIVI RISCHI RESIDUI IN CASO DI TEST NEGATIVO

GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
AAAS 605378 1/435 1/8250
AARS1 601065 N/A N/A
AARS2 612035 N/A N/A
ABCA12 607800 1/195 1/710
ABCA3 601615 N/A N/A
ABCA4 601691 1/62 1/115
ABCB11 603201 1/275 1/615
ABCB4 171060 N/A N/A
ABCB7 300135 N/A N/A
ABCC6 603234 N/A N/A
ABCC8 600509 1/192 1/1690
ABCD1 300371 1/14000 1/28500
ABCD4 603214 1/496 1/49500
ACADS8 604773 N/A N/A
ACAD9 611103 1/309 1/578
ACADM 607008 1/50 1/490
ACADS 606885 1/102 1/1015
ACADSB 600301 1/500 1/1125
ACADVL 609575 1/112 1/700
ACAT1 607809 1/500 1/769
ACO2 100850 N/A N/A
ACOX1 609751 1/2390 1/7180
ACP5 171640 N/A N/A
ACSF3 614245 1/67 1/90
ADA 608958 1/390 1/2330
ADAMTS10 608990 N/A N/A
ADAMTS2 604539 1/2430 1/4050
ADAMTSL2 612277 N/A N/A
ADAT3 615302 N/A N/A
ADGRG1 604110 1/2030 1/3550
ADGRG6 612243 N/A N/A
ADGRV1 602851 1/80 1/145
ADK 102750 1/500 1/1500
AGA 613228 1/975 1/3450
AGL 610860 1/259 1/1080
AGPS 603051 1/18600 1/1000000
AGXT 604285 1/175 1/5700
AHCY 180960 1/700 1/2100
AHIL1 608894 1/340 1/700
AIFM1 300169 N/A N/A
AIMP1 603605 N/A N/A
AIMP2 600859 N/A N/A
AIPL1 604392 1/160 1/190
AIRE 607358 1/210 1/1600
ALAS2 301300 N/A N/A
ALDH3A2 609523 1/720 1/4200
ALDH4A1 606811 1/500 1/50000
ALDH7A1 107323 N/A N/A
ALDOA 103850 N/A N/A
ALDOB 612724 1/67 1/300
ALG1 605907 1/87 1/130
ALG11 613666 N/A N/A
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
ALG12 607144 N/A N/A
ALG2 607905 N/A N/A
ALG3 608750 N/A N/A
ALG6 604566 1/300 1/420
ALMS1 606844 1/170 1/490
ALPL 171760 1/275 1/1300
AMH 600957 N/A N/A
AMHR2 600956 N/A N/A
AMPD2 102771 N/A N/A
AMT 238310 1/780 1/3900
ANO10 613726 N/A N/A
ANOS1 300836 N/A N/A
AP1S1 603531 N/A N/A
AP1S2 300629 1/500000 1/1000000
AP4B1 607245 N/A N/A
AP4E1 607244 N/A N/A
AP4M1 602296 N/A N/A
AP4S1 607243 N/A N/A
AP5Z1 613653 N/A N/A
AQP2 107777 1/720 1/1750
AR 313700 1/16640 1/37600
ARFGEF2 605371 N/A N/A
ARG1 608313 1/2550 1/6700
ARHGEF9 300429 N/A N/A
ARL13B 608922 172 1/115
ARSA 607574 1/135 1/2600
ARSB 611542 1/314 1/1000
ARSL 300180 1/250000 1/470000
ARV1 611647 N/A N/A
ARX 300382 1/37000 1/64800
ASL 608310 1/115 1/380
ASNS 108370 1/2000 1/2600
ASPA 608034 1/485 1/1450
ASPM 605481 N/A N/A
ASS1 603470 1/320 1/1100
ATM 607585 1/150 1/680
ATP6AP2 300556 N/A N/A
ATP6V1B1 192132 1/1090 1/2400
ATP7A 300011 1/150000 1/500000
ATP7B 606882 1/42 1/250
ATP8B1 602397 1/750 1/1800
ATR 601215 N/A N/A
ATRX 300032 1/500000 1/900000
AUH 600529 1/500 1/900
AVPR2 300538 N/A N/A
BAGALT1 137060 1/500 1/50000
BBS1 209901 1/150 1/500
BBS10 610148 1/240 1/650
BBS12 610683 1/600 1/800
BBS2 606151 1/333 1/3250
BBS4 600374 N/A N/A
BBS9 607968 N/A N/A
BCAP31 300398 N/A N/A
BCHE 177400 N/A N/A
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
BCKDHA 608348 1/555 1/2300
BCKDHB 248611 1/300 1/1000
BCS1L 603647 1/385 1/1200
BLM 604610 1/360 1/35700
BRAT1 614506 N/A N/A
BRIP1 605882 N/A N/A
BRWD3 300553 1/45000 1/65000
BSND 606412 1/920 1/2000
BTD 609019 1/120 1/450
BTK 300300 1/125000 1/275000
BUB1B 602860 N/A N/A
C2CD3 615944 N/A N/A
CA2 611492 1/500 1/1000
CA8 114815 N/A N/A
CABP2 607314 N/A N/A
CACNALF 300110 N/A N/A
CAD 114010 N/A N/A
CANT1 613165 N/A N/A
CAPN3 114240 1/100 1/7500
CASK 300172 N/A N/A
CASQ2 114251 1/50 1/100
CBS 613381 1/128 1/2500
CC2D1A 610055 N/A N/A
CC2D2A 612013 N/A N/A
CCDC88C 611204 N/A N/A
CCN6 603400 1/670 1/1800
CD40LG 300386 1/250000 1/530000
CDC14A 603504 N/A N/A
CDC45 603465 N/A N/A
CDH23 605516 1/216 1/500
CDH3 114021 N/A N/A
CDK5RAP2 608201 N/A N/A
CENPJ 609279 N/A N/A
CEP290 610142 1/97 1/250
CERKL 608381 1/370 1/500
CFP 300383 N/A N/A
CFTR 602421 1/25 1/420
CHAT 118490 1/120 1/130
CHM 300390 1/33300 1/64000
CHRDL1 300350 N/A N/A
CHRNE 100725 1/250 1/490
CHRNG 100730 1/400 1/1600
CHST3 603799 N/A N/A
CHST6 605294 1/80 1/400
CITA 600005 1/920 1/1500
CISD2 611507 N/A N/A
cIT 605629 N/A N/A
CLCN1 118425 1/150 1/310
CLCN2 600570 N/A N/A
CLCN5 300008 N/A N/A
CLN3 607042 1/240 1/2000
CLN5 608102 1/760 1/3300
CLN6 606725 1/1000 1/2800
CLN8 607837 1/1250 1/2300
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *

CLP1 608757 N/A N/A
CLRN1 606397 1/420 1/570
CNGA1 123825 1/625 1/1100
CNGA3 600053 N/A N/A
CNGB1 600724 1/850 1/1600
CNGB3 605080 1/87 1/1300

CNKSR2 300724 N/A N/A
CNPY3 610774 N/A N/A
COA8 616003 N/A N/A
COL11A2 120290 N/A N/A
COL27A1 608461 1/500 N/A
COL4A3 120070 1/220 1/350
COL4A4 120131 1/350 1/560
COL4A5 303630 1/34000 1/72500
COL7A1 120120 1/100 1/240

CcoLQ 603033 1/800 1/1420

coQ2 609825 N/A N/A
COX10 602125 N/A N/A
COX15 603646 1/480 1/640

COX6B1 124089 N/A N/A

CPsS1 608307 1/340 1/820
CPT1A 600528 1/1500 1/6600

CPT2 600650 1/150 1/680

CRB1 604210 1/160 1/200
CRTAP 605497 1/1420 1/3540

CTH 607657 1/80 1/7800

CTNS 606272 1/250 1/900

CTSA 613111 1/64 1/120

CTSC 602365 1/500 1/2500

CTSD 116840 1/1000 1/4500

CTSK 601105 1/1000 1/3900
CUL4B 300304 1/500000 1/630000

CWF19L1 616120 N/A N/A
CYBA 608508 1/1700 1/1930
CYBB 300481 1/100000 1/250000

CYP11A1 118485 N/A N/A

CYP11B1 610613 1/790 1/1950

CYP11B2 124080 1/820 1/950

CYP17A1 609300 1/560 1/680

CYP19A1 107910 1/2150 1/3500

CYP1B1 601771 1/196 1/410

CYP21A2 613815 1/62 1/1200

CYP26B1 605207 N/A N/A

CYP27A1 606530 1/275 1/1100

CYP27B1 609506 N/A N/A

DARS1 603084 N/A N/A

DBT 248610 1/410 1/40900

DCLRE1C 605988 1/900 1/1410

DCX 300121 1/50000 1/155000

DDB2 600811 1/3100 1/15600
DDX3X 300160 N/A N/A
DHCR7 602858 1/70 1/1750
DHDDS 608172 1/6000 1/8000
DHODH 126064 N/A N/A

Next Lab Italy Srl

Societa a socio unico soggetta a direzione e P.1.: 12024890969  Via F.lli Cuzio 42 - 27100 Pavia (PV)
coordinamento della Nextclinics International Gmbh ~ C.F.: 04841500962 Tel. +39 02 2539 72 72
Responsabile di laboratorio: Prof. Roberto Ciccone

Accreditamento
Regione Lombardia n°® 26023

s 4SRN

1509001 § -

@; EMuh
< B




NextLab
Italy

GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
DKC1 300126 1/250000 1/460000
DLD 238331 1/1500 1/14500
DLG3 300189 1/45000 1/100000
DMD 300377 1/2900 1/58800
DMXL2 612186 N/A N/A
DNAH5 603335 1/87 1/280
DNAIL 604366 1/320 1/550
DNAI2 605483 1/750 1/1200
DNAJC12 606060 1/500 N/A
DNAL1 610062 N/A N/A
DNM1L 603850 N/A N/A
DNM2 602378 N/A N/A
DOK?7 610285 1/260 1/720
DOLK 610746 1/500 1/560
DPAGT1 191350 1/500 1/800
DPM1 603503 1/500 1/1750
DPYD 612779 1/550 1/55700
DST 113810 N/A N/A
DUOX2 606759 1/80 1/170
DUOXA2 612772 1/80 1/140
DYNC2H1 603297 N/A N/A
DYSF 603009 1/200 1/1050
EBP 300205 N/A N/A
EDA 300451 1/5710 1/10600
EDAR 604095 1/130 1/250
EIF2AK3 604032 1/500 1/2500
EIF2B5 603945 1/390 1/970
ELP1 603722 1/500 1/620
EMC1 616846 N/A N/A
EMD 300384 1/88500 1/1000000
EPRS1 138295 N/A N/A
ERCC2 126340 1/150 1/1370
ERCC3 133510 1/435 1/1300
ERCC4 133520 N/A N/A
ERCC5 133530 1/970 1/96900
ERCC6 609413 1/335 1/3130
ERCC8 609412 1/1080 1/2670
ESCO2 609353 1/1395 1/18820
ETFA 608053 1/860 1/2280
ETFB 130410 1/1590 1/2230
ETFDH 231675 1/330 1/615
ETHE1 608451 1/1280 1/4800
EVC 604831 1/370 1/740
EvC2 607261 1/240 1/720
EXOSC3 606489 1/140 1/300
EYS 612424 1/82 1/140
F11 264900 1/500 N/A
F2 176930 1/415 1/1325
F5 612309 N/A N/A
F8 300841 1/4635 1/16550
F9 300746 1/15000 1/29000
FAH 613871 1/259 1/925
FAM161A 613596 1/340 1/850
FAM20C 611061 1/500 1/1000
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
FANCA 607139 1/150 1/265
FANCB 300515 N/A N/A
FANCC 613899 1/430 1/1500
FANCD2 613984 N/A N/A
FANCG 602956 1/560 1/810
FANCL 608111 N/A N/A
FGD1 300546 1/500000 1/937000
FH 136850 1/250 1/1220
FHL1 300163 N/A N/A
FKRP 606596 1/176 1/310
FKTN 607440 1/1020 1/5840
FMO3 136132 N/A N/A
FMR1 309550 1/368 1/37000
FOXP3 300292 N/A N/A
FOXRED1 613622 1/440 1/820
FRAS1 607830 1/300 1/570
FRMD7 300628 N/A N/A
FRMPD4 300838 N/A N/A
FTCD 606806 1/355 1/590
FTSJ1 300499 1/45000 N/A
FUCA1 612280 1/1150 1/4880
FXN 606829 N/A N/A
G6PC1 613742 1/212 1/470
G6PC3 611045 1/500 1/1170
G6PD 305900 1/25 1/240
GAA 606800 1/160 1/1570
GALC 606890 1/67 1/120
GALE 606953 1/2000 1/9350
GALK1 604313 1/750 1/1090
GALNS 612222 1/310 1/655
GALNT3 601756 N/A N/A
GALT 606999 1/100 1/2000
GAMT 601240 1/435 1/815
GATAL 305371 N/A N/A
GBA 606463 1/105 1/750
GBE1 607839 1/190 1/450
GCDH 608801 1/100 1/1950
GCH1 600225 1/250 1/430
GCSH 238330 N/A N/A
GDAP1 606598 1/130 1/300
GDF5 601146 N/A N/A
GFM1 606639 1/480 1/730
GH1 139250 N/A N/A
GHRHR 139191 1/50 1/83
GJB1 304040 1/15100 1/44250
GJB2 121011 1/40 1/490
GJB3 603324 N/A N/A
GJB6 604418 1/420 1/42000
GK 300474 N/A N/A
GLA 300644 1/35000 1/217000
GLB1 611458 1/270 1/1320
GLDC 238300 1/255 1/500
GLE1 603371 1/450 1/580
GNE 603824 1/280 1/1600
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N° Accettazione 2025 0000V25-1664

Del 02-10-2025

ID

2054045

GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *

GNMT 606628 1/500 1/25000
GNPTAB 607840 1/175 1/17500
GNPTG 607838 1/680 1/2200
GNRHR 138850 1/500 1/2000

GNS 607664 1/2700 1/273000
GORAB 607983 N/A N/A
GOT2 138150 N/A N/A
GP1BA 606672 1/1680 1/3000
GP1BB 138720 1/500 1/530
GP9 173515 1/450 1/1580
GPC3 300037 N/A N/A
GPR143 300814; 1/42800 1/48000
300808
GPSM2 609245 N/A N/A
GRHPR 604296 1/430 1/43200
GRIA3 305915 N/A N/A
GRIP1 604597 N/A N/A
GRN 138945 N/A N/A
GSSs 601002 1/990 1/2970
GUCY2D 600179 1/250 1/310
GUSB 611499 1/550 1/16500
HADH 601609 1/415 1/620
HADHA 600890 1/250 1/830
HADHB 143450 1/1380 1/3000
HAX1 605998 1/220 1/310
HBAL 141800 1/30 1/195
HBA2 141850 1/30 1/195
HBB 141900 1/67 1/410
HCFC1 300019 1/500000 N/A
HEXA 606869 1/90 1/740
HEXB 606873 1/200 1/740
HFE 613609 N/A N/A
HGD 607474 1/250 1/1700
HGSNAT 610453 1/345 1/800
HIV 608374 1/1900 N/A
HLCS 609018 1/700 1/2150
HMGCL 613898 1/875 1/2620
HMOX1 141250 1/500 N/A
HOGAL 613597 1/170 1/310
HPD 609695 1/2450 1/5500
HPRT1 308000 1/145000 1/382800
HPS1 604982 1/490 1/1450
HPS3 606118 1/490 1/590
HPS4 606682 N/A N/A
HSD17B10 300256 1/500000 1/1000000
HSD17B3 605573 1/500 1/2750
HSD17B4 601860 1/530 1/11730
HSD3B2 613890 1/860 1/1830
HSPG2 142461 1/500 1/1625
HUWE1 300697 N/A N/A
HYAL1 607071 1/2810 N/A
HYLS1 610693 1/520 1/587
IDH3B 604526 1/500 1/1000
IDS 300823 1/38000 1/90800
IDUA 252800 1/150 1/340
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
IGHMBP2 600502 1/500 1/4000
ILIRAPL1 300206 1/45000 1/90000
IL2RG 308380 1/33300 1/84000
IMPAL 602064 N/A N/A
ITGB3 173470 N/A N/A
ITPA 147520 N/A N/A
IVD 607036 1/115 1/1750
IYD 612025 1/160 1/630
JAK3 600173 1/475 1/730
KATNB1 602703 N/A N/A
KCNJ11 600937 1/230 1/480
KDM5C 314690 1/500000 1/1000000
KIAA0586 610178 N/A N/A
L1CAM 308840 1/15000 1/49000
LAMA2 156225 1/125 1/656
LAMA3 600805 1/600 1/60500
LAMB3 150310 1/220 1/22100
LAMC2 150292 1772 1/5950
LARGE1 603590 1/120 1/290
LCA5 611408 1/1810 1/2200
LDLR 606945 N/A N/A
LDLRAP1 605747 N/A N/A
LHCGR 152790 1/500 1/1060
LHX3 600577 1/1400 1/9780
LIFR 151443 1/850 1/2880
LIPA 613497 1/110 1/175
LIPH 607365 1/500 1/2995
LMBRD1 612625 1/410 1/550
LOXHD1 613072 1/150 1/290
LPL 609708 1/375 1/1120
LRP2 600073 N/A N/A
LRPPRC 607544 1/770 1/1560
LYST 606897 N/A N/A
MAGT1 300715 N/A N/A
MAMLD1 300120 N/A N/A
MAN2B1 609458 1/270 1/1250
MANBA 609489 1/685 1/1700
MAOA 309850 N/A N/A
MAT1A 610550 1/700 1/1920
MBTPS2 300294 N/A N/A
MCCC1 609010 1/350 1/700
Mccc2 609014 1/200 1/790
MCEE 608419 1/500 1/50000
MCOLN1 605248 1/1150 1/4850
MCPH1 607117 N/A N/A
MECP2 300005 1/500000 1/1000000
MED12 300188 N/A N/A
MED17 603810 1/1290 N/A
MEFV 608107 1/40 1/95
MESP2 605195 1/3820 1/4450
MFSD8 611124 1/555 1/1270
MID1 300552 NA NA
MKKS 604896 N/A N/A
MKS1 609883 1/240 1/850
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
MLC1 605908 1/880 1/4400
MLYCD 606761 1/500 1/1000
MMAA 607481 1/670 1/2600
MMAB 607568 1/670 1/3220
MMACHC 609831 1/220 1/2230
MMADHC 611935 1/2200 1/6215
MMUT 609058 1/300 1/1170
MOCS1 603707 N/A N/A
MOGS 601336 1/500 1/670
MPI 154550 1/470 1/9440
MPL 159530 1/240 1/430
MPV17 137960 1/610 1/1780
MRE11 600814 N/A N/A
MTHFR 607093 1/1100 N/A
MTM1 300415 1/29000 1/140000
MTMR2 603557 1/500 1/1000
MTR 156570 1/500 1/864
MTRR 602568 1/640 1/875
MTTP 157147 1/655 1/1496
MVK 251170 1/285 1/2260
MYO15A 602666 N/A N/A
MYO7A 276903 1/130 1/370
NAA10 300013 N/A N/A
NADK2 615787 1/500 N/A
NAGA 104170 N/A N/A
NAGLU 609701 1/345 1/640
NAGS 608300 1/920 1/1750
NBN 602667 1/525 1/1660
NCF1 608512 1/340 1/1020
NCF2 608515 1/1880 1/3950
NDP 300658 1/50000 1/1000000
NDRG1 605262 1/7300 1/29000
NDUFA1 300078 N/A N/A
NDUFAF2 609653 1/1000 1/2365
NDUFAF5 612360 1/980 1/1260
NDUFS4 602694 1/1740 1/5210
NDUFS6 603848 1/3535 1/4420
NDUFS7 601825 1/840 1/1050
NDUFV1 161015 1/470 1/730
NEB 161650 1/175 1/517
NEU1 608272 1/1600 1/2800
NHP2 606470 1/250 1/24500
NLRP7 609661 1/500 1/722
NOP10 606471 1/250 1/500
NPC1 607623 1/160 1/950
NPC2 601015 1/945 1/3500
NPHP1 607100 1/410 1/825
NPHS1 602716 1/190 1/1990
NPHS2 604766 1/220 1/600
NROB1 300473 1/35000 1/66000
NR2E3 604485 1/280 1/415
NSDHL 300275 N/A N/A
NTRK1 191315 1/1100 1/1970
NYX 300278 N/A N/A
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *

OAT 613349 1/750 1/5070
OCA2 611409 1/100 1/205
OCRL 300535 1/250000 1/1000000
OFD1 300170 N/A N/A
OPA3 606580 1/4800 1/6000

OPHN1 300127 1/500000 1/1000000
0STM1 607649 1/6100 1/9250

oTC 300461 1/37700 1/96000
OTOF 603681 1/230 1/22700
P3H1 610339 1/565 1/1450

PAH 612349 1/51 1/1240
PAK3 300142 1/45000 1/90000
PANK2 606157 1/700 1/1175

PC 608786 1/250 1/630
PCBD1 126090 1/980 1/1310
PCCA 232000 1/635 1/1230
PCCB 232050 1/635 1/1800
PCDH15 605514 1/500 1/1030
PCDH19 300460 N/A N/A
PDEGA 180071 1/500 1/860
PDHAL 300502 N/A N/A
PDHB 179060 1/2520 1/4200

PEX1 602136 1/190 1/19000
PEX10 602859 1/1290 1/4240
PEX12 601758 1/720 1/71700
PEX2 170993 1/1540 1/6165
PEX26 608666 1/1000 1/1660
PEX5 600414 1/915 1/2010
PEX6 601498 1/167 1/271
PEX7 601757 1/370 1/1030
PFKM 610681 1/870 1/1840
PGK1 311800 1/500000 1/1000000
PHF6 300414 N/A N/A
PHF8 300560 1/500000 1/916000

PHGDH 606879 1/630 1/3360
PHKA1 311870 N/A N/A
PHKA2 300798 N/A N/A

PIGA 311770 N/A N/A

PKHD1 606702 1/66 1/266
PLA2G6 603604 1/340 1/850
PLOD1 153454 1/160 1/300
PLP1 300401 1/91840 1/113100
PMM2 601785 71 1/7022
PNPO 603287 1/1100 1/3980
POLG 174763 1/194 1/340
POLR1C 610060 1/1020 1/1660
POMGNT1 606822 1/315 1/31400

POMT1 607423 1/372 1/1700
POMT2 607439 1/833 1/7280

POR 124015 1/268 1/106970
POU1F1 173110 1/32 1/126
POU3F4 300039 1/556000 1/1000000
PPM1K 611065 N/A N/A

PPT1 600722 1/488 1/2165
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
PQBP1 300463 1/50000 1/107140
PRDX1 176763 N/A N/A
PRF1 170280 1/308 1/538
PRODH 606810 N/A N/A
PROP1 601538 1/84 1/8300
PRPS1 311850 1/50000 1/221000
PSAP 176801 1/2040 1/3870
PTS 612719 1/478 1/1260
PUS1 608109 1/4500 1/5725
PYGM 608455 1/206 1/640
QDPR 612676 1/2420 1/5180
RAB23 606144 1/673 1/1680
RAB39B 300774 N/A N/A
RAG1 179615 1/344 1/615
RAG2 179616 1/1925 1/3720
RAPSN 601592 1/165 1/310
RARS2 611524 1/270 1/365
RAX 601881 1/160 1/475
RBM10 300080 N/A N/A
RDH12 608830 1/456 1/670
RLBP1 180090 N/A N/A
RMRP 157660 1/143 N/A
RNASEH2B 610326 N/A N/A
RNASEH2C 610330 1/1525 1/3557
RP2 300757 1/177700 1/249800
RPE65 180069 1/366 1/500
RPGR 312610 1/31370 1/35700
RPGRIP1L 610937 1/320 1/860
RPL10 312173 N/A N/A
RS1 300839 1/25000 1/44240
RTEL1 608833 1/800 N/A
SACS 604490 1/100 1/146
SAG 181031 N/A N/A
SAMHD1 606754 1/610 1/1150
SBDS 607444 1/224 1/804
SCo2 604272 N/A N/A
SEPSECS 613009 1/656 1/743
SERPINAL 107400 1/24 1/469
SGCA 600119 1/288 1/1938
SGCB 600900 1/628 1/2330
SGCD 601411 1/3766 1/11296
SGCG 608896 1/1132 1/5468
SGSH 605270 1/253 1/1261
SH2D1A 300490 1/500000 1/829000
SH3TC2 608206 172 1/184
SHOX 312865 N/A N/A
SHROOM4 300579 N/A N/A
SLC12A3 600968 173 1/97
SLC12A6 604878 1/1515 1/151400
SLC16A2 300095 1/50000 1/67600
SLC17A5 604322 1/328 1/32700
SLC19A2 603941 1/500 1/888
SLC19A3 606152 N/A N/A
SLC22A5 603377 1/251 1/544
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
SLC25A13 603859 1/619 1/1426
SLC25A15 603861 1/1283 1/4820
SLC25A20 613698 1/1988 1/7949
SLC26A2 606718 1/129 1/428
SLC26A3 126650 N/A N/A
SLC26A4 605646 1/88 1/403
SLC35A1 605634 1/500 1/1500
SLC35A3 605632 1/4537 1/6805
SLC35C1 605881 N/A N/A
SLC35D1 610804 N/A N/A
SLC37A4 602671 1/597 1/1677
SLC39A4 607059 1/316 1/335
SLC3AL 104614 1/42 1/84
SLC45A2 606202 1/500 1/1600
SLC46A1 611672 1/2468 1/13981
SLC4A11 610206 1/806 1/1921
SLC5A5 601843 172 1/96
SLC6A19 608893 1/87 1/124
SLC6A8 300036 N/A N/A
SLC7A7 603593 1/522 1/1490
SLC7A9 604144 1/42 1/48
SLC9A6 300231 N/A N/A
SMARCAL1 606622 1/450 1/970
SMN1 600354 1/36 1/869
SMPD1 607608 1/350 1/1550
SMPX 300226 N/A N/A
SMsS 300105 N/A N/A
SOX3 313430 N/A N/A
SPG11 610844 1/192 1/465
SPG7 602783 1/80 1/183
SRD5A2 607306 N/A N/A
ST3GAL5 604402 N/A N/A
STAR 600617 1/1147 1/14325
STRC 606440 N/A N/A
STS 300747 N/A N/A
SUMF1 607939 1/696 1/2665
SURF1 185620 1/191 1/330
SYN1 313440 1/45000 1/55588
SYP 313475 N/A N/A
TAF1 313650 N/A N/A
TAT 613018 1/2190 1/5350
TBX22 300307 N/A N/A
TCIRG1 604592 1/399 1/1195
TECPR2 615000 1/1950 N/A
TF 190000 N/A N/A
TFR2 604720 1/600 1/1880
TG 188450 1/160 1/265
TGM1 190195 1/186 1/758
TH 191290 1/856 1/2566
THOC2 300395 1/500000 N/A
THRB 190160 N/A N/A
TIMM8A 300356 N/A N/A
TMC1 606706 N/A N/A
TMEM216 613277 1/1520 1/152000
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GENE OMIM RISCHIO RISCHIO RESIDUO *
RIPRODUTTIVO *
TMEM67 609884 1/147 1/284
TMPRSS3 605511 N/A N/A
TNXB 600985 N/A N/A
TPO 606765 1/72 1/84
TPP1 607998 1/266 1/1591
TRAPPC2 300202 N/A N/A
TRDN 603283 1/50 1/70
TREX1 606609 1/98 1/186
TRIM32 602290 1/226 1/376
TRIM37 605073 N/A N/A
TRMU 610230 1/790 1/1000
TSEN54 608755 1/223 1/4000
TSFM 604723 1/535 1/610
TSHB 188540 1/62 1/306
TSHR 603372 1/62 1/190
TSPAN7 300096 N/A N/A
TSPYL1 604714 N/A N/A
TTC37 614589 1/634 1/950
TTN 188840 N/A N/A
TTPA 600415 1/607 1/3640
TYMP 131222 1/425 1/1010
TYR 606933 1/100 1/680
TYRP1 115501 1/500 1/1400
UBAL 314370 N/A N/A
UBE2A 312180 N/A N/A
UBE3A 601623 1/<1/300000 N/A
UGT1A1 191740 1/500 1/5500
UNC13D 608897 1/108 1/200
UPF3B 300298 1/45000 1/49500
USH1C 605242 1/257 1/902
USH1G 607696 1/4124 1/9240
USH2A 608400 1/60 1/175
USP9X 300072 N/A N/A
VPS13A 605978 1/341 1/488
VPS13B 607817 1/224 1/610
VPS45 610035 1/1634 N/A
VPS53 615850 1/1506 N/A
VRK1 602168 1/2583 1/3380
VSX2 142993 1/1300 1/3500
WAS 300392 1/500000 1/1000000
WHRN 607928 1/93 1/130
WNT10A 606268 1/215 1/320
WRN 604611 1/475 1/680
XK 314850 N/A N/A
XPA 611153 1/720 1/4870
XPC 613208 1/440 1/1635
ZDHHC9 300646 1/45000 1/60000
ZFYVE26 612012 1/500 1/1600
ZIC3 300265 N/A N/A
ZNF711 314990 1/45000 1/54000

*| dati di rischio si riferiscono alla popolazione generale in caso di soggetto non
portatore; questi dati dovrebbero essere ricalcolati in base alla popolazione d’origine
del soggetto, se nota.
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