(F] GENETICS

ANropuT™M MoneKkynsipHo-reHeTM4eCcKou
ANarHOCTUKMU

3abonesaHue ¢ Hecneuudmueckon
KIIMHUYECKOM KapTUHOM, HEACHDIN

OcobeHHOCTH Cneuunduyeckas

KITIMHUYEeCKada KapTUHa,

KnuHuyeckas kapTuHa,

KTMHUYECKOMN KapTUHbI No3BONFI0OWas 3anogo3puUTb rpynny

3aboneBaHus No3BoONAOLLLAs NOCTaBUTb 3aboneBaHui, Unu 3abonesaHue, AMarHos.
TOYHbIM AMarHo3 NpPY KOTOPOM OMMUCaHbl MyTaLMK
OTpuuaTenbHble pesynbTaThl
B HECKONbKMX reHax 5

uccnenoBaHus naHenen reHos u/mnu
CeKBEHWPOBaHMS 9K30Ma

Uenb OHK [ToncK naToOreHHbIX BApUaHTOB [MonCcK NaToreHHbIX BAPUAHTOB B reHax, aCCoOLMUPOBaHHbIX

ANarHOCTUKH B reHe, acCCoOLMNPOBAHHOM ¢ 3abonesaHneM/rpynnoi 3abonesaHuit, COCTOSHUAMMU CO CXORHOM

c 3abonesaHnemM KIMHUYECKOMN KapTUHOMN

Bo3Mo>KHble MeToabl
uccnepgoBaHus

[anbHeMlwwue 3Tanbl
AMarHOCTUYECKOro
noucka

MOMCK YaCTbIX TOUKOBbBIX MyTaL i
METOLOM NPSMOro CEKBEHUPOBAHMA
(ecnu Takune onucaHbl)

Mouck peneumm nnn gynnukaumm
B reHe (ecnu Takue onucaHbl)
metogoM MLPA unu XMA

UccnepoBaHue yncna
TPUHYKIEOTULAHbBIX MOBTOPOB
(ecnv ons reHa onucaH AaHHbIN
MONeKySIPHbIN MexaHU3M)

AHanus MeTUNUPOBaHMS
(ecnv ons reHa onucaH AaHHbIN
MONeKySIPHbIN MexaHU3M)

MccneposaHune reHa MetogoM NGS
(npu 6onblmnx pa3Mepax rexa,
OTCYTCTBMM YaCTbIX MyTaLuH,

HEe OMMUCaHHbIX KFOPAYMX»)

Wccneposatue reHos MeTopoM NGS

Mopbop y3KoHanpasiieHHOM NaHenu

Wccneposatue reHos MeTopoM NGS
KnuHuueckoe
CeKBeHUpoBaHUEe 2K3OMa

Wccneposatue reHos MeTopoM NGS

MonHoe cekBeHMpPOBaHME IK30OMa

WUccnepoBaHue reHos MeTogoM NGS

MonHoe cekBeHMpoOBaHKe reHoMa

Mowuck geneuuin unm oynamkaumum
mMeTogoM XMA

MccnepoBaHue reHos

1 HekoaupyioLmx obnacremn
MeTonoM NGS (nonHoe
CeKBEHWMPOBaHWE reHoMa)

[eTekumna Bapuaummn Ymcna Konum
(neneunn/pynnnkaunmm)

NccnepoBaHue
MUTOXOHLPWUaNbHOIO reHoMa
1 6onesHel aKCnaHcum

KoHcynbTauma reHeTuka Unu HanpaBuBLLEro crneumanmcTa ¢ pesynbraTaMu UCCnegoBaHus.
CooTHeceHune Halji,D,eHHOI'O BapMaHTa C KIMHUYECKNUMU NPOABAEHUAMN 3aboneBaHua (d)eHOTMI'IOM),
BblgBI€eHNE KINHNYECKN 3HAYNMOro BapMaHTa

Mpyu OTCYTCTBUM 3HAYUMbIX 4119 NALMEHTa BAPUAHTOB,
U1 NONHOCTbIO OTpULUATENNIbHOM pe3ynbTaTe AUarHOCTUKU —
Bbl60p Apyroro MetToga nccnenoBaHuda

MpK OTCYTCTBUM 3HAUUMBIX ANs NaLUEHTa
BapUaHTOB, UN NONMHOCTbLIO OTPULATE/IbHOM
pesynbTate AUarHOCTUKU — MOBTOPHbIN
61OMHPOPMATUHECKUI aHaNM3 AaHHBIX

CEeKBEHMPOBaHMUSA reHoMa Yepes 2-3 roga

Mpw BbISBNEHUM 3HAYMMOrO BapuaHTa, HalaeHHoro MetofgoM NGS Heo6xo4MMO NoATBEPXKAEHUE
MyTauun pedepeHcHbIM MeTogoM. Hanpumep, XMA ang geneumi v gynavkauuu, npamoe
CeKBEHMPOBaHWE AN TOYKOBbIX MyTaLui.

O6Cﬂeﬂ,OBaHMe pO,EIMTeJ'Ieﬁ ANa YCTAaHOBNEHNA NPOUCXOXKOEHNUA NAaTOMr€eHHOro BapuaHTa.
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