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1. lMNaroreHHble BapUaHTbl HYKNEOTUAHOW NOCNeA0BaATENbHOCTH, ABNAOWMeCcA Haubonee
BEPOATHOM NpuuMHOM 3abonesaHms.

lew Nonowewnune Fevorun [3x3oM (NMonoweune 8 | 3ddexr Yacrora PedepencHan Fnybuna
(GRCh37/hg19) KAHK annensa* NOCNEAOBATENBHOCTD |NPONTEHMA

DMD |chrX:32380983G>T [T |37 [c.5247C>A |p.(Cys1749Ter) [w/a NM_004006.3

*Jacmomer annenel npuaedenmsr no 6aie Genome Aggregation Database (gnomAD) (Qomnere no 125748 3x3omoe u 15708 2emomoa).
H/0 = Hem daMMbix (Me onucan)

MHTEPMNPETALIUA

Y Kapacesa HApocnasa [JeHMcosu4a nNpoBeaeH NOMCK NaTOréHHbiX BapMaHTOB, aCCOUMMUMPOBAHHbLIX C
HacneacTBeHHbIMKM dopMamu MblledHon auctpodumn, obycnhoBneHHbIMKU BapuaHTamu B8 reHax DMD,

CAPN3, EMD, SGCG, SGCA, SGCB, SGCD, TCAP, FKRP, POMT1, POMTZ2, ANOS, FKTN, ISPD, LMNA, CAV3,

DAG1, POPDC3, FHL1, GAA, PLEC, POMGNT1, POMGNT2, GMPPB, HNRNPDL, GNE, FKBP14, DYSF,
DNAJB6, BVES, TRIM32.

BbiasneH onmMcavHbiM paHee Kak natoreHubln (HGMD ID CM179710), a Takxe 3aperncTpupoBaHHbii B

base pavubix LOVD (#0000645965) Kak NnaToOreHHbli BapuaHT HYKNEOTUAHOW NOCNeAO0BaTeNbHOCTH B
aKk3oHe 37 reHa DMD (chrX:32380983G>T) 8 reMM3UIrOTHOM COCTOAHUMK. [laHHbIN BapUaHT NPUBOAUT K

HOHCeHc-3ameHe (NM _004006.3: ¢.5247C>A, p.(Cys1749Ter)) u nosBneHUo npexaespemeHHoro
TEPMUHMPYIOWErO KOAOHA. BbIABNEHHbIW BapMaHT HYKNEOTUAHOW NOCNeN0BATEeNbHOCTM He

3aperucTpuMpoBad B KOHTPONbHbIX Bbibopkax Genome Aggregation Database (gnomAD v.2.1.1).
HOHCeHCc-BapuaHTbl B reHe DMD 8 reMU3IMroTHOM COCTOAHMKU ONUCAMbI Y NALMEHTOB MYMCKOIro nona c

MmbilweyHon auctpoduen AwwenHa (Duchenne muscular dystrophy, OMIM:310200), mbiwe4HOM
nucrpoduen bexkkepa (Becker muscular dystrophy, OMIM:300376) » y nauymMeHToB ¢ X-cuenneHHom
dopmon annataunmoHHon Kapamomuonatum 3B tuna (Cardiomyopathy, dilated, 3B, OMIM:302045). B
CBA3W C 3TMM [AHHbIA BapuWaHT cneayeT pacuUeHMBaTb Kak NaToOreHHbln, asnawowmucs Hambonee
BEPOATHOW NnpuynHou 3abonesanma y npobanaa.



OueHKa KAMHWUYECKOW 3HAYMMOCTU (NAaTOreHHOCTM) BbLIABNEHHbLIX BAPWMAHTOB NPOBOAMNACL Ha
OCHOBAHUM POCCUUCKUX PEeKOMEeHAaAUUW ANA UMHTepnpeTauMm AaHHbIX, NONYYEeHHbIX MeToAamMMu
MaCCoOBOro napannenbHoro cekseHuposamvma (MPS).

KauHuuyeckoe 3aknuyeHue no pesynbraram AaHHOro UCCnepoBaHMa MoXKer BbiTe AaHO TONBKO
BPaYOM-reHEeTUKOM.

AHann3 [IHK nauuweHTa nposeneH Ha cekBeHatope Hosoro nokonexwua NextSeq/MiSeq meroaom

NapHO-KOHUEeBOro YreHus. Ana npobonoAroToOBKM MCNONB30BAHA TEXHONOMMA YNbTPaMYNbTUNNEKCHOW
MUP conpaxeHHas ¢ nocheayowmm ceksesuposanwuem (ParSeq™). AHanu3 nposegeH c

MCNonb3oBaHuem Kactomuon nasenu «Limb-Girdle Muscular Dystrophies» Bknoualowen koampyowme
nocneposarenbHocTn redos: DMD, CAPN3, EMD, SGCG, SGCA, SGCB, SGCD, TCAP, FKRP, POMT1,

POMT2, ANOS, FKTN, ISPD, LMNA, CAV3, DAG1, POPD(C3, FHL1, GAA, PLEC, POMGNT1, POMGNTZ,
GMPPB, HNRNPDL, GNE, FKBP14, DYSF, DNAJB6, BVES, TRIM32.

[InA Ha3BaHWA BbIABNEHHbIX BAPUAHTOB MCNONbL30BaNacb HOMEHKNaTypa, NpeacTaBNeHHan Ha cauTte
http://varnomen.hgvs.org/recommendations/DNA 20.05.

ObpaboTKka AaHHbIX CEKBEHUMPOBAHMA NpoBeaeHa C UCNONb30BaHMEM nporpammuoro obecneveHus
ngs-data.ru [6].

Ona OUEeHKM NONYNAUMOHHDLIX YACTOT BbIAB/IEHHbLIX BApPWAHTOB MCNONb30BaHbl BbIOOPKM NPOEKTOB
«1000 reHomos» n Genome Aggregation Database (gnomAD v.2.1.1). nA OUEHKW KAMHUYECKOM

PeNeBaHTHOCTU BbIABNEHHbIX BapuMaHTOB WUCNONb30BaHbl Basza aAadHbix OMIM, 6a3a apaHHbIX NO

natoredHbim Bapuantam HGMD® Professional sepcua 2025.1, cneunanusmpoBaHHbie 6a3sbl AaHHbIX NO
OTAeNbHbIM 3aboneBaHMAM (NPU HANWYUKN) U NUTEPATYPHbIE AaHHbIe. B 3aKNI04YeHMe BKNKYEHbI TONBKO

BAPWMaHTbl, MMerwmne BOSMOXHOE OTHOWEHWE K KTUHWNYEeCKMM NPOABNAEHMAM Y NaUMEeNHTa.

OrpaHu4eHna MEeTOANKK: METOA He NO3BONAET BbIABNATL MHCEepUMKM U aeneunn anmHon bonee 10 n.o.,
MYTaLUMKM B MHTPOHHLIX 0bnactax (3a UCKNKYEHUEM KaHOHMYECKMX CAaUTOB CNNAWCUHIa), Bapuauumu

O/TMHbI NOBTOPOB (B TOM YUCNE IKCNAHCUKM TPUNNETOB), Bapuauun ANUHHbLI romononmmepos (bonee 4
HYKNEOTMAOB), a TaKXe MyTauMm B reHax, y KOTOpbIX B reHome cyuwecrsyer 6au3kmn no

nocneaosaTtenbHocTU napanor (ncesaored). Meroa He npeaHasHayvYeH aAna onpeaeneHmsa UMc-, TpaMc-
NONOMEHMA NAp reTepo3nUroTHbIX MyTaUUK, a TaKXKe ANA OUEHKW YPOBHA METUNIMPOBAHUA, BbIABNEHUA

XPOMOCOMHbIX NEePecTpoeK, NOAUNNOUANMK, BbIABNEHUA MYTaUUA B COCTOAHMU MO3aULM3MA.
CBEAEHMA O KAYECTBE MCCNEAOBAHUA

Cpeanana rnybmMHa nOKpbITUA BCex Koaupylowumx obnacren no AadHbim nporpammbl NGSData

cocrasnsaet 800,0, wmupuHa nokpbitka (x10) — 99,4%.
B tabnauue npeactasneHbl réeHbl € HENONHbIM NOKPbITUEM, NOKPLITUE OCTANbHbLIX FEHOB COoCTasnser

100%

lew ' Tpanckpunr ’ Homepa auaouos—c I!OK;MT”Q; ’ HouTepa IK30HOB, NOKPLITHLIX
| - al -~ AWAY | HaCTMYHO
EMD | NM_000117 | 2,6
DAGI AM_OOLIG_&}Q% o | r o |5
PLEC NM 201380 _ | 17,28, 31
' POPDC3 | NM_022361 “ | 2
| FKTN | NM_001079802 | 2 | 3
POMT2 | NM_013382 | 10 |
GNE | NM_001128227 | | 10,8
SGCA | NM_000023 6

o



lew TpanckpunT Homepa 3K30HOB C NOKPbLITUEM Homepa 3K30HOB, NOKPbLITLIX
| ' x<10 | 4acTHuHO

DYSF | NM_001130987 | 13

ANO5S NM_213599 21,22

CCbIZTKU HA UCNOJ/Ib3OBAHHDBIE BA3bl AHHDBIX U IUTEPATYPY

http://www.omim.org/

Rl o o

http://www.ncbi.nlm.nih.gov/snp/

https://portal.biobase-international.com/hgmd/pro/all.php
http://gnomad.broadinstitute.org

https://www.gene-talk.de
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