KniniyHa obnactb Hedponoria - 518 reHis*

MaHeni:

FeHu:
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ATUNOBUI reMONITUYHUIA YPEMIYHUI
CUHAPOM | TPOMBOTUYHI MiKpoaHrionarii /
1 | Invitae Atypical Hemolytic Uremic
Syndrome and Thrombotic
Microangiopathies Panel - 13 reHnis

ADAMTS13, C3, CD46, CD55, CD59, CFB, CFH, CFI, DGKE, INF2,
MMACHC, PLG, THBD

FeHeTUYHa NaHenb "ATUNOBUINA reMOAITUYHUIA YPEMIYHWNI
CMHAPOM | TPOMBOTMYHA MiKpoaHrionaTia'" - aHaNi3ye reHw,
nos’s3aHi 3 TPOMBOTUYHOO MiKPOAHTiONaTIED, BKAOYAOUM
aTUMNOBUI reMONIITUYHUIA YPEMIYHNIA CUHAPOM i
TPOMBOTUYHY TpOoMbBOLUTONEHIYHY Nypnypy. Lli cTaHn
XapaKTepPMU3YTbCA reMOJTITUYHOIO aHEMIEHD,
TPOMOOLMTONEHIEID Ta YPaXKEHHAM HUPOK, IKE MOXKe
nporpecysaTy 40 HUPKOBOT HEAOCTATHOCTI.

Llinionarii / Invitae Ciliopathies Panel - 174
reHa

ADAMTSS, AHI1, AK7, ALGS8, ALMS1, ANKS6, ARL13B, ARL3, ARLS,
ARMC4, ARMCS, B9D1, B9D2, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4,
BBS5, BBS7, BBS9, C110rf70, C2CD3, C80rf37, CC2D2A, CCDC103,
CCDC114, CCDC151, CCDC39, CCDC40, CCDCB5, CCNO, CCNQ, CELSR2,
CENPF, CEP104, CEP120, CEP164, CEP19, CEP290, CEP41, CEPS5S5,
CEP83, CFAP298, CFAP410, CFTR, CLUAP1, CPLANE1, CRB2, CSPP1,
CTU2, DCDC2, DDX59, DHCR7, DNAAF1, DNAAF2, DNAAF3, DNAAF4,
DNAAF5, DNAH1, DNAH11, DNAHS5, DNAHS8, DNAH9, DNAI1, DNAI2,
DNAJB11, DNAJB13, DNAL1, DRC1, DYNC2H1, DYNC2LI1, DZIP1L, EVC,
EVC2, EXOC3L2, EXOCS8, FAM186B, FBN3, FGFR1, FGFR2, FGFR3,
GANAB, GASS, GLIS2, HNF1B, HYLS], ICK, IFT122, IFT140, IFT172, IFT27,
IFT43, IFT52, IFT57, IFT74, IFT80, IFT81, INPP5E, INTU, INVS, 1QCB1,
KIAAO556, KIAA0586, KIAAO753, KIF14, KIF7, LRP5, LRRC56, LRRC6,
LRRCC1, LZTFL1, MAPKBP1, MCIDAS, MKKS, MKS1, MRE11, NEK1,
NEK8, NOTCH2, NPHP1, NPHP3, NPHP4, OFD1, PDE6D, PIAS1, PIBF1,
PIH1D3, PKD2, PKHD1, PMM2, PRKCSH, RBM48, RCOR1, RPGR,
RPGRIP1L, RSPH1, RSPH3, RSPH4A, RSPH9, SCLT1, SDCCAGS, SEC63,
SLC30A7, SPAG1, SUFU, TBC1D32, TCTEX1D2, TCTN1, TCTN2, TCTN3,
TMEM107, TMEM138, TMEM216, TMEM231, TMEM237, TMEM67,
TRAF3IP1, TRAPPC3, TRIM32, TTC21B, TTC26, TTC8, TXNDC15, USP9X,
WDPCP, WDR19, WDR34, WDR35, WDR60, XPNPEP3, ZMYND10,
ZNF423

lFeHeTnyHa naHenb "Linionatii" - aHanisye reHun, nos’a3aHi 3
CMHAPOMaMM LinionarTii, Knacom po3nagis, AKi MatoTb
6araTo cniAbHUX CUMNTOMIB, BK/1OMAKOUYM 3aXBOPIOBAHHA
HUPOK, AedeKTM OYeN, iHTeNeKTyaibHY HeAOCTaTHICTb,
AiabeT, 0XXUpPiHHA, NONIAAKTUNIIO T PIBHOMAHITHI CKeneTHi
aucnnasii. Ui reHn 6ynum BigibpaHi Ha OCHOBI HasiBHUX Ha
CbOroAHi AOKa3iB, o6 3ab6e3neunTu LWMPOKUI aHani3
ycnagKoBaHMX unnionatiin. FleHeTMYHa Heo4HOPIAHICTb,
nos’s3aHa 3 UMMKM CTaHaMM, MOXKe YCKIaaHUTU
BMKOPUCTaAHHA GEeHOTUNY AK EAMHOTO Kputepito ans smbopy
OCTAaTOYHOI NPUYMHU. TeCTyBaHHA LWMPOKOI NaHeNi 403BONAE
epEeKTUBHO OLHUTU KiflbKa NOTEHLiMHWUX reHiB Ha OCHOBI
OAHOTO KANiIHIYHOrO NOKa3aHHA. [eHeTUYHe TeCcTyBaHHA LMX
reHiB moxe niagTBepAnTM AiarHos i LOMNOMOITU NPUNHATU
PilleHHA WOA0 NiKYyBAaHHA. BuaBneHHA BapiaHTy, WO
BMKJ/IMKAE 3aXBOPHOBAHHA, MOXKE LOMOMOITU OLHUTU PU3MK
peuuamBy Ta reHETUYHE KOHCY/IbTYBaHHSA.
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MepBUHHA unaiapHa AuckiHesis / Invitae
Primary Ciliary Dyskinesia Panel - 42 reHa

AK7, ARMC4, C110rf70, CCDC103, CCDC114, CCDC151, CCDC39,
CCDC40, CCDC65, CCNO, CEP164, CFAP298, CFTR, DNAAF1, DNAAF2,
DNAAF3, DNAAF4, DNAAF5, DNAH1, DNAH11, DNAH5, DNAHS,
DNAHSY, DNAI1, DNAI2, DNAJB13, DNAL1, DRC1, GASS8, LRRC56, LRRC6,
MCIDAS, NOTCH2, OFD1, PIH1D3, RPGR, RSPH1, RSPH3, RSPH4A,
RSPH9, SPAG1, ZMYND10
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leHeTMYHe TeCcTyBaHHA Ha reHn, NoB’A3aHi 3 NePBUHHOID
umniapHoto aAuckiHesieto (PCD) i mykosicumaosom. Lli
po3aaan NpM3BOAATb A0 PecnipaTopHMX 3aXBOPHOBaHb, AKi
MOXYTb BKOYATU iHEKLUiT AnXanbHUX WNAXIB,
HeoHaTa/ibHUIA pecnipaTopHuMiA aucTpec Ta/abo iHwi
YCKMIagHEHHA, NoB’A3aHi 3 nereHsmu. [loaaTKoBI NPOABM LUX
pO31afiB MOXYTb BKIOYATU FeTepPOTaAKCil0, aHOMA/bHY
PYXNUBICTb CepmaTo30iais abo BPpOAMKEHY BifiCYTHICTb
ciM’ABMHOCHOT NPOTOKM (L0 NPU3BOAUTL A0 YO/I0BIYOro
6e3nninas).

Cunapom bapae-bigna / Invitae Bardet-
Biedl Syndrome Panel - 28 renis

ARLS6, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
C8orf37, CEP164, CEP19, CEP290, FBN3, IFT172, IFT27, IFT74, KIF7,
LZTFL1, MKKS, MKS1, SCLT1, SDCCAGS8, TRAPPC3, TRIM32, TTCS,
WDPCP

FeHeTnyHa naHenb "CuHapom bapae-bigna" - aHanisye reHn,
nos’a3aHi 3 cuHapomom bapae-bians (BBS), akuit
XapaKTepPU3YETbCA OXKMPIHHAM Tyay6a, KOTHITUBHUMMU
NopyLeHHAMM, NATNYKoAAePHOO AncTpodieto Ta
aHoManiaAMmn HUPOK. LIi reHn 6ynu BiagibpaHi Ha OCHOBI
HaABHUX Ha CbOrogHi AOKa3iB, Wo6 3ab6e3neynTy LWMPOKNi
aHanis BBS. N'eHeTMYHa HEOA4HOPIAHICTb, MOB’A3aHa 3 UMMM
CTaHaMM, MOXKe YCKIaZHUTU BUKOPUCTAHHA GeHoTUNy AK
€ANHOro KpuTepito gns BUH6oPY OCTaTOYHOI NPUYMHM.
TecTyBaHHA WWPOKOI NaHeni f03BONSE ePEKTUBHO OLHUTH
KilbKa NOTEHLiAHNX reHiB Ha OCHOBI OAHOTO K/iHIYHOro
NMOKa3aHHA. FeHeTUYHe TeCTYBAHHA LUUX FEHIB MOXe
niaTBEPAUTU AiarHO3 i 4LONOMOITM NPUAHATK PilLEeHHSA WoA0
NiKyBaHHA. BUABNEHHA BapiaHTy, WO BUK/INKAE
3aXBOPHOBAHHA, MOXKE LOMOMOITU OLHUTU PU3MK PeLNanNBY
Ta reHeTUYHEe KOHCY/IbTYBaHHA.

Cungpomu Hybepa i Mekkena-Tpybepa /
Invitae Joubert and Meckel-Gruber
Syndromes Panel - 31 reH

AHI1, ARL13B, BSD1, BSD2, CC2D2A, CEP104, CEP120, CEP290, CEP41,
CPLANE1, CSPP1, INPPSE, KIAAO586, KIF7, MKS1, MRE11, NPHP1,
NPHP3, OFD1, PDE6D, RPGRIP1L, TCTN1, TCTN2, TCTN3, TMEM138,
TMEM216, TMEM231, TMEM237, TMEM67, TTC21B, ZNF423

leHeTU4YHa naHenb "CuHgpomu HKybepa Ta MeKkkensa-
lpybepa" - aHanisyoTb 31 reH, NOB’A3aHNI i3 CUHAPOMOM
Kybepa Ta nos’asaHMMM 3 HUM po3nagamm (JSRD) i
cmHagpomom Mekkens-I'pybepa (MKS). Lli cuHgpomm
XapaKTepMU3yHTbCA BPOAKEHUMM BaZaMM PO3BUTKY
roJIOBHOrO MO3KY, 3aXBOPIOBAHHAMMW HUPOK, AUCTPOodiEto
CiTKIBKM Ta pOTOBO-/IMLbOBO-MNaAbLEBUMMN OCOBINBOCTAMM.
Li reHn 6ynun BigibpaHi Ha OCHOBI HaABHWX HA CbOrOAHiI
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O0KasiB, Wob 3abe3neunTn Hanwmpnii Tect Invitae Ha JSRD
Ta MKS.

HedpoHodTus / Invitae Nephronophthisis
Panel - 27 reHis

AHI1, ANKS6, CC2D2A, CEP164, CEP290, CEP83, DCDC2, GLIS2, IFT172,
INVS, IQCB1, NEK8, NPHP1, NPHP3, NPHP4, OFD1, PKHD1, RPGRIP1L,
SDCCAGS, TCTN1, TMEM216, TMEM237, TMEM67, TTC21B, WDR19,
XPNPEP3, ZNF423

FeHeTnyHa naHenb "HedppoHodTns" - aHanisye 27 reHis,
nos’a3aHumx 3 HeppoHodpTrzom (NPHP), akuii
XapaKTePM3YETLCA KiCTAaMU HUPOK | TEPMIHANBHOIO CTAZIED
HUpPKOBOT HepocTaTHOCTI. Lli reHn 6ynu BiaibpaHi Ha oCHOBI
HasBHWX Ha CbOroAHI A0Kas3iB, Wob 3abe3neynTn
Hanwwmpwmnit Tect Invitae gna NPHP.

Po3naam HMpKoBUX KaHanblis / Invitae
Renal Tubular Disorders Panel - 39 renis

ACE, AGT, AGTR1, AQP2, ATP6VOA4, ATP6V1B1, AVPR2, BSND, CA2,
CASR, CLCNKB, CLDN16, CLDN19, CNNM2, CUL3, EGF, FOXI1, FXYD2,
GATM, GNA11, HSD11B2, KCNJ1, KCNJ10, KLHL3, MAGED2, NR3C2,
OCRL, REN, SCNN1A, SCNN1B, SCNN1G, SLC12A1, SLC12A3, SLC34A1,
SLC4A1, SLCAA4, TRPM6, WNK1, WNK4

FeHeTMYHa naHesnb "Po31aam HUPKOBUX KaHanbLiB" -
aHani3yloTb reHun, NoB’A3aHi 3 NOpPyLWEeHHAMN HUPKOBUX
KaHa/bLiB, AKi XapaKTepun3ytoTbCA NOPYLIEHHAM QYHKLIT
Ta/abo aHOMaIbHUM PO3BUTKOM HUPKOBMX KaHanbLis. Lii
reHun 6ynm BiaibpaHi Ha OCHOBI HasfiBHMX Ha CbOrOAHI
[AOKasiB, W06 3abe3neunTu LMPOKKIA aHani3 ycnagKkoBaHUX
3aXBOPHOBAHb HUPKOBUX KaHabLiB. [eHeTMYHa
HeoAHOPIAHICTb, NOB’A3aHa 3 UMMM CTaHAMU, MOKe
YCKNaAHUTU BUKOPUCTaHHA PEHOTUNY AK EAUHOIO KpUTepito
Ans BUbopy oCcTaTOYHOI NPUYMHU. TECTYBAHHSA LWMPOKOIT
naHeni 803BoNAE ePeKTUBHO OLHUTU KilbKa NOTEHLLIMHMX
reHiB Ha OCHOBI OAHOrO KNiHIYHOro NOKa3aHHA. [eHeTUYHe
TECTYBaHHA UUX FreHiB MOXKe NiaTBEPANTU LiarHO3 i
O0NOMOITM NPUAHATY PilLeHHSA WOoAO NiKyBaHHA. BUABNEHHSA
BapiaHTYy, W0 BUK/IMKAE 3aXBOPHOBAHHA, MOXKE AOMNOMOITH
OUHUTU PU3MK PeLNanNBY Ta FeHETUYHE KOHCY/IbTYBaHHA.
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BpoarkeHi aHoManii HUPOK i ceHoBUBIAHUX
wnsxis / Invitae Congenital Anomalies of
Kidney and Urinary Tract (CAKUT) Panel - 41
reH

ACE, AGT, AGTR1, BICC1, BNC2, CRKL, DCHS1, DSTYK, EYA1, FAT4,
FGF20, FOXC1, FRAS1, FREM1, FREM2, GATA3, GLI3, GREB1L, HNF1B,
HOXA13, HPSE2, ITGAS, LRP4, NRIP1, PAX2, PBX1, REN, RET, ROBO2,
SALL1, SIX1, SIX2, SIX5, SLIT2, SOX17, TBX18, UMOD, VIPAS39, VPS33B,
WNT4, WT1
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leHeTWYHa naHenb "BpoayKeHi aHomManii HUPOK i
cevoBuBiaHMx wnaxis (CAKUT)" - aHani3ytoTb reHn, nos’AsaHi
3 QaHOMaNIAMM HUPOK | CTPYKTYpP CEYOBUBIAHUX LUNAXIB,
BK/IHOYAOYM CevyoBUint Mixyp, ceyoBoam Ta ypeTpy. CAKUT €
BPOAXKEHUM PO3/1aA0M 3i 3MIHHOIO TAXKKICTIO | MOXKe
3a/IMLLATMCA HENOMIYEHUM A0 6inblu Ni3HbOTro BiKy. Lli reHu
6ynu nigibpaHi Ha OCHOBI HaABHMX Ha CbOrOAHI AOKa3iB, LWO6
3abe3neynTu WMPOKNUI aHaNi3 ycnagKoBaHMX BPOOKEHMX
aHOManNiN HUPOK i CEYOBUBIAHMX WNAXIB. [eHETUYHA
HeoAHOpPIAHICTb, MOB’A3aHa 3 UMW CTaHAMM, MOXKe
YCKNQAHUTM BUKOPUCTAHHA GEHOTUNY AK EANHOTO KpUTEpIto
Ans Bubopy ocTaToOYHOI NPUYMHK. TECTYBAHHSA LWMPOKOT
naHeni A03BoNAE ePEKTUBHO OLHUTK KiNbKa NOTEHLIMHMX
reHiB Ha OCHOBI OAHOrO KNiHIYHOro NOKa3aHHA. [eHeTUYHe
TECTYBaHHA UUX FreHiB MOXKe NiaTBEPANTU AiarHO3 i
OONOMOITU NPUAHATK PilLEeHHSA LWOAO NiKYBaHHA. BUABNEHHSA
BapiaHTYy, WO BUKIMKAE 3aXBOPHOBAHHA, MOXKE AOMOMOITH
OLLIHWUTM PU3KUK PEUUIMBY Ta FEHETUYHE KOHCY/IbTYBaHHSA.

HedpoTnyHuii cuHapom i pokanbHo-
CermeHTapHuUit rnomepynocknepos / Invitae
Nephrotic Syndrome and Focal Segmental
Glomerulosclerosis (FSGS) Panel - 57 reHis

ACTN4, AMN, ANLN, APOL1, ARHGAP24, ARHGDIA, CD2AP, CFH,
CLCNS, COL4A3, COL4A4, COL4A5, COQ2, COQk, COQO8B, CRB2, CUBN,
DGKE, DHTKD1, EMP2, FN1, INF2, ITGA3, ITGB4, KANK1, KANK2,
KANK4, LAGE3, LAMAS, LAMB2, LMX1B, MAGI2, MYO1E, NPHS1,
NPHS2, NUP107, NUP133, NUP160, NUP205, NUP85, NUP93, NXF5,
OCRL, OSGEP, PAX2, PDSS2, PLCE1, PODXL, PTPRO, SGPL1, SMARCAL1,
TP53RK, TPRKB, TRPC6, WDR73, WT1, XPO5

lFeHeTuyHa naHenb "HedpoTnyHmnn cuHgpom i FSGS" -
aHani3yloTb reHn, NoB’A3aHi 3 NPOrpecyYMMmn HUPKOBUMU
po3nagamu, TaKUMK AK CUHAPOM AnbnopTa, GOKaNbHUI
cermeHTapHUin rnomepynocknepos (FSGS) i HeppPoTUUYHNI
cuHgpom. HedbpoTtnuHmin cuHapom i FSGS € reHeTUYHO
reTeporeHHMM CNeKTPOM CNaAKOBMX 3aXBOPIOBaHb HUPOK.
leHeTMYHa reTeporeHHicTb, NOB’A3aHa 3 UMM
3aXBOPHOBAHHAMM HUPOK, MOXKE YCKNAAHUTN BUKOPUCTAHHA
dbeHoTMNY AK EAUHOIO KpUTEpIto A/1a BUHOPY OCTAaTOYHOT
NPUYMHK. TecTyBaHHA LUMPOKOI NaHeni A03BoNAE ePEKTUBHO
OLHUTK KinbKa NOTEHLIMHMX FreHiB Ha OCHOBI 04HOTO
KNiHIYHOro NOKa3aHHA. leHeTUYHe TecTyBaHHA UUX reHiB
MOXe NiaTBEPANTU AiarHO3 i LONOMOITU NPUMHATU PilLEHHA
LLLOAO NiKyBaHHA. BUABNEHHA BapiaHTy, LLO BUK/IMKAE
3aXBOPHOBAHHA, MOXKE JONOMOITU OLIHUTU PU3NK peLmanBy
Ta reHeTUYHE KOHCYNbTYBAHHA.
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CuHapom Anbnopra / Invitae Alport
Syndrome Panel - 6 reHis

CD151, COL4A3, COL4A4, COL4AS, COLAAG, MYHI
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[eHeTUYHe TecTyBaHHA Ha reHu, NoB’A3aHi 3 CUHAPOMOM
AnbnopTa, AKMI 3a3BUYAIN XapPaKTepPU3YETbCA
3aXBOPIOBAHHAMM HUPOK i FYXOTOO 3 MOXKAUBUMM OYHUMM
O3HaKamu. [eHeTUYHe TeCTYBaHHA LMX FeHiB MoXKe
nigTBEPAUTU AiarHO3 i LONOMOITU NPUMHATU PilleHHA Woa0
NiKyBaHHA. BUABNEHHA BapiaHTy, WO BUKINKAE
3aXBOPIOBAHHA, MOKe AOMNOMOITU OLHUTU PU3MK PeLnanBy
Ta reHeTUYHEe KOHCY/IbTYBaHHA.

KictosHa xBopoba Hupok / Invitae Cystic
Kidney Disease Panel - 44 reHa

ALGS, ANKS®6, BICC1, CEP164, CEP290, CEP83, CEP89, COL4A1, CRB2,
DCDC2, DICER1, DNAJB11, DZIP1L, GANAB, GLIS2, HNF1B, IFT172, INVS,
IQCB1, JAG1, LRP5, MAPKBP1, NEK8, NOTCH2, NPHP1, NPHP3, NPHP4,
OFD1, PAX2, PKD2, PKHD1, PRKCSH, RPGRIP1L, SDCCAGS, SEC61A1,
SEC63, TMEM®67, TSC1, TSC2, TTC21B, UMOD, VHL, WDR19, ZNF423

leHeTUYHe TecTyBaHHA Ha reHn, NOB’A3aHi 3 KiCTO3HOO
XBOPO6OO HUPOK, BKAKOUAOUM, ane HE 0BMEKYHOUUCD,
cMHApPoM AnbnopTa, GOKaNbHUIA CEerMmeHTapHNIM
rnomepynocknepos (FSGS) i HebpoTUUHMIA cMHAPOM.
KicTo3Hi 3axBOptOBaHHA HUPOK € TEHETUYHO reTepPOreHHNMM
3aXBOPHOBAHHAMM, L0 NPEACTABAAIOTb CNEKTP CNaAKOBUX
3aXBOPOBaHb HUPOK. FeHETUYHA HEO4HOPIAHICTb, NOB’A3aHa
3 ULMMW CTaHaMM, MOXKe YCKNaAHUTU BUKOPUCTaHHA
dbeHoTMNYy AK EANMHOIO KpUTepito AnA BUHBopy OCTaTOYHOI
NPUYMHK. TecTyBaHHA LUMPOKOT NaHeNi A03BoAAE ePEKTUBHO
OLiHUTU KiNlbKa NOTEHL,iMHMX reHiB Ha OCHOBi 04HOrO
KNiHIYHOro NoKa3aHHA.

Llei aHani3 Hapasi He BKAtovae reH PKD1. MaToreHHi
BapiaHTK reHa PKD1 € npuunHoto 6inbocTi (~78%)
ayTOCOMHO-A0MIHaHTHOrO NoJiKicTo3y HMpoK Tuny 1 (PKD1).
Cnip, po3rnaHyTn goaaTkose TecTyBaHHA Ha PKD1, akwo
BOHO LE He BUKOHAHO Ta € KJiHIYHO A0LiNbHUM.
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3axBoptoBaHHA HMPOK / Invitae Expanded
Renal Disease Panel - 401 reH

ABCC6, ACE, ACTB, ACTN4, ADA2, ADAMTS13, ADCY10, AGPAT2, AGT,
AGTR1, AGXT, AHI1, ALG1, ALGS, ALG9Y, ALMS1, ALPL, AMN, ANKS6,
ANLN, ANOS1, AP2S1, APOA1, APOC2, APOL1, APRT, AQP2, ARHGAP24,
ARHGDIA, ARL13B, ARL6, ATP6VOA4, ATP6V1B1, ATP7B, AVP, AVPR2,
B2M, B9D1, B9D2, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBSS5, BBS7,
BBS9, BCS1L, BICC1, BMP4, BNC2, BRAF, BSND, C8orf37, CA2,
CACNA1D, CACNA1H, CASR, CBL, CC2D2A, CD151, CD2AP, CDC73,
CDKN1C, CEP104, CEP120, CEP164, CEP19, CEP290, CEP41, CEP83,
CEP89, CFH, CFHRS5, CFI, CHD7, CHRM3, CHRNAS3, CISD2, CLCN2, CLCNS,
CLCNKB, CLDN16, CLDN19, CNNM2, COL4A1, COL4A3, COL4A4,
COL4AS5, COL4A6, COQ2, COQB, COO8B, COX10, COX14, CPLANEL,
CPT2, CRB2, CREBBP, CRKL, CSPP1, CTNS, CUBN, CUL3, CYP11B1,
CYP11B2, CYP17A1, CYP24A1, CYP27B1, CYP2R1, DCDC2, DCHS1, DGKE,
DHCR7, DHTKD1, DICER1, DLC1, DMP1, DNAJB11, DNASE1L3, DSTYK,
DZIP1L, EBP, EGF, EIF2AK3, ELP1, EMP2, ENPP1, EYA1, FAM20A, FAN1,
FANCA, FAT1, FAT4, FBN3, FGF10, FGF20, FGF23, FGFR1, FGFR2, FN1,
FOXC1, FOXC2, FOXI1, FOXP3, FRAS1, FREM1, FREM2, FXYD2, G6PC,
GALNT3, GANAB, GATA3, GATM, GCM2, GLA, GLI3, GLIS2, GLIS3,
GNA11, GNAS, GPC3, GPHN, GREBI1L, GRHPR, GRIP1, GSN, HGD,
HNF1A, HNF1B, HOGA1, HOXA13, HPRT1, HPS1, HPSE2, HSD11B2,
IFT122, IFT140, IFT172, IFT27, IFT43, IFT74, INF2, INPP5E, INVS, 1QCB1,
ITGA3, ITGAS, ITGAS, ITGB4, ITSN2, JAG1, KANK1, KANK2, KANK4,
KANSL1, KAT6B, KCNA1, KCNJ1, KCNJ10, KCNJ5, KCTD1, KIAA0586, KIF7,
KLHL3, KRAS, LAGE3, LAMAS, LAMB2, LCAT, LDHA, LMNA, LMX1B,
LPIN1, LRP2, LRP4, LRP5, LYZ, LZTFL1, LZTR1, MAFB, MAGED2, MAGI2,
MAP2K1, MAP2K2, MAPKBP1, MEFV, MKKS, MKS1, MMACHC, MNX1,
MOCOS, MOCS1, MOCS2, MRE11, MUT, MVK, MYCN, MYHS, MYOL1E,
NEKS8, NF1, NLRP3, NOTCH2, NPHP1, NPHP3, NPHP4, NPHS1, NPHS2,
NROB1, NR3C2, NRAS, NRIP1, NSD1, NSDHL, NUP107, NUP133,
NUP160, NUP205, NUP85, NUP93, NXF5, OCRL, OFD1, OPLAH, OSGEP,
PAX2, PBX1, PCBD1, PDE6D, PDSS1, PDSS2, PEX6, PHEX, PKD2, PKHD1,
PLCE1, PLG, PMM2, PODXL, PREPL, PRKCSH, PRODH, PROKR2, PRPS1,
PTPN11, PTPRO, RAF1, REN, RET, RIT1, RMND1, ROBO1, ROBO2,
RPGRIP1L, RPL11, RPL26, RPL35A, RPL5, RPS10, RPS19, RPS24, RPS26,
RPS7, RRM2B, SALL1, SALL4, SARS2, SCARB2, SCLT1, SCN4A, SCNN1A,
SCNN1B, SCNN1G, SDCCAGS, SEC61A1, SEC63, SEMA3E, SGPL1, SHOC2,
SI, SIX1, SIX2, SIX5, SLC12A1, SLC12A3, SLC22A12, SLC26A1, SLC2A2,
SLC2A9, SLC34A1, SLC34A3, SLC36A2, SLC37A4, SLC3A1, SLC41A1,
SLCAA1, SLC4A4, SLC5A1, SLC6A19, SLC7A7, SLC7A9, SLCSA3R1, SLIT2,
SLX4, SMARCAL1, SMC1A, SOS1, SOS2, SOX17, SOX18, SRCAP, STX16,
SYNPO, TBC1D8B, TBX18, TCTN1, TCTN2, TCTN3, TFAP2A, THBD,
TMEM138, TMEM216, TMEM231, TMEM237, TMEM67, TNS2, TP53RK,
TP63, TPRKB, TRAPPC3, TRIM32, TRPC6, TRPMS6, TSC1, TSC2, TTC21B,
TTC8, TTR, UMOD, UQCC2, VDR, VHL, VIPAS39, VPS33B, WAS, WDPCP,

www.glabmedicine.com +38 (096) 356 47 38

FeHeTMYHa NaHenb "3axBoploBaHHA HUPOK" - aHANI3YE rexHu,
nos’A3aHi 3 NopylweHHAMM GYHKLIT HAPOK, BKAKOYALOUN, ane
He 06MeXyHUYMCb UMM, CUHAPOM AnbrnopTa, GOoKanbHUA
cerMmeHTapHuin rnomepynocknepos (FSGS), HeppoTHUHNIA
CMHAPOM, 3aXBOPHOBAaHHA HUPKOBUX KaHaNbLLIB, @ TAKOX
CUHAPOMaNbHI CTaHW, AKI BKAOYAOTb 3aXBOPIOBAHHA HUPOK
abo HMPKOBI aHOMANIT AK KNiHIYHY O03HaKy. [opyLeHHs
®YHKLIT HAPOK € reHEeTUYHO reTeporeHHMMM
3aXBOPIOBAHHAMM, LLO NPEeACTABAATb LWMPOKUIA CNEKTP
CNagKoBUX 3aXBOPIOBAHb HUPOK. [eHeTUYHa reTeporeHHiICTb,
nos’sA3aHa 3 MMM 3aXBOPHOBAHHAMM HUPOK, MOXKE
YCKNAAHUTM BUKOPUCTAHHA GEHOTUNY AK EANHOTO KpUTEpito
Ans BMbopy oCcTaTOYHOI NPUYMHK. TEeCTYBaHHSA LWMPOKOI
naHeni 8o3BoNsA€ epeKTUBHO OLHUTU KilbKa NOTEHLIMHMX
reHiB Ha OCHOBI OAHOrO KNiHIYHOro NOKa3aHHA. [eHeTnYHe
TECTYBaHHA UUX FreHiB MOXKe NiaTBEPANTU AiarHO3 i
OONOMOITU NPUAHATY PilLEHHA LWOAO NiKyBaHHA. BUuABneHHA
BapiaHTY, LLLO BUK/IMKAE 3aXBOPIOBAHHSA, TaKOX byae
KepyBaTW TECTYBAHHAM i iarHOCTMKOI poamyiB rpynu
PU3UKY.

Lleit aHani3 Hapasi He BKAtoYae reH PKD1. MNatoreHHi
BapiaHTK reHa PKD1 e npuumHoto binbwocTi (~78%)
ayTOCOMHO-A0MIHaHTHOro noikictosy HUpoK Tuny 1 (PKD1).
Cnip, po3rnaHyTn goaaTkose TectyBaHHA Ha PKD1, akwo
BOHO LLLe HE BUKOHAHO Ta € K/IHIYHO AO0LLINbHUM.
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WDR19, WDR73, WFS1, WNK1, WNK4, WNT4, WNT5A, WT1, XDH,
XPNPEP3, XPO5, YRDC, ZNF423
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Hedponitias / Invitae Nephrolithiasis Panel -
40 reHis

ADCY10, AGXT, ALPL, APRT, ATP6VOA4, ATP6V1B1, ATP7B, CA2, CASR,
CLCNS, CLCNKB, CLDN16, CLDN19, CYP24A1, FAM20A, FOXI1, GPHN,
GRHPR, HOGA1, HPRT1, KCNJ1, MOCOS, MOCS1, MOCS2, OCRL, PEXS,
PREPL, SLC12A1, SLC22A12, SLC26A1, SLC2A9, SLC34A1, SLC34A3,
SLC3A1, SLC4A1, SLC7A9, SLC9A3R1, UMOD, VDR, XDH

lFeHeTn4yHa naHenb "Hedponitias" - aHanisye reHn, nos’s3aHi
3 HedponiTiazom.
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