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3AKJTKOMEHME
no pesysibTataM B1oMHdOpMaTMYECKOro aHasIn3a
O3aHHbIX cekBeHnpoBanma JHK
(NGS-naHeb «AyTrU3m»)
CBEAEHNA Ob OBCJIEAYEMOM CBEOEHNA Ob OBPA3LIE
Obcnegyembin - Jata nocrynnenus obpasua -
JaTa poxaeHus - Matepuran onsa aHanm3a MNepndepnyeckasa KpoBb
Mon - BHYTpEeHHNI HOMep -
KJIMHMYECKAA NHOOPMALINA
Hanpasnsatowmm Bpay -
HanpaBnTenbHbIM AMArHO3 3azepxKa nNcmxo-peveBoro passutus, PAC
KJIMHMYeCkne XxapakTepucTnKkm -

PE3YJIbTAT NCCJIEAOBAHUA

HOCUTE/IbCTBO BAPUMAHTOB, ACCOLIMMPOBAHHbIX C PELLECCMBHbIMW 3ABOJIEBAHNAMW

M3meHeHne JHK
AcCCOUMNPOBaHHOE (hg19)
3abonesaHne KomnbtoTepHoe 3BOJIOLMOHHAA Knaccnoukaumsa
[eH ) M3meHeHne 3UroTHOCTb YacToTa
(Homep OMIM; TpaHCKPUNTA npeackasaHne KOHCEPBATUBHOCTb naToreHHoCTH
TUM HaCejoBaHNA*)
M3meHeHWe besika
chr6:9.3340058
HapyweHwne 4G>A
SYNGAP1 ncwqueciall:lospawmm, ENS1'60000029418 [eTepo3unroTa 0 MaToreHHbI - MaToreHHbIN
(612621; AD) c.509+1G>A

O6HapyXeH paHee OMNMCaHHbIN B INTEpaType BapyaHT B reTePO3NroTHOM COCTOSHMM B 5 MHTpoHe (13 18) reHa SYNGAP1, npusoaaLni K
HapYyLWEHWNIO KAHOHWMYECKOTO CaiTa CnnancmHra (C.509+1G>A).

[aToreHHble reTepo3nroTHble BapmaHTbl B AAHHOM reHe MOryT MPUBOLAMTL K HAPYLUEHWIO MCUXMYECKOro Pa3BuTUSA. O6Hapy)KeHHbIl;I
BapnaHT OblN OMNWCaH B reTepo3nroTHOM COCTOAHNN Y MALIMEHTOB C 3TUM 3ab0/1eBaHMEM:

1. PeiY, LiW, Du L, Wei F. Novel Mutation of SYNGAP1 Associated with Autosomal Dominant Mental Retardation 5 in a Chinese
Patient. Fetal Pediatr Pathol. 2018 Dec;37(6):400-403. doi: 10.1080/15513815.2018.1497113. Epub 2018 Dec 21. PMID:
30572772.

2. Mignot C, von Stllpnagel C, Nava C, et al. Genetic and neurodevelopmental spectrum of SYNGAP1-associated intellectual
disability and epilepsy. J Med Genet. 2016 Aug;53(8):511-22. doi: 10.1136/jmedgenet-2015-103451. Epub 2016 Mar 17. Erratum
in: J Med Genet. 2016 Oct;53(10):720. PMID: 26989088.

BapuaHT oTcyTCTBYeT B 6a3e AaHHbIX MONYAALMOHHbLIX 4aCcTOT gnomAD.
B 6a3e gaHHbIx ClinVar BapmnaHT onmncaH kak natoreHHbin (https://www.ncbi.nlm.nih.gov/clinvar/variation/589610).
BapnaHT pacueHMBaEeTCs Kak MAaTOreHHbIN.

NOBOYHO BbIABJIEHHbIE BAPUAHTbI B TEHAX, PEKOMEHAOBAHHbLIX K TPOBEPKE

HE OBHAPYXEHO

* AR, Autosomal recessive, ayTOCOMHO-PELIECCMBHbIV TUM HAC/IE40BaAHMSA

[JNA HTepripeTauuny pesy/bTaToB NCCIeA0BaHNSA HE0BX0AMMA KOHCYIbTaLMA BPada-TeHeTHKaA.
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TEXHNYECKUNE XAPAKTEPUCTUKNA
MNpnbop Illumina NovaSeq 6000 CpefHee NokpbiTMe 156X
Habop ans MpoLUEHT LeneBblix
P SureSelect all Exon V7 HYK1€0TMIO0B C 99,0%
npobonoAroToBKM
nokpbITrem >10X
JaTta BblAaym 3aK/I04eHnS:
BronHdbopmatmk
3aBeaytolumin nabopatopuren NGS
Bpay-reHetunk
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TEXHWYECKME CBEAEHWA

CekBeHMpPOBaHNe 6eNoK-KOAMPYIOLWMX FEHOB YesoBeKa METOAOM MapHO-KOHLEBbIX MPOYTEHNA 6Bblo
NpoBefEeHO C NCMOJIb30BaHMEM Lies1eBoro oboralleHna reHoMmHon [HK.

JaHHble CeKBEHMPOBaHMA ObliM MPOAHAIM3NPOBAHLI C MOMOLLbIO aBTOMATU3MPOBAHHOTO aJIrOPUTMa,
3akJ/itovatolero B cebs oLeHKy napaMeTpoB KayecTBa cekBeHnpoBaHua (Moayb FASTQC); yaaneHve anantepos
1N NOCNef0BaTeIbHOCTEN C HM3KMM KavecTBOM (Moaynb SEQPURGE); BbipaBHMBaHME NPoYTeHWI Ha Bepcuto hg19
reHoma yesioseka (Moayib BWA MEM); duabTpaumio ontndeckmx v MLP oybavkatos (Mogynb SAMBLASTER);
JIOKasIbHYIO OMTUMK3aUMI0 BblpaBHMBaHMI (Moayib ABRA2): obHapyXeHWe BapWaHTOB WM WX GUAbTpaLns
cornacHo Kadvectsy (makeT FREEBAYES) 1 aHHOTaLUMIO BapWMAHTOB OTHOCUTENbHO 0a3 AaHHbIX C KJMHUYECKOMN
nHbopmaumen (moaynb ENSEMBL-VEP).

ANrOpUTM OblN1 MPOTECTMPOBAH HAa 3K30MHbIX AAHHbIX, A9 KOTOPbIX CylLlecTByeT paclindpoBKa reHoma
«30/710TOr0 CTaHAapTa» (AaHHble Genome in a Bottle). YyBCTBUTENBHOCTL AIFOPUTMA COCTaBMNa 98,6% 1 cpeaHAs
cneumndunyHoCcTb 99,1%.

MpY NONCKE KINHNYECKN 3HAYMMbIX TeHETUYECKMX BaPUAHTOB Obln OTGUIbTPOBAHbI BAPWAHTbI, HE BAMAOLLNeE
Ha CTPYKTYpY Hesika v Npyn 3TOM He OTMEeYeHHble KaK naToreHHble B 6ase aaHHbIx ClinVar, a Takxxe BCe BapWaHThI,
He OTMeYeHHble KakK naTtoreHHble B 6a3ze gaHHbix ClinVar, ¢ MakCMManbHOM YacTOTOM BCTPEYaeMOCTU B
nonynsaumax 6onee 2%. Bo Bcex reHax, NoTeHLMaIbHO MMEIOLWMX OTHOLLEHNE K 3a00/1eBaHNI0 NALMEHTA, KaX bl
13 BAPMAHTOB Obl/1 MPOAaHAa/IM3MPOBAH HA MPeaMET BJIUAHMA HA CTPYKTYPY M GYHKLMIO 6es1Ka, 3BOSIIOLMOHHYIO
KOHCepBATMBHOCTb MNO3MLUNNA, KJAMHNYECKNIN CTaTyC, 4acToTy BCTpedYaeMoCTu n  TnN HacneaoBaHWA
COOTBETCTBYIOLLETO MeHa 1 KNacCUPULMPOBAH B OAHY M3 NATM KaTeropuit (NaToreHHble BapuaHTbl, BEPOATHO
NMaToOreHHble BapWaHTbl, BapWaHTbl HeonpeaesieHHOM KJIMHUYECKON 3HAYMMOCTM, BeposiTHO 6e3BpefHble
BapuaHThbl, be3BpeaHble) B COOTBETCTBUM C pekoMeHAaunamm ACMG (7). BapnaHTbl 13 KaTeropuii «lMatoreHHble
BapMaHTbl», «BepoATHO MaToreHHble BapWaHTbl» N «BapnaHTbl HeonpeaeneHHON KAMHUYECKOM 3HAYMMOCTM»
BKJ/IIOYEHbI B 3aK/t04eHMe B GpopmMaTe, COOTBETCTBYIOLLEM pekoMeHaaumam HGVS.

[losmopHbIt buouHGopMamuyeckuti aHaau3 UCX00HbIX OaHHBIX NO 3aNPOCY Moxcem bbimb NPpoBedeH Yepes 200 Aubo B
Cy4ae ymoyHeHus gpeHomund.
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NH®OPMALMOHHOE NMPUNOXEHNE

METOMKA NOJIHO2K30OMHOIO CEKBEHNPOBAHNA

MOIHO3K30MHOE CEKBEHMPOBAHME — 3TO CEKBEHVPOBaHMNE BCeX OENTOK-KOAMPYIOLWMX reHOB Yenoseka (NprbamsntensHo 20
000), a ceKBeHMPOBaHME 3K30Ma C KJIMHNYECKON LieSIblo — 3TO CeKBeHMpoBaHue nopagka 5000 reHoBs, Npo KOTOpble Ha
HACTOALLMN MOMEHT M3BECTHA aCCOUMALNSA C FeHeTUYeCKMMIN BOoNe3HAMM MK NPU3HaKaMK. IK30M COCTaBAseT BCero ~1% ot
MOJIHOTO FeHOMa YenoBeka, HO Npnban3nTenbHO 85% BCex 60N1E3HETBOPHbLIX BAPW3HTOB HAXOAATCA WMEHHO B Henok-
koampyrowmx obnactax. C MOMOLLbIO TEXHOIOMNMN CEKBEHMPOBAHMS 3K30Ma MOXHO ONpeAennTb NnociefoBaTeslbHOCTb 90-
95% LeneBbIX Y4aCTKOB 4€/10BEK3, M HEeKOTOpble Y4acTKM MOALAIOTCH CEKBEHWPOBAHMIO C MOMOLLBbO 3TOM MEeTOAMKM
HeCKosbKo xyxe. CnocobHOCTb MeTO1a BbISIBUTb D0/1€3HETBOPHbIV BAPWAHT 33aBMCUT OT TOTO, B KAKOM YHaCTKe OH HaXOAWTCS.
MeToa npeAHa3HayeH A9 NoVCKa OAHOHYKAEOTUAHbIX 3aMeH B KOAMPYOLLMX YH3CTKaX reHOB YeioBeka. HekoTopele apyrue
TWMbl FEHEeTUYECKMX BaPMAHTOB MOTYT ObiTb BbisBAEHbI, HO MOAAAOTCA OOHAPYXEHMIO C MeHbllel BepOATHOCTbIO, YeM
OAHOHYKNEOTWHbIE 3aMeHbl: 3TO OTHOCKUTCA, B YaCTHOCTU, K KOPOTKMM AeNeLmsMm Uan BCTaBKaM (MHAEMAM) Y U3MEHEHNAM
YMCa KOPOTKMX TAHAEMHbIX MOBTOPOB.

Pe3ynbTaTVBHOCTb 0OC/IEOBAHNA CUIbHO 33BMCMT OT Hanvumst MHGOPMAaLUMM O BapWaHTe BO BHeWHMX 633ax AaHHbIX
KJAMHMYEeCKoM MHPOPMALMK, 3 TaKXe OT M3YYEHHOCTM TFeHeTMyeckoro 3aboneBaHns nauneHTa. B HacToAWWMA MOMEHT
N3y4YeHne reHeTMYecknx 3aboneBaHMIn ABASETCA NPUOPUTETHLIM HAMpPaBJEHNEM WCCNEfOBaHWIA BO BCeEM Mupe, 1 Hasbl
[aHHbIX C KAWHMYeCKoM MHbOPMALMeN NMOCTOAHHO MOMONHAIOTCA. B NpakTMKe KJAMHWYECKOro CEKBEHMPOBAHMA 3K30Ma
NPOLEHT AMArHOCTMPOBAHHbIX C/Iy43aeB PaCTeT C KaxAblM rof0OM, MO3TOMY B HEKOTOPbIX C/Iy4asx MepeaHann3 AaHHbIX
CeKBEHMPOBAHMA YEPE3 HEKOTOPOE BPEMA MOXET NMPUBECTM K YCTAHOBJIEHMIO ANArHO33, JaXe eC/IM N3HAYa/IbHO OH He Bbln
NoCTaB/eH.

OrPAHNMYEHNA METOA NOJIHO2K30OMHOIO CEKBEHMPOBAHWSA

BBMAy HEKOTOPbIX TEXHNYECKMX OTPAHMYEHMI, CEKBEHMPOBAHME 3K30Ma He MOXET MOKPbITb 100% LeneBbIx y4acTKoOB. Mbli
obecneymBaem HeobxoamMmoe A5 JOCTOBEPHOIro 0OHAPYXEeHNS reTepo3nroTHbIX BAPMAHTOB MOKPbITUE: HE MeHee 10X AnA
90% LieNeBbIX y4acTKOB. YacToTa OLWLNMOBOYHO 06HAPYXKEHHbIX BAPMAHTOB MNPY CEKBEHNPOBAHMM 3K30Ma B CPeIHEM COCTaBNAET
He bosnble 1%, HO B OTAE/bHbIX Y4acTKaX MOXEeT A0CTMraTb 5%, MO3TOMY penieBaHTHble BapWaHTbl PEKOMEHOYeTcs
NoATBEPXAATb HE33aBMCMMbIM CEeKBEHMPOBaHWEM no C3Hrepy WaM ApyrMMn pedepeHCHbIMKM MeToAdaMu, ecsin Takas
BO3MOXHOCTb CylLLIeCTBYET.

HekoTopble TWMbl BapWMaHTOB MOAAAIOTCA BbIABJEHMIO METOAOM 3K30MHOMO CEKBEHMPOBAHMA MJIOX0, B TOM 4ucie
CTPYKTYPHbIE M3MEHEHNSA XPOMOCOM (MHBEPCUMM, TPAHCIOKALMKN, Aeneunn), NoANNIOMANA, aH3YNIoUaNA, NPOTAXEHHbIe
VYaCTKWU TPUMIETHbIX W APYrMX MOBTOPOB, BAPMAHTbI B FeHax C HaJMYMeM B reHome BM3KOro Mo nocienoBaTe/lbHOCTH
nceBAoreHa Wau napasnora, BapiaHTbl B GC-60raTbix y4acTKax, BApMaHTbl B MHTPOHAX 33 Npefesammn CTaHAapTHbIX CanToB
CMJIANCKHIA, a TaKXXE ANUreHeTNYECKNE BAPNAHTbl. MeTO MMEET OrpaHNYEHHYIO YYyBCTBMUTEIbHOCTb B OTHOLLIEHM BaPMAHTOB
B COCTOSHWMM MO3auLmM3Ma. YyBCTBUTENIbHOCTb M CNeLUMOUYHOCTE OBHAPYXEHNS BapMaHTOB, HaxoAAalMXcA B obnacTax
CerMeHTapHbIX AYMANKALIMIA, MOTYT BbITb HU3KUMMW.

Pe3ynbTaTbl KJIMHUYECKOTO CEKBEHVMPOBAHMA BCEra MHTEPNPETMPYIOTCA B KOHTEKCTE KIMHMYECKOW KapTWHbI, CEMenHoM
NCTOPUM 1 APYrnX NabopaTopHbIX AaHHbIX. M3y4aloTca TONIbKO BApMAaHTbI, KOTOPbIE MOTEHLMAIbHO MOTYT MMETb OTHOLLIEHWNE
K 3abosieBaHMIO MaUMeHTa. Pe3y/bTaTbl CEKBEHVMPOBAHMSA 3K30Ma MOMYT ObiTb MHTEPNPETMPOBaHbl HEBEPHO, ecsn
npefocTaBaeHHas nHbopMaums ownboYyHa nMan HemnosiHa. HekoTopble MeauUMHCKME NMPoLeaypbl, TakMe Kak nepecaaka
KOCTHOIO MO3ra Un NepennBaHme KpoBM MOTYT NPMBECTU K HEBEPHbIM pe3y/ibTaTam. Pefkre 6e3BpeaHble BapMaHTbl MOTyT
ObITb KNACCMDULMPOBaAHbI HEBEPHO. BbiiBNeHHblE BapWMaHTbl He BCerfa OObACHAT BCE KAMHUYECKME MPOABSIEHNS Y
nauueHTa. NpefocTaBaeHne 60MbLIErO KONYECTBO KANHUYECKN 3HAYMMOM MHDOPMALIMM MOXET MOMOYb bosiee TOYHOWN
OLIeHKEe 3HAa4YMMOCTM BbISIB/IEHHbIX BAPMAHTOB.

CMNCOKTEHOB, BXOAALLMX B MAHEJIb

B naHenb «NGS-naHe b «AyTn3am»» BXOANT CAeayroLmin Cnncok reHoB: ABCA2, ABCD 1, ACSL4, ACTB, ACTG1, ACTL6B, ADAM?22,
ADARB1, ADAT3, ADNP, ADSL, AFF2, AFF4, AHDC1, AHI1, ALDH5A1, ALG13, ALKBHS8, ANK3, ANKRD 11, AP152, AP2M 1, AP3B2,
ARHGEFS, ARID1A, ARID 1B, ARID2, ARV1, ARX, ASHTL, ASXL3, ATP6AP2, ATP6V1A, ATP7A, ATR, ATRX, AUTS2, BCKDK, BCL11A,
BCOR, BICRA (GLTSCR1), BRAF, BRAT1, BRWD3, C120RF4, CACNA1A, CACNA1B, CACNA1C, CACNATE, CACNG2, CAD, CAMK2A,
CAMK2B, CAMK2G, CASK, CC2D1A, CCDC88C, CDH15, CDK19, CDKL5, CENPJ, CEP152, CEP63, CERT1 (COL4A3BP), CHAMP1,
CHDZ2, CHD3, CHD7, CHDS8, CIC, CLCN4, CLIC2, CLTC, CNKSR2, CNOT3, CNPY3, CNTNAPZ2, CPLX1, CRADD, CRBN, CREBBP,
CSNK2A1, CTCF, CTNNB1, CUL3, CUL4B, CUX2, CYFIP2, DCX, DDX3X, DEAF1, DENND5A, DHCR7, DHPS, DLG3, DLG4, DLL1, DMXL2,
DNM1, DOCK?7, DPF2, DPP6, DYNC1H1, DYRK1A, EDC3, EEF1A2, EHMTT, EIF2S3, EIF3F, ELP2, EP300, EPB41L1, EZH2, FAM50A,
FBXO11, FBXO31, FGD1, FGF12, FGF13, FLNA, FMN2, FMR1, FOLR1, FOXG1, FOXP1, FOXP2, FRMPD4, FRRS1L, FTSJ1, GABBR2,
GABRA1, GABRA2, GABRAS, GABRB1, GABRB2, GABRB3, GABRG2, GAD1, GAMT, GATADZ2B, GDI1, GK, GLS, GNAO1, GNB1, GOTZ2,
GPAAT, GPC3, GRIA2, GRIA3, GRIA4, GRIK2, GRINT, GRIN2A, GRIN2B, GRIN2D, GUF1, HCCS, HCFC1, HCN1, HDAC8, HECW2, HERC?2,
HIVEP2, HNMT, HNRNPHZ2, HNRNPU, HOXA1, HPRT1, HRAS, HS65T2, HSD17B10, HUWET, IDS, IGBP1, ILTRAPL1, IMPA1, IQSEC2,
IRF2BPL, ITPA, KANSL1, KAT6B, KCNAZ2, KCNB1, KCNQ2, KCNQ5, KCNT1, KCNT2, KDM3B, KDM4B, KDM5B, KDM5C, KDM6A,
KDM6B, KIF1A, KIF4A, KLHL15, KMT2A, KMT2D, KMT2E, KMT5B (SUV420H1), KPTN, L1CAM, LAMC3, LAMP2, LAS1L, LINGO1,
LINST (LINS), LMAN2L, LNPK (KIAA1715), LZTR1, MAGEL2, MAGT1, MAN1B1, MAOA, MBD5, MBOAT7, MBTPS2, MDH 1, MDH2,
MECP2, MED12, MED 13, MED13L, MED23, MEF2C, MEIS2,
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METTL23, METTLS, MID1, MID2, MSL3, MTHFS, MTRFR (C120RF65), MYT1L, NAA15, NACCT1, NDP, NDST1, NDUFA1, NECAPT,
NEUROD2, NEXMIF (KIAA2022), NFIB, NFIX, NHS, NIPBL, NKAP, NLGN3, NLGN4X, NONO, NRXN1, NSD1, NSDHL, NSUN2, NTRK2,
NUS1, OCRL, OFD1, OGT, OPHN1, OTC, OTUD6B, PACS1, PACS2, PAFAH1B1, PAH, PAK1, PAK3, PANKZ2, PARSZ2, PCDH19, PDHA1,
PGAP1, PGK1, PHACTR1, PHF2 1A, PHF6, PHFS, PHIP, PIGA, PIGB, PIGC, PIGG, PIGK, PIGP, PIGQ, PIGS, PIGT, PIGU, PIGV, PLCBT,
PLP1, PNKP, POGZ, POLAT, POMGNTT1, PORCN, PPP2R 1A, PPP2R5D, PPP3CA, PQBP1, PRPS1, PRSS12, PSMD12, PTCHD1, PTEN,
PTPN11, PTPN23, PURA, RAB39B, RACT, RAD21, RAI1, RBBPS, RBMX, RELN, RERE, RHOBTBZ, RLIM, RNF13, ROR2, RORA, RPL10,
RPS6KA3, RSRC1, RUSC2, SARST (SARS), SATB2, SCN1A, SCN1B, SCN2A, SCN3A, SCN8A, SET, SETBP1, SETD1A, SETD2, SETDS,
SHANKZ, SHANK3, SHROOM4, SIK1, SIN3A, SKI, SLC12A5, SLC13A5, SLC16A2, SLCTAZ, SLC25A12, SLC25A22, SLC2AT, SLC35A2,
SLC6A1, SLC6A17, SLC6A8, SLCIAG, SLCIA7, SLCIAY, SMARCAZ, SMARCA4, SMARCB1, SMARCCZ, SMARCD 1, SMARCE1, SMC1A,
SMC3, SMS, SON, SOX11, SOX3, SOX4, SOX5, SPTAN1, SRCAP, SRPX2, ST3GAL3, STAG1, STEEP1 (CXORF56), STXBP1, SYNT,
SYNGAP1, SYNJ1, SYP, SZT2, TAF1, TAF13, TAF2, TANCZ, TBC1D24, TBCK, TBL1XR1, TBR1, TBX1, TCF20, TCF4, TECR, THOCZ,
TIMMS8A, TLK2, TNIK, TRAF7, TRAK1, TRAPPC4, TRAPPC6B, TRAPPCY, TRIO, TRIP12, TRMT1, TSC1, TSCZ2, TSPAN7, TTI2, TUSC3,
UBAS, UBE2A, UBE3A, UBR1, UGDH, UGP2, UPF3B, USP27X, USP9X, VAMP2, VARS1 (VARS), VPS13B, WAC, WARS2, WASF1,
WASHC4 (KIAA1033), WDFY3, WDR26, WDR45, WDR45B, WNT5A, WWOX, YWHAG, ZBTB11, ZBTB18, ZBTB20, ZC3H14, ZC4H?2,
ZDHHCS, ZEB2, ZMYND 11, ZNF292, ZNF462, ZNF7 11, ZSWIM6, TMLHE.

MOBOYHO BbIABJIEHHbIE BAPUAHTbI

ACMG pa3paboTan pekomeHaaumn (8) no npeaocTaBaeHnio MHbOPMaLIMM NALUMEHTY O NAaTOr€HHbIX M BEPOATHO NaTOreHHbIX
BAapPMaHTaXx, NPUCYTCTBYIOLLNX B HEKOTOPbIX reHax (ACTA2, ACTC1, ACVRL1, APC, APOB, ATP7B, BAG3, BMPR1A, BRCA1, BRCAZ2,
BTD, CACNA1S, CASQ2, COL3A1, DES, DSC2, DSG2, DSP, ENG, FBN1, FLNC, GAA, GLA, HFE, HNF1A, KCNH2, KCNQT, LDLR, LMNA,
MAX, MEN1, MLH 1, MSH2, MSH6, MUTYH, MYBPC3, MYH 11, MYH7, MYL2, MYL3, NF2, OTC, PALB2, PCSK9, PKP2, PMS2, PRKAG2,
PTEN, RB1, RBM20, RET, RPE65, RYR1, RYR2, SCN5A, SDHAF2, SDHB, SDHC, SDHD, SMAD3, SMAD4, STK11, TGFBR1, TGFBR?2,
TMEM127, TMEM43, TNNC1, TNNI3, TNNT2, TP53, TPM1, TRDN, TSC1, TSC2, TTN, TTR, VHL, WT1). 3T reHbl CBA3aHbl C
onpefeneHHbIMU reHeTn4eckMMn 3ab0NeBaHNAMN, HYXAAOLWMMNCA B MEANLMHCKOM KOHTpOJe. B ciydae obHapyxeHua
BAPMAHTOB B 3TWX reHax HeobxoAMma KOHCY/1bTalns Bpada-reHeTnKa.
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