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Uacmeb I, eecHa 2008. [lnaH Kypca

[Tonmmopduam reHoma Yenoseka. OQHOHYKNEOTUOHbIE
nonmmopdusmel (SNP) 1 mytauum, nx Tunel 1 ponb B
MOPMUPOBAHNN PEHOTUMA.

MeHpeneBckue 3aboneBaHns. CrnoxHble 3abonesaHus.
[Tpumepsbl. AccouunaTnBHbIE UCCNEOOBAHWS.

[1peackasaHue adhdpekta MyTaLmm C NOMOLLbIO
BbIYMCIUTENbHbLIX METO/I0B.

KoHcTpympoBaHue nexkapcts. OCHOBHblE TpebOBaHMUS K
nekapcteam. onck 6enkoB-MyULLEHEN 1 BbIMUCIIUTENBHOE
KOHCTPYMPOBAHWE MHIMOUTOPOB.

LNononHuTenesHble TeMbl: 0bcyxaeHne. GATTACA.
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MeouuuHa vSs 380/1t0UUS

DBOMIOLNS:

*

nepenayva reHeTn4yeckoro marepuana
* OTCYTCTBME «HOPMArbHOIO COCTOSHUSY
MeauLmHa:

* 3aboTta 00 «0bonoyke»

* CyLLEeCTBOBAHWE HOPMbI



MeouuuHa vSs 380/1t0UUS

MeOuumHa — 3BONKOLINK:

* [laHHble 0 dheHOTMNAX

OBONOLINSA — MEAULIVHE:

* Umo delicmeumernbHo a8n19emcs 3abonesaHuem?
(HenepeHoOCMMOCTb NMaKTO3bI)

* HenpucobneHHocmb mesn K cospeMeHHoCMU (OXUPEHMe,
acTtMma, OHKOMOrusl, penpoayKT1BHas MEAULNHA)

* VIHGbeKyus ¢ moYKU 3peHuUs namoaeHa (KO3BONoLMS
naToreHa, xocta 1 papmaLeBTUYECKON NHAYCTPUN)

* Terno Kak cucmema «COepeK U Npomueosecos»
(dpeHOTUNMYECKME NPU3HAKK SBMSIOTCH KOMMTPOMUCCOM)



...[eHoMmuka!

..caccagctcctgtgGggggaggccctgcet...
..caccagctcctgtgGggggaggccctgcet...
..caccagctcctgtgGggggaggccctgct...
..caccagctcctgtgCggggaggccctgct..
..caccagctcctgtgCggggaggccctgct..

2008 — «rof reHOMHOro nonMmopMuaMa»

1000 Genomes: A Deep Catalog of Human Genetic
Variation
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DeHomunu4yeckue rnposgeneHusl
2eHOMHO20 NoauMopgu3mMa

. Hukak He nposiBnisiiowmecs (HemtpansHas BapuabenbHOCTD)

HenTpanbHble € T.3p. NPMCNOCODNEHHOCTY (BHELLHUIA BUA)
MeHgenesckue (MOHOreHHble) 3aboneBaHus

CnoxHble 3aboneBaHus

Peakuua Ha dhakTopb! OKpy»KatoLLen cpebl

PeakLmsa Ha nekapcTBEHHbIE Npenaparhbl



DaKkmophbl, oopmupyrowue
2eHOMHbIU MoaUMOPOU3M

. MyTaunoHHbIN npoLecc, pekoMbnHaLms v np.

. OT00p (NONOXMTENBHBIN, CTABUIM3NPYIOLLIN,
banaHcupyoLWmKn; reorpaduyeckt NIokanm3oBaHHbIN;
rnobasnbsHbIN, HO Pa3HOW CUITbI; M3MEHSIIOLLMIACS BO BPEMEHMW)

. ['eHeTnyecku opend

. Hemorpadmyeckune gpakTopbl («OYTbINOYHOE rOPbILLKOY,
pacLUMpeHne nonynauum, n3onauusa, murpawus)



PacrnpocmpaHeHHOCcmMb 2eHOMHO20
AoauMopgu3mMa

1. OTnenbHble MHAMBMAYYMbI (PEAKME MYTaLIMN)
2. Tonynauusa («private SNPs»)

3. Bce monynaumu ¢ pa3nuyHbIMU YacTOTaMm



OcHOBHbIe 8UOLI 2eHOMHO20
AoauMopgu3mMa

1. STR (short tandem repeats, 2-10bp x10-100,
~10,000 onuncaHHbIX Crny4aeB B reHOME)

2. SNP (single nucleotide polymorphisms, ~3-5 MfH ¢
yactoton >1%)

3. CNV (copy number variants, >40kb, 3,654 cny4aes
y 95 nHamemnayymos, makc. pasnuyme 9MDb)



OnpederieHue

SNP (single nucleotide polymorphism): cyLiecTBoBaHue B
nonynaummn Ha ogHOWU M ToW e No3nLmmn reHomHon JHK
OBYX HYKMNeOTWUOHbIX BAPNAHTOB C YacTOTOW Dornee peaKkoro
BapuaHTa (annens) 21%
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SNP 6 eceHoOMe yernoseka
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SNP 6 ceHoOMe yerioseka

* Cambin Yactbin (~90%) T1n reHoMHoro nonuMopduaMa

* CpefHsis reTeposnrotHocTs: ~10, 7.e. 3-5 MnH
pasnMununi Mexay crnyyanHsimMi rans. reHoMamm

* Y H.s. kak Buaa ~10 mnH nonnuMop@HekIx cantos ¢ SNP
(21%) (Kruglyak & Nickerson, 2001)

* Kpome TOro, CyLLECTBYHOT MHOIUE MUNMUOHBI PeaKNX
SNPs

* OyeHb HebonbLUOe Yuncno cantos B reHome (~0.1%, I.
Kptokos, 2008, n4Hoe coobLeHne) abContoTHO
KOHCEpPBaTMBHBI



XapakmepHble spemMeHa U criedcmeus

YKnsHenHbin umkn SNP
<€ >

H.Sapiens | P.Troglodytes Beixog H.S. ns Adppukn

~5.0 0.1-0.2

T, MITH neT

* Het obLyero nonumopduama ¢ ApyruMu Buaamm
* bonbLwas Yactb SNP (~85%) oanHakoBa y BCeX Nnoaen

* OCHOBHOE pasnuyne mexay nonynsauusMu B YactoTax
SNP



dbSNP build 128 (Oct. 2007) Statistics:

Genome build 36.2
Number of submissions (ss #’s) 34,434,159
Number of RefSNP Clusters (rs#'s) 11,883,685
(# validated) (6,262,709)
Number of (rs#'s) in gene 4,671,723
Number of (ss#'s) with frequency 737,679




Knaccugukauusg SNP o
[10/10XKEHUK 8 2eHOMeE

1. T'eHbl
1.1 UTR
1.2 3k30HbI (CSNP)
1.2.1 cMHOHUMKYHBLIE(SSNP)
1.2.2 HeCMHOHMMKMYHBIE (NSSNP)
1.3 VIHTPOHBI
1.4 Cauntel cnnancuHra
2. PerynatopHble yyacTku reHoB (rSNP)
3. MexXreHHble y4acTku



Summary of Annotation on human Genome Build 33
dbSNP Build 124 :

FUNCTION GENE FUNCTIONAL
CLASS SNP COUNT
CODE EO CLASSIFICATION
1 338787 26210 Locus region
Allele synonymous to contig
3 39214 14342 nucleotide
Allele nonsynonymous to contig
4 50772 -127210__ nucleotide
5 546965 17898 untranslated region
6 2925773 19332 intron
7 832 769 splice site
8 89554 18655 Allele is same as contig nucleotide
9 7111 1006 Coding: synonymy unknown



