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HODNOCENE GENY:

ENDOKRINOLOGIE (vysetfeni OIDIP panelem)

3M syndrom:
CCDC8, CUL7, OBSL1

Adenom hypofyzy:
AlIP, CDKN1B, MEN1, PRKAR1A

Deficit/necitlivost k rlistovému hormonu:
BTK, FGF8, FGFR1, GH1, GHR, GHRHR, GLI2, GLI3, HESX1, IGF1, IGF1R, IGFALS, IGSF1, LHX3, LHX4, OTX2, PITX2,
POUI1F1, PROKR2, PROP1, PTPN11, SOX2, SOX3, STAT5B

Gonadalni dysgeneze:
AKR1C2, AKR1C4, AMH, AMHR2, AR, CBX2, DHH, HSD17B3, LHCGR, LZTR1, MAP3K1, MCM9, NROB1, NR5A1,
SOX9, SRD5A2, SRY, ZFPM2, WT1

Hyperaldosteronismus:
CACNA1D, CACNA1H, CLCN2, CYP11B1, CYP11B2, KCNJ5

Hypopituitarismus:
FOXA2, GLI3, GNAS, HESX1, IGSF1, LHX3, LHX4, OTX2, POU1F1, PROP1, SOX3

Izolovany maly vzrust:
ACAN, FGFR3, IHH, NPPC, NPR2, THRB, SHOX

KallmanGv syndrom:
CHD7, FGF8, FGFR1, KAL1, PROK2, PROKR2, SOX10

Marfantiv syndrom:
FBN1, FBN2, TGFBR1, TGFBR2

Monogenni maly vzrist:

ACAN, BMP2, BMPR1B, CCDC8, COL10A1, COL11A1, COL11A2, COL1A1, COL1A2, COL2A1, COL9A1, COL9A2,
COL9A3, COMP, CUL7, DVL1, FBN1, FBN2, FGFR1, FGFR2, FGFR3, GDF5, GNAS, CHD7, IGF2, IHH, INSR, NPPC,
NPR2, MATN3, MCM9, MECP2, OBSL1, PRKAR1A, PTH1R, PTHLH, PTPN11, ROR2, RUNX2, SLC26A2, SOX9,
SMARCB1, TGFBR1, TGFBR2, THRB, THRA, WNT5A

Monogenni obezita:
LEP, LEPR, MC3R, MC4R, PCSK1, POMC

Narusena citlivost/transport/metabolismus tyreoidnich hormon:
ALB, DIO1, DIO2, DIO3, SECISBP2, SERPINA7, SLC16A2, THRA, THRB

Rasopatie:
BRAF, CBL, HRAS, KRAS, LZTR1, MAP2K1, MAP2K2, MRAS, NF1, NRAS, PPP1CB, PTPN11, RAF1, RASA2, RIT1,
RRAS, RRAS2, SHOC2, SOS1, SOS2, SPRED1, SPRED2

Rettlv syndrom:
CDKL5, FOXG1, MECP2

Rubinstein-Taybi syndrom:
CREBBP, EP300

Trichorhinofalangealni syndrom:
TRPS1

Vrozena hypotyreoza:
DUOX1, DUOX2, DUOXA1, DUOXA2, FOXE1, HESX1, IGSF1, IYD, IRS4, LHX3, LHX4, NKX2-1, NKX2-5, PAXS,
POU1F1, PROP1, SLC26A4, SLC5A5, TBL1X, TG, THRA, TPO, TRH, TRHR, TSHB, TSHR

LIPIDOLOGIE (vysetreni LIPID nebo OIDIP panelem)

Izolovana hypercholesterolémie:
ABCA1, ABCG5, ABCG8, APOB, APOE, GHR, LDLR, LDLRAP1, PCSK9, STAP1, MIR6886

Ostatni diagndzy:
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ABCA1, ABCG5, ABCGS, APOB, APOE, ANGPTL3, APOA1, APOA5, APOC2, APOE, CETP, GPD1, GPIHBP1, LCAT,
LDLR, LDLRAP1, PCSK9, LEPROT, LIPA, LIPC, LMF1, LPL, SAR1B

NEFROLOGIE (vysetfeni OIDIP panelem)

Alporttiv syndrom:
COL4A3, COL4A4, COL4A5, MYH9

Atypicky hemolyticko-uremicky syndrom:

mutacni analyza ADAMTS13, C3, CD46, CFH, CFHR5, CFl, CFB, DGKE, THBD, polymorfismy spojené s odpovédi na
Eculizumab (rs56040400, rs373359894), haplotypy CFH genu H3/H2 (rs3753394, rs800292, rs1061170,
rs3753396, rs1410996, rs1065489) a CD46 genu (MCPggaac — rs2796267, rs2796268, rs1962149, rs859705,
rs7144)

Autozomalné dominantni polycysticka choroba ledvin:

Sekvence vysetreni primarné obsahuje mutacni analyzu geni PKD1 a PKD2. V pfipadé negativniho vysledku
nasleduje mutacni analyza Sirsiho panelu gen(: ALG5, ALGS, ALGY9, COL4A1, DNAJB11, DZIP1L, GANAB, HNF1B,
IFT140, LRP5, OFD1, PKHD1, PMM?2, PRKCSH, REN, SEC61A1, SEC61B, SEC63, TMIEM67, TSC1, TSC2, UMOD, VHL.

Autozomalné recesivni polycysticka choroba ledvin:
Sekvence vysetreni primarné obsahuje mutacni analyzu gen( DZIP1L, HNF1B, OFD1, PKHD1, TMEM67.V
pfipadé negativniho vysledku nasleduje mutacni analyza gen PKD1 a PKD2.

Cysticka onemocnéni ledvin:

Sekvence vysetreni primarné obsahuje mutacni analyzu genli ALG5, ALGS8, ALG9, COL4A1, DNAJB11, DZIP1L,
GANAB, HNF1B, IFT140, LRP5, OFD1, PKHD1, PMM_2, PRKCSH, REN, SEC61A1, SEC61B, SEC63, TMEMG67, TSC1,
TSC2, UMOD, VHL.

V pfipadé negativniho vysledku nasleduje mutacni analyza gent PKD1 a PKD2.

MozZno specifikovat diagnoézy:

Autozomalné dominantni medularni cysticka choroba ledvin: HNF1B, REN, SEC61A1, UMOD

HANAC syndrom: COL4A1

Orofaciodigitalni syndrom, typ 1: OFD1

Polycysticka choroba jater: ALG8, DNAJB11, GANAB, LRP5, PKHD1, PRKCSH, SEC61B, SEC63

Syndrom renalnich cyst a diabetu: HNF1B (primarné doporuc¢eno MLPA vysetieni, viz Zadanka ,,MOL“, v
pfipadé negativniho vysledku pak mutacni analyza tohoto genu)

Von Hippel-Lindauova choroba: VHL

Dentova choroba:
CLCN5, OCRL

Fibronektinova glomerulopatie:
FN1

Nefrogenni diabetes insipidus:
AQP2, AVRP2

Primarni hyperoxalurie:
AGXT, GRHPR, HOGA1

Rendlini tubularni dysgeneze:
ACE, AGT, AGTR1, REN

Renalni tubulopatie (Gitelmantiv syndrom, Bartteriv syndrom):
BSND, CASR, CLCNKA, CLCNKB, HNF1B, KCNJ1, MAGED2, SLC12A1, SLC12A3

Steroid-rezistentni nefroticky syndrom:
ACTN4, ANLN, APOL1, ARHGDIA, CD2AP, COQ8B (ADCK4), CRB2, DGKE, INF2, LAMB2, MAGI2, MYO1E, NPHS1,
NPHS2, PAX2, PLCE1, PTPRO, TRPC6, WT1

v v

Syndrom nehet-¢éska (Nail-patella):
LMX1B

Tuberdzni sklerdza:
TSC1, TSC2
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NEUROLOGIE (vysetifeni NEURO nebo OIDIP panelem)

Alzheimerova choroba:
ABCA7, APOE, APP, C90rf72, HFE, MAPT, MPO, NOS3, PLAU, PRKN, PSEN1, PSEN2, SNCA, SORL1, TARDBP, \/CP

Amyotroficka lateralni skleréza (ALS):
C9orf72, DCTN1, FIG4, FUS, CHMP2B, OPTN, RIT2, SIGMAR1, SOD1, SQSTM1, TARDBP, TBK1, TRPM7, UBQLN2,
VCP

Familialni hemiplegicka migréna:
ADAMTS13, ATP1A2, CACNAI1A, CALCA, CALCB, CALCRL, CRCP, PRRT2, RAMP1, SCN1A, SLC1A3, SLC4A4, TGFBR2

Frontotemporalni demence (FTD):
APP, C9orf72, CSF1R, DCTN1, FUS, GRN, CHCHD2, CHMP2B, MAPT, OPTN, PRNP, PSEN1, PSEN2, SQSTM1,
TARDBP, TBK1, TREM2, UBQLN2, VCP

Parkinsonismus a dystonie:

ADCY5, ADH1C, ANO3, ATP13A2, ATP1A3, ATXN2, ATXN3, BCAP31, BCKDK, C9orf72, CACNA1G, CLCN1, COMT,
CSF1R, CYP27A1, DCAF17, DCTN1, DNAJC12, DNAJC13, DNAJC6, EIF2AK3, EIFAEBP1, EIF4G1, FA2H, FAMS83A,
FBXO7, FITM2, GBA, GCH1, GIGYF2, GLUD2, GNAL, GPATCH2L, GRIN1, GRN, HTRA2, CHCHD2, CHMP2B,
KCNMA1, KMT2B, LRRK2, MAPT, MECR, MIPEP, NPC1, NPC2, PARK7, PDE10A, PDGFB, PDGFRB, PINK1, PLA2G6,
PNKD, PRKN, PRKRA, PRNP, PRRT2, PTPRH, RAB29, RAB39B, RIT2, RNF216, SCN4A, SGCE, SLC20A2, SLC2A1,
SLC39A14, SLC6A3, SMPD1, SNCA, SORL1, SPG11, SPR, SQSTM1, SYNJ1, TBK1, TBP, TH, THAP1, TMIEM230,
TOR1A, UBTF, UCHL1, USP24, VAC14, VCP, VPS13A, VPS13C, VPS35, XPR1

JINA VYSETRENI (vy3etieni OIDIP panelem nebo jinymi metodami)

Darci gamet (samoplatci):
CFTR, GJB2, SMIN1 (exon 7 a 8)

Porucha koagulace:
F5 (rs6025 — Leidenska mutace; rs1800595 — HR2 alela), F2 (rs1799963), ITGB3 (rs5918 — A2 alela)

Reprodukéni genetika:
ANXA5 (M2 haplotyp), CFTR, DHCR7, F2 (rs1799963), F5 (rs6025 — Leidenska mutace), FSHR (rs6166), GJB2,
SMIN1 (exon 7 a 8),

Vysoka hodnota NT:
DHCR7, SMIN1 (exon 7 a 8), RAS geny
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