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MNon: XKen

[ata poxaeHus: 27.06.1980

Bo3zpacr: 45 net

NH3: 999999999

[aTa B3aTMs 0bpasua: 04.02.2026 07:00

[aTta noctynnenus obpasua: 04.02.2026 14:15

Bpau: 06.02.2026 18:44

[aTta neyatu pesynbTaTa: 09.02.2026

WccnenosaHme Pesynbtat KoMMeHTapuii

MaHenb reHOB HaC/NeACTBEHHbIX HEelpPOo-MbilueYHbIX 3a6oneBaHunit (NGS)

MblLweyHble ANCTPOdUM 1 X CM.KOMM. MaToreHHbIX 1 BEPOSITHO NaTOreHHbIX BapMaHTOB OBHapy>keHO He 6bino
reHOKOMuu

MwonaTum 1 UX reHOKONMM  CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMaTOreHHbIX BapMaHTOB 0BHapy>eHo He 6bino
MeTabonuyeckme MMoNaTMM CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMaTOreHHbIX BapMaHTOB 0BHapy>keHO He 6bino
BOMe3HN MOHHBIX KaHa/loB  CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BapMaHTOB 0BHapy>eHO He 6bino
BpoxxaeHHble MMacTeHnn CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BapMaHTOB OBHapy>eHO He 6bino
MwuToxoHApWanbHble CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BApMaHTOB 0BHapy>eHO He 6bino
muonatuu (saepHas AHK)

ApTporpunos CM.KOMM. MaToreHHbIX 1 BEPOSITHO NAaTOreHHbIX BapMaHTOB OBHapy>keHO He 6bino
leHeTnyeckoe 3ak/yYeHe CM.KOMM. O6Hapy>XeH reHOTUM, He aCCOLMMPOBAHHLIN C HAacNeACTBEHHbIMM

opMamMn MbiLLEYHbIX AUCTPOdUIA, MUOMNATHIN, 6ONE3HEN NOHHBIX
KaHaJI0B M HepOMbILLEYHOro cMHarnca

WcnonHuTenb Mewkosa H.I., Bpay KIMHUYeCKoh nabopaTopHOM AMarHOCTUKM

BHyMaHKe! B aneKTpoHHOM 3k3eMmnisipe 61aHka Ha3BaHWE UCCNEA0BaHUS COAEPXKUT CChIIKY Ha CTpaHULYy caiTa C onMcaHUeM
nccneaoBaHns. www.invitro.ru
Pe3ynbTaThbl UCCNENOBAHUIN He SBNAIOTCS AMArHO30M, HEOBX0aAMMa KOHCYbTauus CreLuanmcTa.

M.M. / Noanuck Bpaya
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Y obcnenyeMoro He BbISIBIEHO MATOrEHHbIX U BEPOSITHO MATOreHHbIX BApUAHTOB B UCCIIEA0BAHHbIX MeHaX, aCCoLMMPOBAHHBIX
C pa3BUTUEM HaCNeACTBEHHbIX (POPM MblLUEYHbIX AUCTPODUIA, M1onaTHi, Gone3HeN NOHHbIX KaHaNoB U HEMPOMBbILLIEYHOrO
CvHanca. [JJaHHblii pe3ynbTaT Mo3BOJISIET 3HAUYNTENIbHO CHU3UTb BEPOSITHOCTb AMArHO3a OCHOBHbIX KIMHUYECKUX (hOpM
HaCNeACTBEHHbIX MbILLEYHbIX ANCTPODUIA, MMonaTui, 60M1e3HEN NOHHBIX KaHaNoB Y HEMPOMBILLEYHOrO CMHarca, OAHaKO He
UCK/OYAET UX MOMHOCTLIO. Hafo YNOMSIHYTb, YTO HEKOTOPbIE ayTOMMMYHHbIE, TOKCUYECKME, MeTabonmueckme MuonaTum,
WHEKLMOHHbIE MUOMATUM MOTYT MUMETb KPaliHE CXOAHYIO CUMMTOMATMKY C HaceACTBEHHbIMU MblLeYHbIMU 3a601eBaHMsIMY,
O[HaKO OHW He BbISIBASIOTCA AaHHOW NMaHenbto. [lJaHHast naHes b He BKIOYaeT HacneACTBEHHbIE 60/1€3HN MOTOPHbIX
HEPOHOB, HACNEACTBEHHbIE MONIMHENPONATHK, @ TAKXKE MUTOXOHAPUAsbHbIE 3ab0neBaHmns. 01 Bcex 3TUX 3aboneBaHuii
PEKOMEHZYETCS UCMOMb30BaTb OTAENbHbIE NaHenu. NMoMUMMO 0BLLMX TEXHUYECKUX orpaHundeHunii metoga NGS (cm. pasgen II B
NPUNOXEHUW), CNeayeT yunTbIBaTb paj cneumndrnyecknx 0cobeHHOCTEN JaHHON NMaHenn, KoTopble Npy OTpULATENTbHOM
pesysibTaTe He MO3BOSIOT MOSIHOCTbIO MCKOUYUTL BCE UCCnedyeMble NaTonornu. JaHHbIli TECT HE BbISIBASET SKCNaHCUm
HYK1€0TMAHBIX MOBTOPOB, KOTOPbIE BbI3bIBAOT MMOTOHUYECKYIO ANCTPOdGMIO 1 1 2 TMNOB, OKynodapuHreanbHyo
MUOAUCTPODMIO, CINHAMBHYIO U 6ynbbapHyo MbilleyHyto aTpoduio. Takke AaHHAs NaHeNb He BbISIBASET NMLe-10naToqHo-
nneyeByto MbllleyHyo aucTpodmio 1 Tvna, a Takxke 60MbLUIMHCTBO DOPM AUCTPOMUHONATUI, CBS3aHHbLIX C AENELUsIMU UK
aynnvkaumamu reHa DMD. Bce ynomsHyTble 3abonesaHus TpebyloT npoBefeHus OTAENbHbIX creumMduueckmx TectoB. BaxHas
AononHuTeNbHas nHdopMauns o pesynbTatax uccneaoBaHus npeacrasneHa B «OTyeTe 0 NpoBeAEHHOM AMarHOCTUYECKOM
NGS-uccnenoBaHUm NaHeny reHoB METOZIOM MOJTHOSK30MHOIO CEKBEHUPOBAHUS», KOTOPLIN SIBMISIETCS YacTbio
npepocTasnsiemMol nabopaTopuen JokyMeHTauum (CM. NpunoxeHue). B otueTte, B pasgene I, npvBeaeHsl nogpobHoe
OMu1CaHue BbISIBIEHHbIX MTEHETUYECKNX BapUAHTOB C X MHTEprpeTaumelt 1 3aktodeHne n1abopaTopHOro reHeTrka; B pasaene
IT oTpaxkeHbl ornMcaHne TEXHONOMMY NPOBEAEHHOr0 UCCNEA0BaHUS M CMIMCOK LiefieBbIX FEHOB B COCTABE MaHEesNMu.
HacnencTeeHHble 3a60/1€BaHUS MbiLUL, NPEACTABASAOT COBOM KIMHUYECKM U FEHETUYECKM FETEPOTrEHHYIO Fpyrny
3aboneBaHunii, XapaKTepM3yIOLLYIOCS NEPBUYHBIM MOPAXEHNEM MYCKYNaTypbl C BO3MOXHbIM COCYLLECTBOBAHUEM Pa3fINYHbIX
CUCTEMHbIX MPOSIBNIEHMI, YTO 3aBUCUT OT BUAA HacneACTBEHHON bone3Hn. Knaccudukaums HacneacTBEHHbIX 3abonieBaHui
MbILLEYHOIN CUCTEMbI KpalHEe CIoXKHA, HO Knaccuyecky Bce 60/1e3HM AaHHOW Ipynnbl MPUHATO AENWTb HA HAaCeACTBEHHbIE
MbiLUEYHbIE AMCTPOdUM, MMOMNATMK, 6ONE3HM MOHHBIX KaHA/IOB M HEVPOMbILLEYHOrO CHHarmca. Muoauctpodum n Muonatunm
XapaKTEPU3YIOTCS NEPBUYHBIM MOPAXXEHNEM MbILLEYHON CUCTEMBI C MPOrPECCUPYIOLLMM pa3pyLLUEHNEM MbILLEYHON TKaHM,
aTpodueit MblLL, MbILEeYHOW CabocTbio, OPTONEeANYECKMMU HapyLLEHUSIMU 1 NMOpaXkeHWeM cepaua. B 3aBucumocTy ot
BO3pacTa MaHudecTaummn 6one3Hn, CTPYKTYpbl BOBIEYEHHbBIX B MAaTONOrMYeCKMi MPOLLECC MbiLUL, CKOPOCTY NPOrpeccuu,
NMaToMOPGONOrMYECKON KAapTUHBI U aCCOLMMPOBAHHbIX C 601E3HBIO FTEHOB BbIAENSIOT HECKOSIbKO 6OMbLIMX KITMHUYECKUX
dopM: auctpodunHonaTm, NOSICHO-KOHEYHOCTHbIE MbILLIEYHbIE ANCTPODUN, BPOXAEHHbIE MbIlIEYHbIE ANCTPOdUN (M1onaTus
Ynbpuxa-betnema, cuHapom Yokepa-Bapbypra, BpoxxaeHHast MbllieydHas AucTpodpust Gykysambl, BpOXKAEHHAs MbllLeYHast
ANCTPOUS C pUrMAHOCTBIO MO3BOHOYHMKA), AUCTaNbHash MblllevHas auctpodus (anctanbHas MuonaTtus BenaHaepa,
MuonaTusa Yaaa, okynodapvHroamcranbHas MmonaTtus, mmonatns Muowm, auctanbHas MyonaTus J1aHra, aucranbHas
mMuonatusi HyHaka), auctpocus IMepu-Lpeidyca, HeMannHoBas (K3M-MMonaThst), MHOrosiAepHasl, LEeHTPosiAepHas
MMOMNATUS, MUOMNATUS C AUCNPONOPLIMEN MbILIEYHBIX BOSIOKOH U Apyrue. MUOTOHMS U NapaMUOTOHKS BXOAST B rpynny
KaHanonaTuin 1 xapaKTepusylTcs HapyLeHneM dyHKUMM 6enKoB, yyacTsytoLwmx B MeTabonmame noHos Ca2+, K+, Cl-, Na+
B MMOLMTAX, YTO MPUBOANUT K OTCPOUEHHOMY paccnabneHmio MbillL, UX cnasmy u eHOMeHy MUOTOHUM MpPY NPOBEAEHUN
3M1eKTPOHepoMuorpadum. BpoxaeHHble MUACTEHNYECKME CUHAPOMbI NMPEeACTaBNsAT coboi HacneaCcTBEHHbIE 3a60N1eBaHUs,
XapaKTepusyioLLMecs crlaboCTblo U NaTOMOMMUYECKOW MbILLEYHON YTOMJISIEMOCTBIO B pe3y/ibTaTe HapyLUEHNS HEPBHO-
MbILLEYHON MPOBOAMMOCTH, 0OYCNOBNEHHOIO AedeKTOM HEPBHO-MbILLEYHOrO OKOHYaHUS. BpoxaeHHble MMacTeHnyeckme
CYHAPOMbI Pa3BMBAOTCS B pe3ysibTaTe AedeKToB NpecuHanTUYeckon, CMHanTUYeckon 6asanbHblX NAacTuH 1
MOCTCMHANTUYECKNX 6enkoB. Hy)KHO OTMETUTb, UTO MOPaXXEHWNE MbILIEYHOM CUCTEMbI MOXET ObITb MPOsIBIEHMEM psiAa
CUCTEMHbIX HacNeACTBEHHbIX 3a60/1€BaHUI: MUTOXOHAPWANbHBLIX 60n1e3Hei, 6onesHel HakonneHus (6onesHb Momne, 601e3Hb
®abpu, bonesHb Mak-Apans n gpyrue). Kpome 3Toro, B HEKOTOPbIX KIIMHUYECKMX CNy4Yasix NepBMYHbIE HACNeACTBEHHbIE
MbilLEeYHbIe 3ab01eBaHNsi MOryT UMETH KpalHe NOXoXue NPOoSsIBNEHNS C pa3iMyHbIMU BUAAMU apTPOrpuno30B. ApTporpumnos
— CUCTEMHOe 3aboneBaHme CKeNEeTHO-MbILWEYHOM CUCTEMbI, XapaKTepU3yoLLEeeCs MHOXXECTBEHHbIMU KOHTPAKTypaMu 1

M.M. / Noanuck Bpaya
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I,Cl,edJOpMaLl,MFIMl/1 KOHEYHOCTEN U CyCTaBOB.

WcnonHutenb Mewkosa H.I'., Bpay KIMHWYECKON NabopaToOpHOW ANArHOCTUKM

BHuMaHuve! B aneKTpoHHOM ak3eMnsipe 6naHka Ha3BaHWe UCCNeA0BaHMS COAEPXKMT CCbIIKY Ha CTPaHWLY CaiiTa C On1CaHMeM

ncecneaoBaHus. www.invitro.ru
Pe3yanaTb| VICCJ'IeJJ,OBaHVIIZ He ABNAKTCA ANarHo3oM, HEO6XO/J,VIMa KOHCynbTauua cneunanmncra.

M.M. / Noanuck Bpaya
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

®nNO NPUMEP
NpeHtndukarop obpasua 12345

Homep 3akaza 125-225-41485-888
lata poxpaeHus 01.01.2000

Mon MY>K

Bupg 6uomarepuana Kposb OOTA

[ata nonyyeHusa buomarepmana | 10.09.2025

WccnepoBaHve nAHENU reHOB MblWeYHbIX AUCTPOdUA, MUOMATUMA,
6one3Heil MOHHbIX KOHANMOB W HEWPOMbILEYHOrO CUHAMNCA Mo
pe3ynbTaTam NOSTHOSK30MHOro CeKBEeHWPOBAHMUSA
(cocTaB NnaHenu cm. HUXe)

Bua uccneposanus

HanpasutenbHbit guarHos Muoguctpodus

[aTa rotoBHocTn nccneposandua | 10.10.2025

PA3LOEJ I. UHTEPMPETALUA NOJTYYEHHbIX
MOJIEKYJIAPHO-TEHETUMECKUX OAHHBIX

1.1. OnucaHue BbIIBNEHHbIX AUATHOCTUYECKU 3HAUYUMbIX TEHETUYECKUX BAPUCHTOB
M ACCOLMUPOBAHHBIX C HUIMU $EeHOTMMNOB

MatoreHHble U BepOATHO NATOreHHble BaAPUAHTbI:

He obHapykeHo.

BGpVIGHTbI HeonpepneneHHoro KNMMHUM4eCKoro aHa4YeHun4d:

He obHapykeHo.

1. 2. 3aknioueHre NnabopaTOPHOro reHeTUKa
Y chnengemoro He O6Hdpg)l(eH0 KNMNMHNUYECKHN 3HAYNMbIX BOPUAHTOB B UcciiegyembixX reHax.

Bbi9BNEeHHbIA [eHOTMM HEe ACCOLMUPOBOH C  MbILLIEYHbIMKU _OUCTPOOUAMU, MUOMATUAMMU,
OONesHaIMM WOHHbIX KAHAMOB W HeWpoMbILeYHOro cuHanca. Pucku HacnepgctBeHHbix ¢opm
3a60neBaHMA CcYLLECTBEHHO CHUXeHbI. [1pn coxpaHeHuu rmnoTesbl © HACNEACTBEHHOMW Npupoae
KJTMHWUYECKOro COCTOAAHUS 06beM AanbHelwero obcnefoBaHUs OONXKEH onpenensaTbcs nevdmnm
BPAYOM, COBMECTHO CO CNeLUasIMCTOM FrEHETUKOM.
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

PA3LEN Il. TEXHWYECKUM OTYET
MO PE3YJIbTATAM NMPOBEAEHHOIO UCCJIEONOBAHUA

2.1. CeegeHuna o kayecTBe NPOBEAEHHOrO0 CEKBEHUPOBAHMUSA NAHENN FEHOB

NHcTpymeHT NextSeq 550Dx (P3H 2021/13216)
CpenHaa onuHa npoyTeHui 2x151 n.H.

PedepeHcHbIl reHom GRCh38.pik

CpenHee nokpbiThe 100x

PaBHoMepHOCTbL NOKpPbITUA 99%

[onsa yenesbix perMoHoOB ¢ NokpbiTUEM He MeHee 10x 96,7%

2.2. CuHgpombl u 3ab6oneBaHus, Uccrnegyemble B NAHENU

MbiweuHble AUCTPOdPUU U UX reHoKONUU
(amcTpodusa diowenHa/Bekkepa, MOSCHO-KOHEUHOCTHBIE MMOAUCTPOGMM 1 ApYrue)

MbiweyHas guctpodus
OiowenHHa/bekkepa

DMD

MosAcHO-KOHEYHOCTHbIE MbILLEYHbIE
pucTpodun

ANOS5, CACNATS, CAV3, CAPN3, COL6A1, COL6A2, COL6AS,
CRPPA, DAG1, DES, DNAJB6, DYSF, FKRP, FKTN, GAA,
GMPPB, HMGCR, HNRNPDL, JAG2, LAMA2, LIMS2, LMNA,
MYOT, PLEC, POGLUT1, POMGNTi, POMGNT2, POMK,
POMT1, POMT2, POPDC1, POPDC3, PYROXD1, SGCA, SGCB,
SGCD, SGCG, TCAP, TNPO3, TRAPPC11, TRIM32, TTN,
TOR1AIP1

[Mneuye-nonartouHo-nMuUeBas
MblLeYHas gucTpodua 2 TMna

DNMT3B, SMCHD1

Bpo>xaeHHble MblleyHble aucTpodun
(B T.4. Mmonatua Ynopuxa-betnema,
cuHgpom Yokepa-Bapbypra,
BPOXAEHHAS MblLlLeYHas AuCTpodus
®Pykysimbl, BPOXKAEHHAS MbILLEYHAS
[ncTpodUs ¢ PUrMOHOCTbIO
MO3BOHOUYHUKQ)

B3GALNT2, B4GAT1, CHKB, COL4A1, COL4A2, COLO6A1,
COL6A2, COL6A3, COL12A1, DAG1, DPM1, DPM2, DPMS,
FHL1, FKRP, FKTN, GMPPB, GOLGA2, GOSR2, INPP5K, ITGA7,
ITGA9, LAMA2, LARGE1, LMNA, MICU1, MSTO1, POMGnNTI,
POMGnT2, POMK, POMT1, POMT2, PLEC, RXYLT1, RYR1,
SELENON, SECISBP2, SIL1, TRAPPC2L, TRIP4, TTN

IuctanbHas MbiweyHas gucTpodus
(B T.4. pUCTANBHAS MUONATUSA
Benanpgepa, mronatua Yppa,
okynodapuHrogucTanbHas
MuonaTtus, muonatns Muowum,
avctanbHas muonatus JaHra,
pucTanbHas muonatusa HoHaka)

ACTN2, ADSS1, ANO5, CRYAB, DES, DNAJB6, DYSF, FLNC,
GNE, HNRNPA1, HNRNPA2B1, HSPB8, KLHL?, LDB3, MATRS,
MYH7, MYOT, NEB, PLIN4, RYR1, SQSTM1, SMPX, TARDBP,
TIA1, TTN, VCP

OkynodapuHreansHas
MuopucTpodus

HNRNPA2B1
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

OucTpodus Smepu-Apeiidyca EMD, FHL1, LMNA, SYNE1, SYNE2, TMEMu43

MuonaTtum 1 ux reHokonuu

ACTA1, ACTN2, CFL2, KBTBD13, KLHL40, KLHL41, LMOD3,
MYO18B, MYPN, NEB, RYR3, TNNT1, TNNT3, TPM2, TPM3

HemanuHoBasa u «kan»-muonartmsa

MuonaTuu co ctepkHem (MuonaTma
LIEHTPANbHOrO CTEPXKHSA, MMOMNATUSA C
MHO>ECTBEHHbIMW MASIEHbKUMMU
CTEP>XKHAMU U Apyrue)

MEGF10, RYR1, SELENON

BIN1, CCDC78, DNM2, MAP3K20, MTM1, MYMK, RYR1, SPEG,

HT A HA9 MNOMNATUA
UeHTpospepHa ona N

MuonaTusa ¢ gucnponopumeii

ACTA1, FXR1, MYH7, MYL2, RYR1, SELENON, TPM3
MbILLIEYHbIX BOMOKOH

MVIOTOHVI‘r'l, napamMmmoToHUA U

o CLCN1, KCNE3, SCN4A
nepuoanyeckuii napanuny

ACTA1, BAG3, CRYAB, DES, DNAJB6, FHL1, FLNC, HSPBS, KY,
MuodupbpunnapHag muonartua LDB3, LMNA, MYL2, MYQOT, PLEC, PYROXD1, SOSTM1, SVIL,
TIA1, TTN, UNCL45B

BpoxkaeHHbIn dpnbpo3

COL25A1, KIF21A, PHOX2A, TUBB3
9KCTPAOKYNSPHBIX MbILLIL|

ACVR1, CLN3, CNTN1, COQ8A, HACD1, HRAS, JPH1, MB,
Ipyrve BpoxxaeHHble MUONATUM MSTN, MYH2, MYL1, MYOD1, PAX7, SGCE, SPTBN4, STAC3,
TOR1A, ZC4H2

MeTtabonuueckme mmonaTuu

BonesHb Momne GAA

BbonesHb Kopu-Popbeca AGL

BonesHb Mak-Apgnsa PYGM

BbonesHb [JaHoHaO LAMP2

BonesHb Tapywm PFKM

Hpyrue 6onesHu HakonneHus ENO3, GBE1, GYG1, GYS1, PGAM2, PGK1, PHKA1, PHKB,
raukoreHa (rMMKoreHosbl) PRKAG2

Bpo>kaéHHble HapyLueHus

rnvkoaununpoeanusa (CDG- DOLK, DPM1, DPM2, MPDU1, PGM1

CUHAPOMbI)

HepgoctatouHocTb auymn-KoA-
OerMgporeHasbl, B T.4. ACADVL, ETFA, ETFB, ETFDH
MHoxecTeeHHas (MADD)

HedpuumT KapHUTUHO 1 HapYLLEHKS

ACAD9, CPT2, SLC22A5, SLC25A20, TANGO2
3-OKWUCINEHUS XXUPHBIX KUCNOT

MuonaTtuu, cBa3aHHbIE C

ABHD5, CAVIN1, LPIN1, PNPLA2, PNPLAS8
MeTabonnMamom nMnuaos
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OTYET O NPOBEAEHHOM OUATHOCTUYECKOM NGS-UCCJIENOBAHUHU

MAHEJIN TEHOB METOOOM NOJIHO3K3OMHOIO CEKBEHMPOBAHUY

MVIOI'IGTVIVI, CBA30HHbIE C

SHepreTMyeckMm metabonuamom, B AMPD1, FLAD1, LDHB, MIPEP
T.4. gedmumt

MunoageHmnnaTaeamMmmHdaAsbl

ADSS1, GLA, LDHA, MCOLN1, MLYCD, RBCK1, SLC16A1, TTR,
VMA21

BonesHu MOHHbIX KaHANoB
(MMOTOHMM M NAPAMUOTOHUM)

Hpyrve metabonuyeckune mmonaTnm

l'eHbl KanbLMeBbIX KAOHANOB (B T.u. ATP2A1, CACNAIS, ORAI, STIM1
cungpom bpogm)

F'eHbl KanMeBbIX KAHANOB (B T.u. ABCCS, KCNJ2, KCNJS
cuHgpom AnpepceHa-Tasuna)

leHbl HATPUEBbLIX KOHANOB (B T.4.

nApamMUOTOHKs, ATP1A2, SCNLA
runepkanueMmyeckmii ’

nepvoauyeckuii Napanuy)

[eHbl XJTOPHbIX KAHAOB (MVIOTOHVIS'-l CLCN1
TomceHa-bekkepa)

Opyrue noHHble kKaHanbI U
cBA3aHHble 6enku (B T.4. CUHGPOM HSPG2, KCNA1, KCNE3, KCNJ18
LWsapTua-kamnena)

BpO)KneHHble MUacTeHuu

CHAT, MYO9A, RPH3A, SLC18A3, SLC25A1, SLC5A7, SNAP25,

MNpecuHanTuueckme SYT2, UNC13A, VAMPI
CuHanTtuueckune AGRN, COLQ, LAMAS, LAMB2
MocTeMHANTYEKME CASQ1, CHRNA1, CHRNB1, CHRND, CHRNE, CHRNG, DOK7,
LRP4, MUSK, RAPSN
[IpUrie BPOKAEHHbIE MHACTEHMH ALG2, ALG14, CHD8, COL13A1, DES, DPAGT1, GFPT1,
PYTMe BpoxA GMPPB, MACF1, PLEC, PREPL, PURA, SCNt4A, TOR1AIP1
MuToxoHgpHanbHbie MUONATUM
(amepHas OHK)
Pennukauusa, penapaumsa 1 DNA2, DGUOK, LIG3, MGME1, MRPS25, NSUN3, POLG,
TpaHckpunuma mTOHK POLG2, PUS1, RNASEH1, TWNK, TYMP, YARS2
OkucnutenvHoe pocdopunupoearHme | CHCHD10, COQ2, COQH, COQ6, COQ7, COQ8A, COQ9,
n metabonmam KopakTopoB COX6A2, FDX2, ISCU, SLC25A4, TIMM22, TMEM126B, TSFM

TpaHcnopT, auHamuka n npoteonus | AIFM1, FBXLY, PTRH2, SLC25A26, SLC25AL2
FASTKD2, GFER, SUCLA2, SUCLG1, RRM2B, TK2, TMEM65,

Hpyrve metabonuueckne nytu TOP3A
Aptporpunos
OucTtanbHbIii apTporpmnos ECEL1, MYBPC1, MYH3, MYH8, PIEZO2, THOC2, TNNI2, TPM2
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MonHbIM andaBUTHLIN cnMcok nccnegyemblix reHoB (277 wr):

ABCC9, ABHD5, ACAD9, ACADVL, ACTA1, ACTN2, ACVR1, ADSS1, AGL, AGRN, AIFM1, ALG14,
ALG2, AMPD1, ANOS5, ATP1A2, ATP2A1, B3GALNT2, B4GAT1, BAG3, BIN1, CACNA1S, CAPN3,
CASQ1, CAV3, CAVIN1, CCDC78, CFL2, CHAT, CHCHD10, CHD8, CHKB, CHRNA1, CHRNBH1,
CHRND, CHRNE, CHRNG, CLCN1, CLN3, CNTN1, COL12A1, COL13A1, COL25A1, COL4A1,
COL4A2, COL6A1, COL6A2, COL6ASZ, COLQ, COQ2, COQH, COQ6, COQ7, COQ8A, COQ9,
COX6A2, CPT2, CRPPA, CRYAB, DAG1, DES, DGUOK, DMD, DNA2, DNAJB6, DNM2, DNMT3B,
DOK7, DOLK, DPAGT1, DPM1, DPM2, DPM3, DYSF, ECEL1, EMD, ENO3, ETFA, ETFB, ETFDH,
FASTKD2, FBXL4, FDX2, FHL1, FKRP, FKTN, FLAD1, FLNC, FXR1, GAA, GBE1, GFER, GFPT1, GLA,
GMPPB, GNE, GOLGA2, GOSR2, GYG1, GYS1, HACD1, HMGCR, HNRNPA1, HNRNPA2B1,
HNRNPDL, HRAS, HSPB8, HSPG2, INPP5K, ISCU, ITGA7, ITGA9, JAG2, JPH1, KBTBD13, KCNA1,
KCNE3, KCNJ18, KCNJ2, KCNJ5, KIF21A, KLHL40, KLHLY41, KLHLY, KY, LAMA2, LAMAS, LAMB2,
LAMP2, LARGE1, LDB3, LDHA, LDHB, LIG3, LIMS2, LMNA, LMOD3, LPIN1, LRP4, MACFI,
MAP3K20, MATR3, MB, MCOLN1, MEGF10, MGME1, MICU1, MIPEP, MLYCD, MPDU1, MRPS25,
MSTN, MSTO1, MTM1, MUSK, MYBPC1, MYH2, MYH3, MYH7, MYH8, MYL1, MYL2, MYMK,
MYO18B, MYO9A, MYOD1, MYOT, MYPN, NEB, NSUN3, ORAN, PAX7, PFKM, PGAM2, PGK1,
PGM1, PHKA1, PHKB, PHOX2A, PIEZO2, PLEC, PLIN4, PNPLA2, PNPLA8, POGLUT1, POLG,
POLG2, POMGNT1, POMGNT2, POMK, POMT1, POMT2, POPDC1, POPDC3, PREPL, PRKAG2,
PTRH2, PURA, PUS1, PYGM, PYROXD1, RAPSN, RBCK1, RNASEH1, RPH3A, RRM2B, RXYLT1, RYR1,
RYR3, SCN&A, SECISBP2, SELENON, SGCA, SGCB, SGCD, SGCE, SGCG, SIL1, SLC16A1,
SLC18A3, SLC22A5, SLC25A1, SLC25A20, SLC25A26, SLC25A4, SLC25A42, SLCBHA7,
SMCHD1, SMPX, SNAP25, SPEG, SPTBN4, SQSTM1, STAC3, STIM1, SUCLA2, SUCLG1, SVIL,
SYNE1, SYNE2, SYT2, TANGO2, TARDBP, TCAP, THOC2, TIA1, TIMM22, TK2, TMEM126B,
TMEM43, TMEM65, TNNI2, TNNT1, TNNT3, TNPO3, TOP3A, TOR1A, TOR1AIP1, TPM2, TPMS3,
TRAPPC11, TRAPPC2L, TRIM32, TRIP4, TSFM, TTN, TTR, TUBB3, TWNK, TYMP, UNC13A,
UNC45B, VAMP1, VCP, VMA21, YARS2, ZC4H2.

2.3. CI'IeLI,VI(I)WvIeCKMe ONATrHOCTUYeCKne orpaHnYeHnd MCHOHngeMOVI naHesnn

B naHenb BknioyeHbl pap reHoB, MMEIOLWMX CerMeHTApPHble AYMIUKALUU, PErMOHbI C BbICOKOWM
romonorueii wunu nceeporeHbl. WccnepoBaHnue paHHbix reHoB Metogom NGS  kopoTkmx
npouteHuii (300 M MeHee nNApP HYKNEOTMAOB) MOXET MPUBOAUTD K  MOMYYEHMIO
NO>KHOMOMOXMUTESNbHBIX U/UNU NOXHOOTPULATENbHLIX PE3YbTATOB. DTO HOMXHO YUMUTbIBATHCS
npu MHTepnpeTaunn gaHHbIx. x nepeueHb NpuBeaeH HUXe:

leH deHoTHN

FHLA MbiweuHas guctpodus / muonartus

FLNC MbiweuHas auctpodus / muonaTtmsa

GOSR2 Bpo>xkgeHHble MbileyHble gucTpodum
HNRNPAT1 dnctanbHog MblweyHasa gucTpodus

NEB Bpo>kaeHHble MblleyHble aucTpodum
TARDBP IductanbHag MblweyHas gucTpodus

TPM3 Muonatusa

TN MbiweuHas guctpodus / muonartus
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Tak>e BaxHo OTMEeTUTb, YTO MeTo[q NGS-CeKBeHMpOBGHMﬂ C HOMBONbLLEN TOUHOCTLIO BbiIIBNAET
HYKNeOoTUAHbIX 3AMEeHbl 1 KOPOTKKe BCTGBKM/ﬂeﬂeLWIVI, B TO BpeM4d KAK B nccnegyembiX reHax
Moryrt O6HGpg)KVIBC1TbCF| apyrue Tunbl NATOreHHbIX BAPUAHTOB — KpynHble aeneunn, aKCnaHCcum
MNOBTOPOB, MO3AUUN3M UINN XPOMOCOMHbIE I'IepeCTpOﬁKVI. B TGGJ’IMLl,e HUXe npencTtaBrieHbl
HO30/10Ir'Mn, KOTOopble MOryt I'IOTpe6OBC1Tb npuMeHeHna danbTepHATUBHbLIX MOJNEKYIApHO-
reHeTn4yeCkKnx MeTogoB Npun oTpnuaTesibHOM pe3ynbtaTe NGS-VICCJ'IGHOBGHVIFI:

3abonesaHue / nokyc Tun BapuaHTa

MbiweyHas guct ngd weHHa/bekk s n nn MNInK Un B reH -
euHas guctpodusa [iowenHa/bekkepa, geneunn/ny ay eHe KpyniHble nepecTpoliki

DMD
MuoToHnueckasa guctpodusa 1 Tuna, ren DMPK OKcnaHcKs NoBTOPOB
MuoTtoHuueckas auctpodus 2 Tuna, reH CNBP OKcnaHcKUs NoBTOPOB
OkynodapwuHreanbHasa mbieyHas guctpodus, reH PABPN1 OKcnaHcKUs NoBTOPOB
BonesHb KeHHeau, reH AR OkcnaHcua NoBTOpOB
JInue-nonaTtouHo-nneyeBas mbiweyHas auctpodus 1 Tuna (MmonaTus MakpocaTtennutHas
Jlanpgyau-LesxepuHa), nokyc D4Z4 4q35 nepecTpoiika
XpomocomHas
Cunppowm geneuun 1p36 P o
nepecTpoika
XpomocomHas
Cunppowm Mpapepa-Bunnu P o
nepecTpoika
MuonaTumn, accoLMMpPOBAHHbBIE C MUTOXOHAPWASIbHLIMWU FEHAMM MutoxonapuanbHas [IHK

2.4. Obwme guarHoctnueckune orpaHndyeHna NGS-metoga

NleTekuma reHeTUUYECKMX BAPUAHTOB MPOM3BOAMIIACH TOSMbKO B Mpenesnax TApPreTHbIX PerMoHoB
(mmMarHocTuyeckoi nadHenun). Meton He nosBonseT BbIABAATbL MHCEPUMWM W Aeneuun AJUHOM
6onee 10 n.H., BAPUAHTbI B MHTPOHHbIX 06naCTAX (30 UCKOYEHMEM KOAHOHMUYECKUX COMTOB
cnnavicudra  +/-10  Hykneotugos), Bapuauuun uucna konuii  (CNV), Bapuaumn anuvHb
MOBTOPOB (B TOM 4UMCfie OKCMAHCUM TPUMETOB), O TAKXE MYTALUMM B FeHaX, Y KOTOPbIX B
reHome cyulectsyetr 6nuM3kuii MO nocnegoBaTtenbHocTM napasnor (nceesgoreH). Metop He
npeaHa3HaYeH ANng onpegesieHvs UMC-, TPOHCMOJMIOXEHUS Map reTepo3uroTHbIX MYyTauui, a
TAKXE [N9 OUEHKW YPOBHA METUIIMPOBAHMUS, BbISIBIEHUS XPOMOCOMHbIX MepecTpoexk,
NOAUMNIOMANM, BbISBEHUS BAPWUOHTOB B COCTOSIHUM MO3auuM3Ma. B saknioueHue BknioueHbl
TONMIbKO BAPUOHTBI, WMMEWME BO3MOXHOE OTHOLWEHWE K KIMHUYECKMM MPOSBEHUAM
nauueHta. B saknioueHnn He npemcTaBneHbl BAPUAHTbI HESAICHOW K/IMHWMUYECKOW 3HAYMMOCTM
0N FeHOB C pPEeLecCUMBHbIM MATTEPHOM HOCMEQOBAHWMA — WX CMAWCOK MOXeT 6biTb
npegocTaBneH Mo 3anpocy. Peaynbtartel vMccnegoBaHusa Moryt notpebosatb BepudukaLmm
ANIbTEPHATUBHBIMU METOOAMMU M KITMHUYECKOrO COMOCTABMIEHMS.

2.5. OnncaHne meToaa CEKBEHUPOBAHUA U BUOMHGOPMATUUYECKOTO AHAN3A

Ananuz JHK nauuveHTa npoeeneH Ha cekBeHaTope HoBoro nokonenusa NextSeq 550Dx, lllumina
(P3H 2021/13216) meTogom MapHO-KOHUEBbIX npouteHuit (2x151 n.H.) co cpegHUM MoKpbITUEM
He meHee 30x. [Ina npobonogroToBkn 6blNA UCMONB3OBAHA METOAUKA CENEeKTUBHOro 3axBATA
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koaupytowmx ydactko [HK (ak3oma). KauyecTBo nonyuyeHHbIX NpouYTEHUIF OLEHWBOMOCH C
nomoubio FastQC. TpummuHr 1 $unbTpauma NpouTeHni ocylecTBNanucb ¢ nomolybto fastp.
Bbino npoBeaeHo BbIPABHUBAHWE HA pedepeHCHYI MOCNefoBATENbHOCTb FEHOMA 4YenoBeka
Bepcun GRCh38.p1t ¢ nomowbio BWA, mapkupoBaHMe AynnvkaToB M OLEHKA KA4YecTBd
BbIPOBHUBAHWUA  ocyllecTBnanocb ¢ nomowbio Picard u  Mosdepth. O6HapyxxeHue
MOHOHYKNEOTUAHbIX ~ BAPUAHTOB, KOPOTKMX BCTOBOK W  fAeneuuii  BbIMOMHANOCH  C
ncnonb3zoBaHnem anroputmoB DeepVariant un HaplotypeCaller. AHHOTOUMS HaWAEHHbIX
BAPWMAHTOB ocyLiecTenanace ¢ nomoubio OpenCravat n Ensembl Variant Effect Predictor no
BCEM M3BECTHbIM TPAHCKPUMTAM Kaxporo reHa u3 6a3bl RefSeq, ans onucanua BapuaHToB
ucnonb3zoBanacb HomeHknatypa HGVS. [na oueHkM nNATOreHHOCTU BAPUAHTOB 6binu
ncnonb3oBaHbl kputepun ACMG, B Tom uncne reH-cneundurueckne pekomeHgauuu. B kauectse
nonynsunoHHol 6a3bl AaHHbIX ucnonb3osanca gnomAD vi.1.0, ana npeackasanusa abdekta
BAPWMAHTOB MCMONb3oBAnuMcb WHcTpymeHTbl AlphaMissense, PROVEAN, CADD, SpliceAl wu
apyrue. Tun HacnepoBAHMSA BAPUAHTA M ACCOLMUPOBAHHbIE $eHOTUMbI BbiNM AAHBI C MOMOLLbIO
6a3bl gaHHbix OMIM, ClinGen, LOVD, ClinVar, HGMD u gaHHble HayuHbIx nybnukaymii.
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