leHomHbIe uccriedosaHusi mpebyrom obpabomku MusIUoOHO8 eapuauud,
UHGhopmayusi 0 KomopbiX pa3bpocaHa o pas3nuyHbiM 6a3am OaHHbIX, a
UHoeda U 8o0bue omcymecmeyem.

OCHOBHbIe (PYHKLUM :

a) nokasblBaTb MHOPMaLUIO O Bapuaumsx ns
HECKOMbKNX NCTOYHUKOB,

6) OTUNBETPOBbLIBATL TONMLKO Camble BaXHble
Bapuauun,

B) NPOrHO3MpoBaTb HEN3BECTHbIE AP PeKThI
Bapuaumn.

SNP Toolbox

C nomMowbro nNpo2paMmMbl MOXXHO:

1. MNonyuntb ncdepnbiBaoLyo MHOpMaLunio 06 O4HOM U HECKOMBbKMX Bapuaumsx,
BKITHOYAs JTOKanM3auumio, 4acToTy BCTPE4YaeMOCTU B MONYNSILMK, CBSI3b C HOMNE3HSIMM,
OLIEHKM noBpexaatoLero adpekra.

2. BusyanusupoBaTb pacnorioxXeHue Bapuauuin B reHome C NOMOLbIO
MacLTabupyemoro rpadguyeckoro uHtepderica.

3. U3 cnncka Bapraumii unv reHotuna naumeHTa Bolbpartb Bapuauum, Hambonee
WHTEpPECHbIe AN AMarHOCTUYECKUX UMK NCCnenoBaTenbCknx 3agay:

a) cBA3aHHbIE C KakMM-Nnbo 3aboneBaHMeM UK rpynnon 3aboneBaHuni
0) HOBbIE, eLle He onucaHHble B 6azax JaHHbIX

B) C NoBpexaarLmm 3eKTOM, Kak U3BECTHbLIM, TaK U NPeAcKa3aHHbIM
r) peoko BCTpevarolumecs B Nonynsumm, unmn Haobopor, Yactble

[) pacnonoXeHHble B 3a4aHHOM paioHe XPOMOCOMb!

e) JIOKalin3oBaHHblIE B onpenesieHHbIX yd4aCTKax reHoB.

Busyanusayusi u aHHomauyus - om yesioli XpoOMoCcoMbl 00 2eHa U eOUHUYHOU
eapuauuu.
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Lllae 1 - 3arpyaeTcsa CnMcok Bapuauui B NloOOM OOCTYNHOM dpopMare
(veg, gvf,...) nony4deHHbix B nto6om nccnegosaHum (NGS u CaHrep-
CeKBEHVpPOBaHWe, MUKPOYMMNOBbLIA aHanm3), Bkntodas 23andme n 1000
Genomes.

LLlaz 2 — MNMpuMeHATCS MHTEpPEeCyoLLMe NPOrpaMMHble OUNBLTPLI A4S
oT6opa Bapmauun (No Tuny 3abonesaHni, MO M3BECTHBLIM KITMHUYECKUM

acpbektam, 1 np.)
Lllaz 3 - BblgaeTcsi OTYET - Kak CMCKOM, TaK M NO KaXaou Bapuauumu.

Ob6beanHeHHasa 6a3a AaHHbIX
cobpaHa U3 MUpPO8bIX UCMOYHUKO8 U peayrisipHO 0bHoernssemcs

Bapuauuum - dbSNP TeHbl - UCSC, HGNC EBonesHu - OMIM, GAD, ClinVar
Pucku akcnepumenTtansHele - SNPedia Puckn pacyetHeie - SIFT, PolyPhen2

rnodkn4yeHue criedyroujux bas rnpodosrmkaemcsi




HesaBncmmocTtb nonb3oBaTtensi

« OcHoBHOM hyHKUMOHaN pabotaeT 6e3 NOAKOYEHNST K UHTEPHETY.

« AHanuaupyemble faHHble BCErga oCTalTca Ha KOMNbloTepe
nonb3oBatensd, obecneunBasi KOHPMAEHUNANBHOCTb

e VIHTepHeT Hy>xeH ToNbKOo ANS: a) Nnepnoanyeckoro ob6HoBNeHUs
BHyTpeHHeln 6a3bl 6) npocmMoTpa AeTanemn no ccbinikam

PacwunpeHuns 6azoBoun Bepcumn
018 pa3fiuyHbIX rMpakmu4yeckux 3aday

B 3aBucmocTy oT noTpebHOCTEN Ballero nccrneaoBaTenbCcKoro npoekTa

NN OUarHoCTUYECKMX CEPBUCOB Mbl Npeafaraem LUMPOKNUIA CNEKTP

pacLUMpEHNN:

- NHTEerpauus 4ononHUTENbHbIX 6a3 AaHHbIX,

- pobaBneHne n HacTpoKrka AONONHUTENbHbBIX MHTEPJENCOB,
UNLTPOB U OTYETOB,

- UHTerpauus ¢ gpyrumum MeguuuHCKMMn cuctemamm,

- aHanu3 NpPoTSHKEeHHbIX Bapuauumni n nHcepumn/geneumn.

Mpumep :

B 2013 r coBmecTHOo ¢ MUull COPAH
paspaboTtaHa cuctema SNP-MED ans
KOMMMEKCHOW OLeHKN BRMSIHUA Bapuaumi Ha
perynsTopHble palioHbl FTeHOB,
TEPMOCTabunbHOCTbL GENnKoB, FeHHblE CEeTW.
LLlecTb anropuTMoB OLIEHKK, pa3paboTaHHble
YYEHbLBIMWU MHCTUTYTA, YCNELWHO
npoTecTUpOBaHbl Ha Bapuayumax
aCCOLMNPOBAHHbIX C COLManbHO-3HAa4YMMbIMU
3aboneBaHNAMM .

Bema-eepcusi SNP Toolbox docmynHa no 3anpocy Ha
snp-dev@unipro.ru
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[ @eHOMHbIE Bapuauuu -
9KCMEPTHbIN aHann3

MOJIHOTA N AOCTOBEPHOCTb

Bce HagexXHIg SN OOBblIEe NCTOYHNKN
- B QuEiE@M NpoayKTe

Lns nepcoHarnbHOU 2eHOMUKU U MeOUUUHbI -
8 MPUKIIaOHbIX U ghyHOaMeHmarslbHbIX
Hay4HbIX uccredo8aHusix
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