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1. HEJIX OCBOEHUA JUCHUTIIMHBI

1.1|moaroroBka KBAIM(HUIUPOBAHHOTO Bpaya-reHeTHKa, CIOCOOHOTO M TOTOBOTO K CAMOCTOSITEIBHOM POJEeCcCHOHATLHOM
JeATEHHOCTH B YCJIOBUSIX OKa3aHUs IEPBUYHON METMKO-CAaHUTAPHOM TTOMOIIH; CTISHATN3UPOBAHHON, B TOM YHCIIE
BBICOKOTEXHOJIOTHYHON, METUIINHCKOM ITOMOIIN; CKOPOH, B TOM YHCJIEe CIIEIHATN3UPOBAHHON, METUIITHCKON TTOMOIIIH;
MAJUTHATUBHOM METUIIMHCKOM ITOMOIIY Ha OCHOBE C(OPMHUPOBAHHBIX YHUBEPCATIBHBIX M MPOGECCHOHATBHBIX KOMITCTCHITHIH.
2. MECTO JUCHUIIIUHBI B CTPYKTYPE OOII
Huxn (pazgen) OOIT: F1.B
2.1|Tpe6oBaHns K MpeIBapPUTEILHOI MOATOTOBKE 00YYAIOIETOCS:
2.1.1| JuCUMILIHHEI CIICIMAIUTETA:
2.1.2|reHeTHKa YeI0OBeKa
2.1.3|rucronorusi, SMOPUOIIOTHS, IIUTOJIOTHS
2.1.4|HeBpooTHs, MEUIMHCKAS TEHETHKA M HEHPOXUPYPTHS
2.1.5|akymepcToB ¥ THHEKOJIOT U
2.1.6|nequatpus
2.2| IucuuMmIMHbI U IPAKTHKH, JJISI KOTOPBIX OCBOEHHE IAHHOMN THCHHUILUINHBI (MOIYJIs1) HEOOX0AMMO KaK
npeauIecTByIomee:

3. KOMIIETEHIINHX OBYYAIOINEI'OCs, @OPMUPYEMBIE B PE3YJIbTATE OCBOEHUS JUCHIUIIJINHBI

MOAYJIA)
B pe3yabTaTe 0CBOCHHS AMCHUIIIMHBI 00yYaIOUIMiics q0/KEH
3.1|3uaTs:
3.1.1|o0mIre NPUHIMITEL H OCHOBHBIE METOIBI KIIMHUYECKOH, HHCTPYMEHTAIBEHOHN 1 Ta00OpaTOPHON THArHOCTHKH TeHETHYECKUX
3a00JIeBaHUM
3.1.2|>KU3HEHHBIN IIUKJI KIETKH, €r0 TEPHOBI, SAPO KIETKA K XPOMOCOMBI
3.1.3|posb sipa ¥ MUTOILIA3MBI B HACIIECTBEHHOCTH
3.1.4|myTarene3: XUMHUYCCKHUH, PaJHOIIOHHBIH, OMOIOTHYESCKHI
3.1.5|perynsiuio akTHBHOCTH T€HOB U 3KCIIPECCHH T€HOB
3.1.6]|-kpoccuHroBep U ero OUOJIOTHUECKYIO POJIb;
3.1.7|-cTpykTypy Ae3okcupuOoHykiaenHoBoi kuciotsl (manee — JIHK), perumkanuro [THK. Penapauuto JTHK;
3.1.8|-HapymieHus criepMaToreHe3a U OBOreHe3a;
3.1.9|-0CHOBBI HO3UMETPUU HOHU3UPYIOIIUX U3Ty4E€HUH, OCHOBHbIE HCTOYHUKY 00JIydeHuUs yenoBeka. OCHOBBI paiualluOHHON
0€e30MacHOCTH;
3.1.10|—0CHOBBI KJIMHUKH ¥ PaHHEH THAarHOCTHKH OHKOJIOTHYECKUX 3a00JIeBaHIH.
3.2|Ymetn:
3.2.1|paboTtaTh CO CrienMaTM3UPOBAHHBIMU 0a3aMHU JAaHHBIX, COJEPIKAIIUMU HHPOPMALIUIO O MYTALUSX ITPH HACIIEICTBEHHBIX
3a00JIeBaHIUSsIX 1 MUKPOXpOMOCOMHBIX m3MeHeHusx: The UCSC Genome Browser, DatabasE of Genomic variants and
Phenotype in Humans Using Ensembl Resources (DECIPHER), The International Standards For Cytogenomic Arrays
Consortium (ISCA)
3.2.2|npoBoUTE OOBEKTUBHOE MEIHKO-TeHETHIECKOe 00CIeI0BaHUs TPoOaHa, POIUTENeH 1 APYTHX POJICTBEHHUKOB
3.2.3|oueHnBaTh pe3yNbTaThl TJAOOPATOPHBIX METOJOB THATHOCTHKH
3.2.4|-mpoBecTr udPepeHInATBHYIO JHATHOCTHKY MEXy HACIIEACTBEHHBIMUA CHHIPOMAMH;
3.2.5|-BHEAPSTH COBPEMEHHBIE METO/IbI AUATHOCTUKH U MPO(UIAKTUKN HACJIEICTBEHHBIX OOJIE3HEH.
4. CTPYKTYPA U COJAEP)KAHUE JTUCIUIIJIMHBI (MOAYJIST)
Kon HanmeHnoBanue pa3aenos u tem /Buj | Cemectp / | Hacos | Komneren- | JIutepaTtypa Ipumeyanune
3aHATUSA 3anaATus/ Kvpe 107041
Pa3gen 1. OcHOBHBIE TEXHOJIOTHH
BBICOKONPOM3BOIUTETLHOTO
cekBeHnpoBanus. [loaroroska
0M0JIM0TEK HYKJIEMHOBBIX KHUCJIOT.
11 OCHOBHBIE TEXHOJIOTHH 1 1 IIK-5 JI.1J11.2
BBICOKOIIPOU3BOJUTENBHOTO JI1.3J12.1 J12.2
cekBeHUpoBaHwus. [ToaroToBka GHOIMOTEK
HYKJIEUHOBBIX KHCIOT. /JIex/




1.2

TeXHOIOTHY CEKBCHUPOBAHUS: METOJ
oOpsiBa nenu (o Canrepy),
UPOCEKBEHUPOBAHUE, CEKBEHUPOBAHUE
myTéM CHHTE3a C 00paTHUMBIM
tepmunuposanueM (Illumina),
HOTyIPOBOAHHKOBOE CEKBEHHPOBAHHE,
CEKBECHUPOBAHUE ITyTEM JIMTHPOBAHUS,
CEKBEHUPOBAHUE CAUHIIHON MOJIEKYIIBI
(cexBEeHUpPOBaHHE TPETHETro NoKoaeHu). /TIp/

IK-5

J1.1J11.2
JI1.3J12.1 J12.2

1.3

Cdepsl HCIIOIB30BAHUS
BBICOKOIIPOH3BOIUTEIEHOTO
CCKBEHUPOBaHUsI (TEHOMHBIN aHAITH3,
L[eTIEBOE NIEPECCKBEHUPOBAHKE IS [TOMCKA
MYTaluii, METareHOMHKA U
TPAHCKPHUIITOMHKA).
BBICOKOTIPOU3BOAUTEIBHOE CEKBEHUPOBAHUE
B MEIUIIUHE.

Mp/

I1K-5

J1.1J11.2
JI1.3J12.1 J12.2

14

OCHOBHBIE METO/TBI PAOOTHI C HYKIICHHOBBIMHU
kucnoramu. /TIp/

JI1.1J11.2
JI1.3J12.1 J12.2

15

Beiienenne IHK u3 6akrepuanbHoi
KynbTyphl. [logroroBka 6ubmmorexn JJHK
JUIsL CEKBEHUPOBaHUs Ha matdopme llumina
(bparmenramms, penapanus KOHIOB,
aJleHUIMPOBaHUE, IMTUPOBAaHUE, OUHCTKA).
AMIUHGUKALUS, OYACTKA ITOCTe
aMIUTH(UKALUK U OLIEHKa KauecTBa
TeHOMHOM OHOIHOTEKH. 3HAKOMCTBO C
IIPOLIECCOM 3allyCKa CEKBEHATOPA.

Mp/

JI1.1J11.2
JI1.3J12.1 J12.2

1.6

OCHOBHBIC TEXHOJIOTHI
BBICOKOTIPOM3BOAUTEIEHOTO
cexBeHupoBanus. [ToaroroBka 6uGIHOTEK
HYKJICHHOBBIX KUCIOT. /Cp/

10

IK-5

JI1.1J11.2
JI1.3J12.1 J12.2

Paznen 2. ba3oBble aJropuTMbl aHaJIu3a
JaHHBIX BHICOKONPOU3BOIUTETHHOTO
CeKBEHHPOBaHMSI.

2.1

basoBbie AJITOPUTMBI aHaJIn3a JaHHbIX
BBICOKOIIPOM3BOAUTEILHOTO
ceKBeHUpoBaHuUs. /JIex/

IK-5

JI1.1J11.2
JI1.3J12.1 J12.2

2.2

OcHoBHbIe (HOPMATHI JAHHBIX,
HCIIOJIB3yeMbIE [IPU AHAITH3E PE3yJIbTATOB
cexBenupoBanus. [[Ikama Phred u moustue
Q-score xak 06a30Bast XapaKTepUCTHKA
KavecTBa MPOUTCHUS HYKJICOTH/IOB.
OCHOBHBIE TPUYHHBI OLIHOOK IPH YTCHHU.
Mp/

IK-5

JI1.1J11.2
JI1.3J12.1 J12.2

2.3

Tunossle cxembl paboThI 0 00paboTKe
Pe3yJIbTaTOB CeKBEHUPOBAHMUS. 3HAKOMCTBO C
OC Linix u ynanenno# paboroii Ha cepBepe.
IIposepka kauectBa npoutenuit JJHK
onbmmorex (mporpamma FastQC). /TIp/

IK-5

J1.1J11.2
JI1.3712.1 J12.2

24

basoBbie AJITOPUTMBI aHaJIN3a JaHHBIX
BBICOKOIPOM3BOAUTEILHOTO
cexBeHupoBanus. /Cp/

10

IK-5

JI1.1J11.2
JI1.3J12.1 J12.2

Pa3zgen 3. buonndopmarnyeckue
MeToabl 00padoTku yreHuii JTHK.

3.1

Buonnpopmarnueckne MeTo bl 00paboTKH
yrenuit JTHK. /JTex/

IK-5 TIK-7

JI1.1J11.2
JI1.3J12.1 J12.2




3.2 BBenenue B aropuT™Mbl TeHOMHOM 1 2 TIK-5 IIK-7 JI1.1J11.2
O01oMH(pOPMATHKH, TOHATUE CII0)KHOCTH JI1.3J12.1 J12.2
anroputMoB. Kareropuu kauectsa
TeHOMHBIX cO0poK. OCHOBHBIC IPOrPAMMBI
cbopku redoma de novo: Velvet, Ray,
Spades, Platanus, Meraculous, Masurca.

Mp/

3.3 IMpunnun cexsenuposanus JTHK meronom 1 2 IK-5 TIK-7 | JI1.1JI1.2
XUMHYECKOH JI1.3712.1 J12.2
Jerpajnanuy no Makcamy-I'unoepry. /Ip/

34 [onstue BhipaBHuBanus urenuii JJHK Ha 1 2 NK-5TK-7 | JI1.1 J11.2
pedepencHslii reHoM. Dopmartsl (aiinos ¢ JI1.3J12.1 J12.2

pe3yJabTataMy BeIpaBHHBaHMS. [Torck
OJTHOHYKJICOTU/IHBIX BAPHAHTOB B TEHOME.
Hcnonp3oBanue mporpamMm Juist
BeIpaBHUBaHus Bowtie, Bowtie2, BWA,
hisat2. 3HaKOMCTBO € MaKETOM IIPOTPAMM
1u1st paGoThI ¢ (haiiiaMy BEIpaBHUBAHHS
Samtools. /TIp/

35 AHHOTAaIUs FeHOB B 0aKTEpHAILHOM T'E€HOME. 1 2 TIK-5 TIK-7 JI1.1J11.2
Pabota ¢ nporpaMmaMu 1Morucka reHoB B JI1.3J12.1 J12.2
reHomax sykapuot Augustus u Braker. /TTp/

3.6 BuonnpopmaTnueckrne MeTo b1 00paboTKH 1 10 | OK-STIK-7 | JI1.1J11.2
gyrenuit JTHK. /Cp/ JI1.3J12.1 J12.2

Pa3nen 4. BuoundgopmaTudyeckne MeToabl
oOpadoTku yrenuii PHK.

4.1 Buoundopmarnueckre MeTo bl 00pabOTKH 1 1 MK-5 T1IK-7 | JI1.1JI1.2
gyrennit PHK. /JIex/ JI1.3J12.1 J12.2

4.2 OcHoBHbIE c(hepbl HCIIOTB30BaAHHS 1 2 MK-5TIK-7 | JI1.1 J11.2
cexkseHnpoBanusd PHK u tunossle 3aaun, JI1.3J12.1 J12.2

pemnraeMble ¢ TOMOIIBIO JaHHOW TEXHOJIOTHH.
OCHOBHbIe HampaBJICHUSA UCIIOJIB30BaHUA
PHK-uTenwmii

JUIsl opraiu3ma 6e3 pedepeHCHOro reHoma.

Mp/
4.3 Tunosast cxema pabOTHI TIO aHAIH3Y 1 2 IK-5TIK-7 | JI1.1J11.2
I depeHIanbHON S9KCIPECCUU TCHOB B JI1.3J12.1 J12.2

OTBET Ha CTpecc. AHAIN3 AIbTEPHATHBHOTO
CIUTaHiCHHTa C MCIIOJIb30BaHIEM
PHK-urenuii. /TIp/

4.4 OCHOBHBIE HAIPaBJICHUS UCITOIE30BaHUS 1 2 IK-5TIK-7 | JI1.1J11.2
PHK-urenuii 11 opranuzma 6e3 JI1.3J12.1 J12.2
pedepencHoro renoma. /IIp/

45 Buoundopmarnueckne MeTo1bl 06pabOTKH 1 10 |IIK-5TIK-7 | JI1.1J11.2
gyrenuit PHK. /Cp/ JI1.3J12.1 J12.2

4.6 /KouTp.pab./ 1 0

4.7 /3auér/ 1 0

5. OHEHOYHBIE CPEJICTBA

5.1. OueHouyHble MaTePHAJIBI /ISl TEKYIIEr0 KOHTPOJISI U NPOMEKYTOYHOMH aTTecTaluu

HpeZ[CTaBJ'IeHI)I OTACIIbHBIM JOKYMEHTOM

5.2. OueHoyHble MaTepPUAJIbI JJI5l IMATHOCTHYECKOr0 TECTHPOBAHUS

HpeJlCTaBJ'ICHBI OTACJIbHBIM JOKYMEHTOM




. YYEBHO-METOJAUYECKOE I TH®OPMAIIMOHHOE OBECIIEYEHUE JUCIIUITIJIMHBI (MOAY JIS)

6.1. PekomeHyeMasi JuTepaTypa

6.1.1. OcHoBHas quTEpaTypa

ABTOpBI, COCTABUTEIH 3arnaBue WznatenbcTBo, roa | Komny-Bo
JI1.1 |Bopucosa T. H., MenunuHcKas reHeTuka: YueOHoe ocoOue s By30B Mockaa: FOpaiit, 1
Yysakos I'. 1. 2020,
https://urait.ru/bcod
e/451924
JI1.2 |BoukoB H.II., AcanoB |MenuuuHCKas TeHETUKA: yIeOHUK Mocksa: TOOTAP- 1
A1O., Kyuenko H.A., Menua, 2021,
Cy66otuna T.1., https://www.student
Oununmosa M., library.ru/book/ISB
Oununmnosa T.B. N9785970460207.h
tml
JI1.3 |AGGar A. B., MeTomp!I peJakTHPOBAHUS TEHOB U TEHOMOB: MOHOTpadHs HoBocubupck: 1
Anexcanapymkuna H. W3parenscTBo
A., Aunpeesa E. J1., Cubupckoro
3akusH C. M. OTJIEeNICHHUS
Poccuiickoit
aKaJeMUH HayK,
2020
6.1.2. lonoJiHUTeIbHAS JIUTEPaTypa
ABTODEI, COCTaBUTEIHN 3arnaBue WsnarenscTBo, rox | Koany-Bo
JI2.1 |Pe6puxos I1.B., NGS: BbIcOKOIIPOU3BOAUTEILHOE CEKBEHUpOBaHHe: yueOHoe |Mockaa: 2
Kopocrtun [1.0., mocobue JlaGoparopus
[Iy6una E.C., €? 3HaHui, 2015,
neuHCKHH B.B. http://www.studentl
ibrary.ru/book/ISB
N9785996330249.h
tml
JI2.2 [{MyroBus I'.P. Kimandaeckast renetuka. ['eHOMUKa 11 mpoTeoMuKa Mocksa: I'90TAP- 1
HACJICICTBEHHOM MAaTOJIOTHH: y4eOHOe ocoOue Menmua, 2010,

http://www.studentl
ibrary.ru/book/ISB
N9785970411520.h
tml

6.3.1 Ilepeyenb MpOrpaMMHOro odecrevdeHust

6.3.2 Ilepevyenb nHGPOPMAIUOHHBIX CIIPABOYHBIX CHCTEM

7. MATEPUAJIBHO-TEXHUYECKOE OBECIIEYEHHME JUCHUIIJIMHBI (MOAY JIS1)




