lNpaKTUyecKkana WKo/Ma N0 CeKBEeHNPOBAHUIO U

Paspen 1.

reHotunuposaHuio 1HK

NOArOTOBKA OBPA3LOB A1 AHA/IU3A AHK

Teopwua OteuyecTBeHHble pa3paboTku B 06aacTn cekBeHuposaHua AHK
0630p CyLLECTBYIOLNX PELLUEHMI OT KOMMNAHUK «CUHTON»

Teopusa BBegeHue B KanuansapHblii anekTpodpopes
MpuHumMn metoga. Yctpoictso npnbopa HaHodop 05. MeanumnHckmne
NPUIOXKEHUA CEKBEHMPOBAHUSA U dparmeHTHoro aHaamsa AHK

MpaKkTnkKa Boiaenenue AHK
MpobonoaroToska u BblgeneHne HK n3 6yKkanbHOro anuTenuns Ha
aBTOMaTMYecKoM ctaHumu «Konmbpm»

MpaKkTnkKa U3mepeHue KoHueHTpauum AHK
N3mepeHne KoHueHTpauuu OHK Ha npubope «QUBIX» ¢ mMcnosb3oBaHUEM
HabopoB «CuHKBaHT HS AHK», «CuHKBaHT BR AHK» 1 Ha npnbope ATnpaim I
C ucnonb3soBaHuem Habopa «RealQuant H3 R»

MpaKTuKa nup
MoarotoBKa peakuMOHHOM cMecu gaa aMnandUKaumMm KAMHUYECKU 3HAUYMMOTO
perMoHa reHoma 4esioBeKa. 3anycK MNporpammbl TEPMOLMKAMPOBAHMA HA
npubope ATKnaccuk

Paspen 2.

CEKBEHUPOBAHUE AHK METOAOM CEHIEPA

Teopwua

BBegeHune B XMMUIO peaKkLun CEKBEHMPOBaHUA

MpuHuunn cekseHnposaHua JHK metogom CeHrepa. Cxoactea un otanyma MUP

W peakumnn cekBeHnposaHua no CeHrepy. Pabounit npouecc (meton CeHrepa)

NnpW CEKBEHUPOBaHMM NAa3MUAHOM U reHomHon OHK.

= BbigeneHune AHK Habopamm «M-Copb» n «M-Copb-ABTOMAT» Ha CTAHLUM
BblAe/IeHNA HyKnenHoBbIx KucaoT « COLIBRI».

= Ouuctku MNLP npoaykta: ExXoSAP, KONOHKM, U3 arapo3HOro rens, Ha
MarHUTHbIX YacTmuax (Habopsbl «Colgen» u «SynMag»). Kak BbibpaTb
NpaBW/bHbIN CNOCO6 OYNCTKM?

= OueHKa Koan4yectsa U Kadectsa MLUP npoaykTa. OLeHKa KOHLEeHTpaLmm
MNUP npoayktoB Habopom «CnHKBaHT HS [JHK» ¢ nomolubio dayopumeTpa
QUBIX.

= TloCTaHOBKA peakLuMmM CEKBEHMPOBaHUA. Bbibop nparimepa ann
cekBeHMpoBaHUA. COCTaB peaKunn CEKBEHMPOBaHMA N YCNOBUA
TEPMOLMKNMPOBaHUA — paboTa ¢ HAbOPOM A1 CEKBEHMPOBAHUSA
«GenSeq». KoHTpou peaKkumm cekBeHnposaHua/ Troubleshooting.

= 0630p METOA0B OYNUCTKM NPOAYKTA pPeaKL M CEKBEHUPOBAHMA, NAIOCHI U
MUHYycbl (Habop «SegMag»).



= [oaroToBKa obpasua K 3arpyske B npubop.
PekomeHAaUMK NO XpaHEHUIO PeaKTUBOB M NPOAYKTOB Peakumnm
CEeKBEHMPOBaHUA

MpaKTuKa

Ouucrtka npoaykros MLP
Ounctka npogyktos MLUP ¢ nomowbto Habopa «SynMag» Ha MarHUTHbIX
YyacTmuax

MpaKkTnka

U3mepeHue KoHueHTpauuu npoaykros MNMUP
N3mepeHune KoHueHTpaumm npoaykToB MNLUP Ha npubope «QUBIX» ¢
ncnonb3oBaHMem Habopos «CnHKBaHT HS IHK», «CuHKBaHT BR HK»

MpaKTuKa

Peakuua ceKkBeHUpoOBaHUA

MoAaroToBKa peakUMOHHOW CMecK ANA ceKBeHUPOoBaHMA No metoay CeHrepa ¢
ncnonb3oBaHMem Habopa «GenSeq». 3anNyck NPorpaMmbl CEKBEHMPOBaHMA Ha
npubope ATKnaccuk

Teopus, NpaKTUKa

MporpammHoe obecneyeHne gna aHaAn3a AaHHbIX

0630p Nporpammbl 41a aHaNM3a AaHHbIX CeKBEHMpPOBaHMA Mutation
Surveyor® software. 0630p Hanbonee yacTbix Npobiem cekBeHMpoBaHusa AHK
no CeHrepy. leMoOHCTpaLMa AaHHbIX. PaboTa c nporpaMmHbIM obecneyeHnem
B rpynnax

MpaKkTnkKa

OuKnCTKa NPOAYKTOB peaKkLmum CeKBEHMPOBAHUA
OuunCTKa peakunmn CEKBEHMPOBAHMA C MOMOLLbI0 Habopa «SegqMag»

Teopua

Ynpasnsiowas nporpamma «HaHogop 05»

0630p nporpammbl «HaHodop 05». 3apaHme KaambposoK npubopa.
Mporpammbl — NOMOLHKUKM (06CyKMBaHWe Npubopa). Cnocobbl 3aaaHus
aKcnepumeHTa (cekBeHnpoBaHue, pparmeHTHbIN aHanns). MOHUTOPUHT
TEKyLLEero coctosHmA npubopa. MpocMoTp CbipbIX AaHHbIX B peasibHOM
BpPEMEHMU

MNpakTKKa

3anyck aHaaun3a Ha reHeTUYeCcKom aHanusatope HaHo¢op 05
3arpysKa O4YMLLEHHbIX NPOAYKTOB peaKLMM CEKBEHMPOBaHMUA B Npnbop
HaHodop 05. Co3gaHne npoekTa aHaan3a. 3anyck KanuaiapHoro
anektTpodopesa




Paspgen 3.

®PATMEHTHbIA AHANU3 OHK

MpaKTnKa

AHanus pesynbratoB ceKBeHupoBaHue [JHK
AHanNM3 Nony4YeHHbIX AaHHbIX. CamocTosTenbHaa paboTa c nporpaMmHon ana
aHanM3a AaHHbIX

Teopwus

BeeaeHne B xumuio ¢PpparmeHTHoro aHanusa [AHK, npuHumnbl aHanusa
OaHHbIX

Yto Takoe ¢parmeHTHbIM aHanm3? Tunbl dparmeHTHOro aHasnamsa, pabouumi
npouecc PA. MNonyyeHne meyeHbix ¢parmeHToB. MpuHunn PA. CtaHaapTbl
MONEKYNAPHBIX Macc. MPUHLUN MyIbTUNNEKCUPOBAHMA MeYeHbIX GparMeHTOB
B OAHOM Kanunnspe. lNaHenun, mapkepbl, BUHbI. OTHOCUMTENIbHAA NOABUMKHOCTb
dparmeHTOB, OnpeaeneHue, cneacteusa. OnTumusaums ycaosuit  MLP.
OnTMMM3aUMA YCNOBUIA KanUANAPHOTO anekTpodopesa, peweHne npobaem
(RonmyectBo  obpasua, ¢opmamua, INEKTPOKMHETMYECKAA WHbBEeKUUsA,
mexaHM3m obpasoBaHua pull-up NMKoB 1 cnankos npu nposeaeHnn GA)

MNpakTKKa

NUP ana ¢parmeHTHoro aHanmsa AHK

MoctaHoBKa MNUP Ha Habope peareHToB «CnHApom HKunbbepa (Gilbert
Syndrome)» ana onpeaenernna konmdectsa TA-NOBTOPOB B MPOMOTOPHOW
obnactu reHa UGT1A1 meTogom KanuanapHoro anekTpodopesa

MoctaHoBKa MNLUP Ha Habope peareHToB «MSI» Ans BbIABNEHUS COCTOAHUS
MMKPOCATEN/IUTHOMN HECTaOUNBHOCTU METOAOM KanuaAPHOro
anekTpodopesa

MNpakTKKa

3anycK aHanu3a Ha reHeTU4eCKOm aHanusatope HaHodop 05

MoarotoBKa Npob A/1a aHanU3a: NPUroToB/IEHME NPEMMKCa PAa3MePHOro
cTaHgapTta u DI-FA dopmamnga, ob6beanHeHne annkeoT npoayKTos MLP u
NpemMUKca B 3arpy3odHom naaHweTe. JeHaTypauuns obpasuos. 3arpyska npob
B Nnpunbop HaHodop 05. Co3gaHne NpoeKTa aHaAM3a. 3anycK KanuanspHoro
anektTpodopesa

Teopwua, npakTuKa

MNporpammHoe obecneyeHne AnA aHaNAU3a JAHHbIX

0630p Nporpammbl g aHann3a AaHHbIX pparmeHTHOro aHaausa JHK
GeneMarker® software. MpuaoxkeHua ¢parmeHTHoOro aHanmnsa JHK.
JeMoHcTpaums gaHHbIx. PaboTa ¢ nporpammHbiM obecrneyeHnem B rpynnax

MpaKkTuKa

AHanus pesynbratosB ¢pparmeHTHOro aHanmsa AHK
AHanms nonyyeHHbIX gaHHbIX. CamocToaTenbHas paboTa ¢ nporpammHon aas
aHanu3a AaHHbIX




Paspen 4.

MACCOBOE NAPANNENBbHOE CEPBEHUPOBAHUA B KTMHUYECKUX
3AAAYAX

Teopwusa 3anycK LMKAa CEKBEHUMPOBAHMA TapreTHOM NaHeAn reHoB, aCCOLLMMPOBAHHbIX
C pa3BUTMEM OMYXOJIEM MOJIOYHbIX XKe/e3 U AMYHUKOB Ha naatdopme
«HaHodop CIMNC»

0630p NpMHUMNA CEKBEHMPOBAHUSA NYTEM CUHTE3a HA NpUMepe NaaTPopMbl
«HaHodop CMNC»

Llenn TapreTHOro CeKBEHMPOBAHUA: AMMNJIMKOHHbIE NAHENN VS.
I'VI6pM,CI,M3aLI,MOHHbIl7I 3axBarT; KJ'IMHM‘-IeCKMG/MCCﬂe,D,OBaTel]bCKMe 3a4ayn.

ApTedaKTbl U UICTOYHUKM OWMBOK: Npalimep-anumepsl, off-target, nHaeKkcHas
nepeKkpécTHas KOHTaMUHaums, ayo6amnkatol MLP.

MeTagaHHble (MHTepBasibl UCCNEAYEMbIX PETMOHOB, pedepeHCHbIN reHoMm)

CTpyKTypa AaHHbIx: BCL - FASTQ, nHAeKcHble paiinbl, sample sheet.

NOATrOTOBKA OKPYXEHUA N OLLEHTA KAYECTBA AAHHbIX

Teopwua, npakTuka OpraHM3auma NpoekTa, noaydyeHune pedepeHca u nHAEeKcaums
OugeHKa KayecTBa BbIXOAHbIX AaHHbIX «HaHodop CMNC»
TpummMmUKHI aganTepos, obpe3Ka Mo KayecTsy M MMHUMANbHOW ANIMHE
BbipaBHMBaHWe U nogrotoska BAM
MNocTtobpaboTka U MHAeKcauus
MapKnpoBKa Ayn/inKaTos

OLI,eHKa NOKPbITUA TapreTHbIX permoHoB

Pa3pen 5.

MOUCK, ®PUNbTPALUA U AHHOTALUUA HACNEACTBEHHbIX
BAPUAHTOB

Teopus, NpakTMKa TuNbl BAPUAHTOB: OAHOHYKNEOTUAHbIE BAPUAHTbI, MHAEbI
dunbTpauma u Hopmanmnsauma ¢aiaos ¢ BapnaHTamm
AHHOTaUMA U UHTEpPNPEeTaLMA BapnaHTOB
Busyanumsauus B reHOMHOM bpaysepe

KpuTepun natoreHHOCTU Ha CIeACTBEHHbIX BapUaHTOB



NMoaseaeHue utoros LLIKOAbI




