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JlomonHuTEeNbHAS TIpOoecCHOHabHAsS MPOrpaMMa TOBBIIEHUST KBaTu(UKa-
uuu «buonHpopmarrka U reHoMuKa» o0cyxaeHa u ogo0peHa Ha 3acenanuu Ilepe-
noBoit nHxxeHepHoi kol PI'AOY BO PHUMY um. H.U. ITuporosa Munsznpasa
Poccun.

IIporokou 3acenanusa Ne ot 2023 1.

PykoBoautens nepeaoBo MHKEHEPHOM IIKOJIBI
[Ipoxopuyk E.b.

[Iporpamma pexoMeHA0BaHa K YTBEPKICHUIO PELIEH3EHTOM:

K.0.H., CTApUINM HAYYHBIM
corpynaukom MHCcTHTYTA

OMOOPTaHUYECKON XUMUHU

UM. aKaJIEMUKOB

M.M. llemsikuna u FO.A.

OBumnHukoBa PAH
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JlomonHuTEeNbHAS TIpOoecCHOHabHAsS MPOrpaMMa TOBBIIEHUST KBaTu(UKa-
nuu «buonndopmarrka u reHomuka» (nanee - [lporpamma) pazpaborana paboueit
IPYNION COTPYAHUKOB Nepe1oBoi nHxkeHepHO mKoJasl PI'AOY BO PHUMY um.
H.A. Iluporosa Munsapasa Poccuu, noa pykoBOJICTBOM PYKOBOAUTEIS NIEPEIOBOM
nHXeHepHou Kokl E.b. [Tpoxopuyka.
[Iporpamma pazpaborana B pamKax nporpammsl pa3sutus [lepegoBoii nnxe-
HepHO! 1Kokl Mo CorjameHuto 0 MPeIoCTaBIeHUU U3 GeaepabHOro OroKeTa
TPAaHTOB B (popMe CyOCHIUI B COOTBETCTBUU C TyHKTOM 4 ctathu 78.1 BromkeTHOTO
kojekca Poccuiickoit @enepanuu Ne 075-15-2022-1147 ot 02.07.2022 r.

Cocras paboueii rpynmnsi:

Yuénas
damuins, 3annmaemasi 10JIK-
NeNe CTeleHb, MecTto padoThI
HUMsl, 0TYECTBO HOCTh
3BaHMe
1. |IIpoxopuyk n. 0. H., PykxoBonutens nepeno- |OI'AOY BO
E.b. npodec- BOM MH>KEHEPHOU PHUMY um. H.H.
COp, WIECH- |IIKOJIBI [Tuporosa Mun-
kopp. PAH 3npaBa Poccun
2. |Poraes E.1. 1. 0. H., 3asenytommii kapeapoit |MI'Y nmenu
npodeccop |TEHETHKH OMOJIOTHYe- M.B.JIomoHOCOBa
ckoro ¢akynpTera
3. |Hedemnonra n. 0. H., [Ipodeccop xadeaps MI'Y umenn
JI.H. JIOIIEHT FE€HETUKHA OUOJIOTUYE- M.B.JIomoHOCOBa
ckoro (paxkynpTera
4. |ManaxoB K. 0. H. Benymwuii Hayunsiii co- | AHO BO «YHusep-
AL TPYIHUK HanpasieHusi |curet «Cupuyc»

I'eneTuka




I'noccapuii
JIIO - nonosHUTENHEHOE MPOhEeCcCHOHATHFHOE 00pa30BaHUE;
OI'OC - denepanbHbIii rOCYAapCTBEHHBIA 00pa30BaTENIbHbIN CTaHAAPT
I1C - npodeccuonanbHbIN CTaHIAPT
OT® - o6061IeHHast TpyAOBast PYHKIIUS
T® - TpynoBas GyHKIHS
EKC — Enunslif kBanu(pUKaIMOHHBIN CIIPaBOYHUK
[IK - npodeccuonanbHasi KOMIETCHLINSA
JI3 - neKuuoHHbIE 3aHATHUS

C3 - ceMuHapCKHe 3aHSATHS

I13 - mpakTHuecKue 3aHATUS

CP - camocTosiTenpHas paboTa

OCK — obyuaromuii CHMyJISIIIMOHHBIN KypC

JOT - nuctaHUMOHHBIE 00pa30BaTENbHBIE TEXHOIOTUU

20 - 2IeKTpOHHOE 00yUEHHE

ITA - npoMexyTo4yHas aTTecTalus

HA - utorosas arrecranus
VII - yueOHbI M1aH

AC AI1O - aBTomMaTU3upOBaHHAsL CUCTEMA JTOTIOJTHUTEIHLHOTO MPOQECCHOHATBHOTO
00pa3oBaHUsI



KOMIIOHEHTBI TIPOI'PAMMBbI

1. O0mas xapakrepuctuka IIporpamMmmsi
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2.2. Kanennapuslii yueOHbIN rpaduk
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2.4.2. lllkayia ¥ MOPSIIOK OLIEHKU CTETIEHU OCBOCHHS O0YyJarOIUMHUCS y4eOHOTo Ma-
tepuaina [IporpamMmer

2.5. OueHo4HbIE MaTEpPHUAIIBL

3. Opranu3zanuonHo-neaarornyeckue ycaopus [Iporpammel
3.1. MaTtepuanbHO-TEXHUYECKUE YCITOBUS

3.2. Y4yebHO-MeTOAMUECKOE U MH(DOPMALIMOHHOE 00EeCIIeUeHNE
3.3. KagpoBble yciioBus

3.4. Opranu3zanus 00pa30BaTeIbHOTO TpoIecca.
[Tpunoxenue Nel. @OHT OLIEHOYHBIX CPEACTB.



1. OBIIAA XAPAKTEPUCTUKA ITPOI'PAMMBI
1.1 HopmaTuBHO-nipaBoBasi 0cHOBa pa3padotku IIporpammel

— @epaepanbHbIi 3aK0H 0T 29 nexadps 2012 r. Ne 273-D3 «O6 o6pazoBanuu B Poc-
culickoii @enepauun», crarbs 76;

— IlIpuka3z Munobpuayku Poccun ot 1 urons 2013 r. Ne 499 «O0 ytBepxkaeHun
[Topsiaka opraHu3ai U OCYIIECTBIEHUS 00Pa30BaTEIbHOM ESITEIIbHOCTH 10
JOTIOJTHUTENBHBIM MPOPECCUOHAIBHBIM ITPOrpaMMam»;

— Ilpukaz MuHHCcTEpcTBa 00pa3zoBaHus W Hayku Poccuiickoit denepamuu ot
12.09.2013r Ne1061 «O06 yTBepk1eHUN TIEpEeUHEeN CISIIMAIBHOCTEN 1 HaTTpaBJie-
HUIl TMOATOTOBKH BBICHIETO OOpa3oBaHus» (B pea. I[lpuxazoB MunoOpHayku
P® ot 29.01.2014 N 63, ot 20.08.2014 N 1033, 0T 13.10.2014 N 1313, ot
25.03.2015N 270, 0T 01.10.2015 N 1080, or 01.12.2016 N 1508, ot 10.04.2017
N 320, or 11.04.2017 N 328, ot 23.03.2018 N 210, ot 30.08.2019 N 664, ot
15.04.2021 N 296, ot 13.12.2021 N 1229);

— IIpodeccuonanbueiii cranaapt 26.014 «Crenuanuct B 061actu pa3paboTKu, co-
MPOBOXKJEHUS U MHTErPALIUU TEXHOJIOTHYECKUX MTPOIIECCOB U MPOU3BOJICTB B 00-
JacTH OMOTEeXHUYECKUX CHUCTEM W TeXHOJIOTHi» (YTBepKIeH npukazoM MuHU-
CTEpCTBA TPyAa U colranbHOM 3amuThl PO ot 28 nekadbps 2015 r. Ne 1157H)

— IIpodeccuonanbupiii cragmapt 40.011 «Cnenuanuct mo Hay4YHO-HCCIIEIOBaA-
TEJIBCKUM M ONBITHO-KOHCTPYKTOPCKUM pa3paboTkaM» (Y TBEpKIEH MPUKa30M
MunucTepcTBa Tpyaa M couManbHOM 3amuthl Poccuiickon depepanuu OT
04.03.2014 Ne 121n);

— Jlunen3us ®@enepanbHO CITyKObI O HAA30PY B chepe 00pa3zoBaHUsS U HAYKH HA
ocyiiecTBieHrue oOpaszoBatenbHON nestenbHOocTH PI'AOY BO PHUMY unm.
H.U. TTuporoBa MunszapaBa Poccuu ot 11 gexadbps 2019 r. Ne JIO35-00115-
77/00096954.

1.2 Kareropum o0y4aroumuxcs

K ocBoenuro JIII1 I[TK gomyckarorcs nuiia, MeEroIiue (IoTyJdaroIiie) BpICIIee Mpo-
beccruoHanbHOE 00pa30BaHUE CIENYIOUIUX YKPYITHEHHBIX IPYII HAPaBJIE€HUH MOAT0-
TOBKH: MaTEMaTUKa U MEXaHHUKA; XUMU; OUOJIOrHYecKrue Hayku; THHOPMATHKA U Bbl-
YUCIUTENbHAA TEXHUKA; HAHOTEXHOJIOTUN Y HAHOMATEPUAJIBL; 3[pABOOXPAHEHUE U ME-
JULIHUHCKAE HAYKU U OCYUIECTBISIIONINE WU [TAHUPYIOLIUE OCYLIECTBIIATH CBOKO IIPO-
(beccuoHaNbHYIO ESITENbHOCTh B cepe TexHosnoruil ceksenupoBanus JJHK u oOpa-
OOTKH JIaHHBIX CEKBEHUPOBAHUS.

1.3 Iesab peaju3anum NporpaMmsl

eab peanu3anuu NporpaMmbl: COBEPIIICHCTBOBAaHNE UMEIOIITUXCS U TIpUOOpeTe-
HUE€ HOBBIX Mpo(ecCuoHaIbHbIX 3HAHUN U YMEHUN B cpepe MpoBeICHUSI CEKBEHUPOBA-
HUSI TeHOMAa U 00pPabOTKU T€HOMHBIX JJAHHBIX.



Cea3b IIporpammel ¢ IIpodeccuoHAILHBIMY CTAHAAPTAMMA

[Tpodeccuonanbupiii ctanaapt 1: [Ipodeccnonansusbiii cranmapt 26.014
«CnernuanucT B 007aCTH pa3pabOTKU, COMPOBOKICHUS M HHTETPAIlUU
TEXHOJIOTHYECKHX MPOIIECCOB U MPOU3BOACTB B 00JACTH OMOTEXHUIECKUX

CUCTEM U TEXHOJIOTHUIN))

OT® (HauMeHOBaHUE)

TpynoBsie pyHKIIUU

1 TEXHOJIOTHM, B TOM
YU CIIe MEAUIIMHCKOTO,
9KOJIOTHYECKOTO U
OMOMETPUYECKOTO
Ha3HAYCHUS

Kon T® Hanmenosanne TO
A: Pa3zpaboTka u A/01.6 | Hayunsle uccienoBaHus B 0071aCTH cO3/1a-
UHTErpanus HHUS OMOTEXHUYECKUX CUCTEM U TEXHOJO-
OMOTEXHUYECKUX CUCTEM Ui

HOJIOTHI

A/04.6 | Opraau3anus MporeccoB CO3MaHUS U WH-
Terpanu OMOTEXHUUYECKUX CUCTEM U TeX-

[Tpodeccuonanbusiii cranaapt 2: [Ipodeccrnonanbusiii cranaapt 40.011 «Crie-
UAJMCT MO HAYYHO-UCCIIEI0BATEILCKUM U ONBITHO-KOHCTPYKTOPCKHUM pa3pa-

OOTKaM»

TCMbI

HCCIICIOBATEIILCKUX H
OITBITHO-
KOHCTPYKTOPCKHX
pa3paboToK 10
OTJICIBHBIM pa3jieam

A: Tlpoenenue HayuHo- | A/02.5 | OcylecTBieHUE BBITTOIHEHUS dKCIIEPH-
MEHTOB U 0(pOPMJIICHUS PE3YJIHTATOB HC-

CJIEIOBaHMM U pa3pabOTOK

1.4. Ilnanupyembie pe3yJibTaThl 00y4eHHsI

B pe3ynbTaTe OCBOEHHMS IPOrpaMMBbI oOyuarouics
noJrydaet/coBepuieHcTByeT cineayromue [1K:
Kon T®
IIK Onucanue KoMneTeHUH npodcrangap
Ta/
IIK-1 |ToroBHOCT K cOopy u anamuzy wmeauko- | IIC 1: A/01.6

OMOJIOTHYECKON M HAayYHO-TEXHUYECKON MH(pOpManuu
B c(hepe OMOTEXHUYECKUX CUCTEM M TEXHOJIOTHIA.

JloJ1:KeH 3HATh:

- METO/IbI MPOBEACHUS IKCIIEPUMEHTAIIbHBIX UC-
CJe0BaHUM U 00PabOTKHU JAHHBIX SKCIIEPUMEHTA 110
CEKBEHHUPOBAHHIO TEHOMA;

- 0COOCHHOCTH MPEJICTABICHUS PE3YIbTATOB
HAyYHBIX UCCIICIOBAHMI.




JdonKeH ymMeTh:

- IJIAHUPOBATH MOPSAIOK MIPOBEICHHUS SKCIIEPH-
MEHTAJIBHBIX UCCIICIOBAHMII;

- BbInonHATh NepBUUHYI0 00paOOTKY U aHAIIN3
JKCIIEPUMEHTAJIBHBIX JAHHBIX CEKBEHUPOBAHUSA C
OLICHKOMW YPOBHS CIIyYalHbIX U CUCTEMATUYECKUX I10-
I'PEIIHOCTEMN.

IIK-2

I'oTOBHOCTH K COCTaBJIICHMIO Ji1 PaOOTHUKOB
WHCTPYKIIUN MO DJKCIUTyaTallid OO0OpYIOBaHUS U
MIPOrpPaMMHOTO obecricucHUs OMOMETUITUHCKUX
TEHOMHBIX JIJA0OPATOPHIA.

JloJ1:KeH 3HATh:

— OCOOEHHOCTH OpTraHU3allMH, OpraHU3allMOHHBIE
GbopMBl  HAy4YHO-HCCIEAOBATENIbCKUX,  MPOEKTHO-
KOHCTPYKTOPCKMX U TEXHOJOTMYECKUX paboT u
00CITy’KUBaHUsI TEHOMHOM J1abopaTopuu;

— CHCTEMBI U METO/IbI OpTraHU3aIuu 00eCIIeYCHHS U
KOHTPOJISI ~ KayecTBa  OMOTEXHHUYECKHX  CHUCTEM
MEIUIIMHCKOTO, 3KOJIOTUYECKOTO U OMOMETPUUYECKOTO
Ha3HAYCHUS.

JloJ15KeH yMeTh:

- pa3pabarbIBaTh JJIs1 paOOTHUKOB UHCTPYKITUU TIO
OKCIUTyaTallul  TEXHUYECKOro o0OpyAOBaHUA U
MpOTpaMMHOTO  oOecrieyeHusT  OMOMEIUIIMHCKUX,
OMOMETPUYECKUX U DKOJIOTHUECKUX JTa00OpaTOpHUii;

—  PemaTe npou3Bo/ICTBEHHbIE 337]a41, TPEOYIOLTHE
yrayOJeHHBIX npodeccruoHambHbIX 3HAHUMU;
MPOSIBJISITh MHULIMATHUBY, B TOM YHCIIE€ B CUTYyalUsAX
pucKa.

IIC 1: A/04.6

IIK-3

l'oToBHOCT K TPOBEACHUIO HAOMIOAEHUW U
U3MEpPECHUH,  COCTABJIECHHE  UX  ONUCAHUU W
(GhopMyITMpPOBKA BHIBOJIOB

IIC 2: A/02.5

JloJ1:KeH 3HATh:

— METOABl TPOBEIEHUS  JKCIIEPUMEHTOB IO
CEKBEHHPOBAHUIO T€HOMOB, 0000IICHUS U 00pabOTKU
uHpOpMaIlMK, TIOJYYEHHOW B XOJAEC CEKBEHHWPOBAHUS
reHoOMa.

- JosKeH yMeTh:

- WCIIOJIb30BaTh IPOrpaMMHO-aIapaTHbIE
cpencrtna ynpasienusi ceksenaropom JIHK, mpoBoauth
00paboOTKy ¥ aHAJN3 MTOJTYYCHHBIX JaHHBIX;

- MIPOTHO3UPOBATH chepsl IPUMEHEHUS
pE3yNbTaTOB HAYYHO-UCCIIEIOBATEILCKUX padoOT B
obnactu cekBennpoBanus JJHK.




2. COAEPKAHHUE ITPOI'PAMMBI

2.1 Y4yeOHBIN JIaH

JOTIOTHUTENHHOU MPOPECCUOHATBHON MTPOTPAMMBI TTOBHITIICHUS KBATU(PHUKAITAN
«buonnpopmaTuka 1 reHOMUKa», 72 ak. 4acoB, popma oOydeHHs OuHas

B Tom yncie Cra- Yacel B Tom yncie
No HanmenoBanne mony- Yace1 0e3 - ®
N Jeit Bcero yacon JOT u " * " * ¢ K OpMa KOH-
Ne I 30 J3 c3 3 CO poek | AOT | J3 | C3 3 CcoO TpOJIs
. a u 20
I. I'enomuka IIK-1
22 22 4 - 18 - - - - - - - [IK-2 -
ITK-3
2. buonndomaruka
48 48 16 - 32 - - - - - - - IK-3 -
I11. Hrorosas atrrecra- 2 2 2 HA/3auer
s
Iv. Bcero mo mporpamme 72 72 20 52 2

*JI3 - 1ekyuoHHble 3aHAMUSL
*C3 - cemunapcrue 3ansamus

*[13 - npakmuyueckue 3aHAMUs
*CO - cumynayuonHnoe oodyyeHue




2.2 KanennapHblii yueOHbIi rpadguk

VYueOHble 3aHATHS IPOBOAATCS B TeueHHe 1 Mecsia/4 nenenu: 18 akagemu-
YEeCKHUX YaCOB B HEJEIIIO.

2.3 PaGouune nporpaMmMbl Y4eOHBIX MOAYJIei

MOAVYJb 1
I'enomuka
Kon HaumMenoBanue teM (noomem, snemermos, no02J1eMeHmos)

1.1. Beeoenue 6 cenemuueckue mexnonouu u mexuono2uu pac-
wugppoexu nocneoosamenvrocmu /IHK (4 u)

I.1.1. OCHOBHBIE 3TaNbl MOJICKYISIPHO-TEHETUYECKUX HcciaenoBanuii (1
Y JICKIIHS)

1.1.2. [TLP u npyrue BapraHTbl aMIUTM(PUKAIUA HYKIEMHOBBIX KUCIOT
(1 g nexums)

1.1.3. Kinaccuueckoe cekBenupoBanue JIHK (1 4 nekius)

1.1.4. TexHosornu MaccoBoro napasuiesbHoro ceksennponanus JJHK (1
Y JICKITUSA)

1.2. IHpunyunet noayuenusn oudaUOMeEK 0na cexeenuposanus (10
4)

1.2.1 OCHOBHBI€ PUHIIUIIBI MPUTOTOBJIEHUSI TECHOMHBIX OMOIHOTEK (2
Y [IPAKTUKYM)

1.2.2. [Ipaktukym  «IIpurotoBieHHe TE€HOMHBIX  OHOIMOTEK C
ucrnonbs3oBanue Habopa pearenToB NEBNext Ultra II FS DNA
Library Prep Kit for [llumina» (4 yac npakTukym)

1.2.3. [IpakTnkym «KaduecTBeHHas M KOJMYECTBEHHAs OLIEHKA IOJIY-
YEHHBIX TEHOMHBIX OMOINOTEK» (4 Yac MPaKTHUKYM)

1.3. Cekeenuposanue na naameopme Ilumina MiSeq (4 u)

1.3.1. [TpuHIMIIBI TOATOTOBKH 3aIlycKa U CEKBEHUPOBAHUS Ha
ratdopme Illumina MiSeq (2 yac npakTuKym)

1.3.2. JIeMOHCTpaIlMOHHBIN 3alTyCK CEKBEHUPOBAaHUS Ha 1uiatopme
Illumina MiSeq (1 yac npakTUKyM)

1.3.3. O0630p pe3yabTaTOB JEMOHCTPAIIMOHHBIHN 3aITyCK
cexkBeHnpoBanus Ha rargopme [llumina MiSeq (1 gac
IIPaKTUKYM)

1.4. Cekeenuposanue na naamgopme Illumina NovaSeq (4 u)

1.4.1. [TpuHIMIIBI TOATOTOBKM 3aIlyCKa M CEKBEHUPOBAHUS Ha IJ1aT-
dbopme Illumina NovaSeq (2 yac mpakTUKyMm)

1.4.2. O0630p pe3yIbTaTOB 3aMlyCKa CEKBEHUPOBaHUS Ha riatopme

Illumina NovaSeq (2 yac npakTuKyM)

10



MOJIVJIb 2

buonndopmaruka
Kon HanmenoBanue Tem (noomem, 21emMeHmos, no03j1eMeHmos)

2.1 Hcnonvzoeanue KoManoHoi cmpoku u padoma Ha 6b14UCU-
menvnom kaacmepe (BK) (6 uac)

2.1.1 OcHOBBI pabOTHI B KOMaHHOM cTpoke Linux: 6a30BbIe KOMaHIbI
Y HallMCcaHue CKpUNTOB. MIHTepakTHUBHAs KOMaH/IHas CTPOKa (2 4
JeKuus, 1 4 mpakTUKyM)

2.1.2 Pabora Ha ynanéHHOM BBIYMCIUTEILHOM KIIacTepe:
NOJIKJII0YeHUE, 0OMeH (haiiiaMu, UCIIOJb30BaHUE MEHEKepa
3aga4. OCHOBHBIE KOMAH/IbI ISl MAaHUTTYIHpoBaHus (aitnamu (1
Y IPAKTUKYM )

2.13 YerpotictBo BK, moakmtouenne, B3anMoIeicTBIE 1 OOMEH
daitnamu ¢ BK (1 g mpaktukym)

2.1.4 B3aumoneiicteue ¢ Menemkepom 3a1ad Ha BK (1 4 mpaktukym)

2.2 Buvipasnusanue nocnedosamenvnocmeil u Kapmupoeanue npo-
ymenuil na pegpepencnutii 2enom (12 yac)

2.2.1 OcHOBBI BbIpaBHUBAHUSI MlocienoBarenbHoctent (1 u nexuus, 2 4
IIPaKTUKYM)

2.2.2 PaboTa ¢ 0CHOBHBIMU T€HETHUECKUMU 0a3aMU JTaHHBIX.
dopmartsl ¢aiisioB B Ououndpopmaruke: FASTA/Q, SAM/BAM,
VCEF (1 4 nekmus, 2 94 MPpakTUKyM)

2.2.3 gnomAD. OreHka kayecTBa UCXOIHBIX JaHHBIX NGS 1 kayecTBa
KapTupoBaHus (1 4 gexuus, 2 4 IpakTUKyM)

224 ['enomubie Opay3epsl (1 4 nekuus, 2 4 IpakTUKyM)

2.3 Kpamkoe esedenue ¢ R unu Python (12 uac)

2.3.1 OcHoBbl paboTsI ¢ si3p1koM R unu Python, oprarmsanmst paboTsI (2
Y JIEKIUS, 4 4 IPAKTUKYM)

232 bubnuoteku 11t mocTpoeHus rpauKoB U BU3yalu3aluu
pe3yNbTaToB 2 4 JeKuus, 4 4 IPaKTUKYM )

2.4 I'enomunuposanue c nomouwspto NGS u unmepnpemayus
2enemuyeckux eapuanmoas (12 uac)

24.1 OmnpeaeneHue reHOoTUIa KOHKPETHOTO nosmuMopdusma (1 u
JIEKLHS, 2 4 MPAKTUKYM)

2.4.2 [Ipenckazanue uBeTa Bosioc U ria3 (1 4 mpakTUuKym)
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243 MuTtoxoHIpHUanbHbIA TEHOM U ONPEAEIEHHE ero rarorpynmnsi (1
4 JIeKUus, | 9 IpaKkTUKyM)

244 OnpeiesieHuE TEHETUYECKUX BAPUAHTOB U TEHOTHUIIOB IO BCEMY
reHoMy (1 4 mpakTukym)

2.4.5 ba3pl naHHBIX reHeTHYecKuX BapuaHToB (1 4 nekuus, 1 4 mpak-
TUKYM )

2.4.6 Or1eHKa BIUSHUS TEHETUYECKUX BApUAHTOB Ha TeHbI U Oenku (1
Y JIEKIHS, | 9 MpaKTUKyM)

2.4.7 CrpykTypHbI€ BapraHThI (1 4 MpakTUKyM)

2.5 Buoungopmamuueckuii ananu3z OGHHbIX CEKEEHUPOBAHUS

mpanckpunmomos (2 u nexkyus, 4 uaca npaKkmuxym).

2.4. OueHka KayecTBa 0CBOCHUSI IPOrPaMMbI
2.4.1 ®opma UTOrOBOM aTTECTALNHU.

2.4.1.1 KoHTpoms pe3ynbTaToB 0O0y4YEHUS TPOBOJAUTCS B BUJIE HTOTOBOM aT-

tectanuu (MA). OGyuaronuiicst noryckaetrcs k A mocie ocBoeHus paboueit npo-
rpaMMBbl y4€OHOTO MOJIYJIsl B 00BEME, MpeaycMOTpeHHOM yueOHbIM TiaHoM (YII).
dopMa UTOrOBOM aTTECTAMU — 3a4eT. 3a4eT IPOBOJUTCSA B BUAE TECTUPOBAHUS
(MUCHMEHHO) 10 TEMaM y4eOHOTO MOTYJISI.

2.4.1.2 JInuam, ycniemrHo ocBouBInM IIporpammy u npomenmum UA, Biaa-
€TCsl yI0CTOBEpEHHUE O MOBBIIICHUH KBATH(PHUKAIIMN YCTAaHOBIEHHOTO 00pas1ia.

2.4.2 llkana ¥ MOPSIIOK OIEHKH CTETICHH OCBOCHMS O0yUYarOIIMMUCS y4ueO-
Horo marepuaia [Iporpammel onpenensiercs [longoxennem 06 opranus3aluy UTOro-
BOM aTTeCTaluy 00yJaronuxcs Ha (pakynbTeTe JOMOTHUTEILHOTO MPOodheCCUOHAIIb-
HOTO 00pa3zoBaHus B (peepagIbHOM TOCYyIapCTBEHHOM aBTOHOMHOM 00pa3oBaTelib-
HOM YYPEXJIEHUH BbICIIEro 0Opa3oBaHus «Poccuilckuii HallMOHAIBHBIM HCCIIEN0-
BaTEJIbCKU MeIWUMHCKUM yHuBepcuteT nmeHu H.M. Iluporosa» MunucrepcrTsa
3apaBooxpanenus Poccuiickon denepanuu.

2.5 OueHo4HbIe MaTepPHAJIBI

OueHouHbIEe MaTepUaiIbl IPEICTABIEHBI B BUJIE TECTOBBIX BOIIPOCOB I10 TEMAM
MOJYJIEW B IPWIOKEHHUH K ITPOTPAMME.

3. OPFTAHUBAIIMOHHO-IIEJAT'OI'MYECKUE YCJIOBUSA PEAJIN3A-
U TPOI'PAMMBI

3.1 MarepuajibHO-TEXHUYECKHE YCIOBUS
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3.1.1 Ilepeyenr nomenieHnid Y HUBEpCUTETA, NPEIOCTABIEHHBIX CTPYKTYp-
HOMY TIOJpa3Ae/ICHUIO AJis1 00pa30BaTENIbHOMN 1€ TENbHOCTH:

Ne HaumenoBanue BY3A, anpec By 3aHsaTui ITax, KaOUHET

Ne

1 OI'AOY BO PHUMY um. H.M. Ilupo- | JI3, 113 4-i sTax, Kao.
roea M3 P®, r. MockBa, yia. bosbiias 41,41a
ITuporosckas a. 9a

3.1.2 [lepeyens ucnosib3yeMoro Jjis peanusanuu [IporpaMMbl METUIIMHCKOTO
000pyI0BaHUS U TEXHUKU:

NeNe | HaummeHoBaHMe MeIMIIUHCKOT0 000PY/A10BaHNs, TEXHUKH, annapa-
n/n TYPbl, TEXHUYECKHX CPEJACTB O0Y4YeHHsI U T.].

1. | Habopel aBTOMaTHUYECKUX J103aTOPOB nepemMeHHoro oorema (1-10, 10-
100, 20-200, 100-1000 mxi) — 1 mT. / oOy4daromuics
2. | MaruautHsiif mratus 11 mpoOupok 0.2 wiu 0.5 M — 1 wt. / o06yyaro-
HANCA
3. | Hentpudyra BopTekc ¢ Hacagkamu s mpooupok 0.2, 0.5 u 1.5 Mo —
1 mit. / oOyuaronuics
4. | AMmudukatrop ¢ HarpeBarolUUCs KPBIIKO#N 111 mpoOupok 0,2 M —
2 mr.
Ammmudukatop Real Time, ¢ gerexknueit kananoB SYBR u ROX 1 mir.
®nyopumetp Qubit — 1 mT.
7. | IlepcoOHAJIBHBIE KOMITBIOTEPBI

()}

o

3.2 Y4yeOHO-MeTOAUYECKOE U HH(pOpMaLMOHHOE 00ecrieyeHue

3.2.1 Jluteparypa

NoNe OcHoBHas JuTEpaTypa
1. Pe6puxon 1. B., Kopoctun . O., lllyouna E. C., Unsunckuii B. B.
NGS: Bricokonpou3BouTeNIbHOE ceKBeHUpoBanue, M.: Jlaboparopus
3Hanmii, 2020 r., 235 c.

JonosHnTeILHAS JIUTEPATYypa
2. MiSeq. System Guide, Illumina 2019
3. MiSeq. 3HaKOMCTBO ¢ TPUOOPOM U €r0 BO3ZMOKHOCTsIMU, 2014

3.2.2 udopMalimOHHO-KOMMYHUKAITMOHHBIE PECYPCHI

NeNe HaumenoBanue pecypca DJIEKTPOHHBII agpec

1. Odunmansuelii caiit Munzapasa | http:// www.rosminzdrav.ru
Poccun

2. Poccniickas rocynapcTBeHHas1 www.rsl.ru
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http://cr.rosminzdrav.ru/clin_recomend.html
http://www.rsl.ru/

oubmoreka (PI'b)

3. N3narensctBo PAMH (kHurt mo | www.iramn.ru
BCEM OTPACIISIM MEJIUIINHBI):
7. IlenTpanbHas HaydHas MeIuIMH- | http://www.scsml.rssi.ru

ckas OnoOJIMoTeKa

3.3 Kaaposble ycjaoBusi

Peanuzanus [IporpamMmmbl oOecrieunBaeTcs HayqHO-IEarorn4eckuMu padboT-
Hukamu [lepenoBoit unxkenepHoit mkoiasl PI'AOY BO PHUMY um. H.U. ITupo-
roea Munszapasa Poccun.

JloJi Hay4yHO-TIeIarornueckux paboOTHUKOB, UMEIOIIUX 00pa3oBaHueE, COOT-
BETCTBYIOIIEE MPOPIII0 MPENoaaBaeMON JUCIUIUIMHBL, MOAYJS, B 00IEM 4ucIie
HAYYHO-TIEJarornyeckux paboTHUKOB, peanusyromux [Iporpammy, cocTaBisieT He
menee 70%.

Jlons Hay4dyHO-TIEJarorMueckKux pabOTHUKOB, UMEIOUIMX YYEHYIO CTElEHb
W/WIHA y4eHOE 3BaHUE, B 00ILEM YUCIIe HAYYHO-TIeIarOTHYeCKUX pabOTHUKOB, pea-
mu3yromux [Iporpammy, cocrasisier He MeHee 65%.

3.4. Opranusanus 00pa3oBaTeJbHOI0 NMpouecca

B nporpamme ucnonb3yroTcs Clenyomue BUAbl YYeOHbIX 3aHATUM: JIEKIIUS,
PaKTUYECKOE 3aHATHE.

Jlekuuu mpoBogsarca 6e3  JOT momHOCTRIO € MCHOJIb30BaHUEM
MYJIbTUMEIUUHBIX YCTPOMCTB W/WIM CHEUAIBHO 000PYI0BAHHBIX KOMIIBIOTEPHBIX
KJIACCOB.

[IpakTiueckue 3ansatust npoBoasaTcs 6e3 JJOT momHOCThIO B BUIE MacTep-
KJIACCOB M pabOThl C HCIOJIb30BAHUEM CIIEHUAIBHOTO 00OpyAOBaHUA, JIs
0TpabOTKH YMEHHI U HABBIKOB COCTABIISIIOIINX MPOGECCHIO CITyIIaTeeH.
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[Tpunoxenne Nel

®OH/JA ONEHOYHbIX CPEJACTB
K JTOMOJTHUTENBHOU MPOQPEeCCUOHATBHOM MpOoTrpaMMe MOBBIIICHUS KBaTU(UKAIIIH
«buonHpopmaTruka U TeHOMUKa
TPYIOEMKOCTBIO 72 aKkaJeMUYeCKUX Yaca

1
2 [[lepenoBast HHKXEHEPHAs
[IKOJIa
3 |Anapec (6a3a) yia. bonbias [Tuporosckas 1. 9a
4 |PykoBomuTelNb [Ipoxopuyk E.b.
5  |OtBercTBeHHbIN cocTaBuTens |Hedenona JILH.
6 |E-mail jalex@syntol.ru
7  [Mo0. Tenedon 8916 628-00-31
8  |Kabuner Ne 41,41a
0  [YueOnas mucimmumnaa -
10 |V4eOHblii npeaMeT -
11 [Y4eOusblii 1o cOCTaBIECHUS 2023
12 |CnenuaiprHOCTD -
13 |[®opma obydeHwms Ounas
14 Monynb
15 [Tema -
16 [[Tonrema -
17 |KonuuecTBO BONPOCOB 10
18 |Tum Bompoca -
19 [AcTounux -
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OBPA3LIBI TECTOBBIX 3AJIAHUI

1. Onnonykneotuauelit noaumopdusm rs12328675 rena COBLL1 Obun cra-
TUCTHUYECKH 3HAYMMO aCCOLMMPOBAH C MOBBILICHHBIM YPOBHEM OOILEro XoJecTe-
pUHA B KPOBU. JTO O3HAYAET, YTO

A. Jlannb1ii nomumMopu3M A0KeH 00HApYKUBAThCA y MALMEHTOB, CTpaja-
IOIINX aTePOCKIIEPO30M

b. JlanHbii ToIMMOp(HU3M J0KEH 0OHAPYKUBATHCS y BCEX JIIOACH, UMEIO-
IIUX MOBBIIICHHBIN YPOBEHb OOIIEr0 X0JIECTEPHUHA B KPOBU

B. Jlansblii noaumopdusmM MOXeT ObITh OOHAPYKEH Y JIIOJIEH, HE UMEIOLIUX
MOBBIIICHHBIN YPOBEHDb OOIIETO X0JIECTEPHUHA B KPOBU

I'. Jlannbiit momumMopdu3M 10KeH 00HAPYKUBATHCS Y JIFOEH, UMEIOIIHX T10-
BBHIIIICHHBIA YPOBEHH OOINET0 XOJIECTEPUHA B KPOBH U CTPAJAIOIINX aTEPOCKIEPO-
30M

J1. B rpynme mtoieid, IMEIONuX MOBBIIICHHBIN YPOBEHB 00IIETO X0JeCTEPUHA
B KPOBH, JIOJISI HOCUTEJICH JaHHOTO MOJIMMOp(HU3Ma CTATUCTUUECKH 3HAYHMO BHIIIIE,
YeM B KOHTPOJIbHOUW TPYIINE

2. JIns 5yKapHOTUYECKOTO T'eHa XapaKTepHO

A. O0s13aTenpHOe HATMYKE SK30HOB U XOTs ObI OJJTHOTO MHTPOHA

b. OGs13aTenbHOE HATMYKE SK30HOB U JIBYX HJIM 00Jiee MHTPOHOB

B. Tlonnoe co3peBanue MPHK BxitouaeT moaudukaiuo o00ux ee KOHIIOB

I'. B perynsiiiuu TpaHCKPUIILIMK I'€HA MOTYT IPUHUMATh y4acTHUE dHXAHCEPbI
Y CallJIEeHCEphI

J1. Ilonmroe co3peBanne MPHK BximrouaeT Mmoaudukaiuio ToJIbKO 3'-KOHIA

3. Bribepute BepHOE YTBEp)KACHHUE, XapaKTepU3yrollee METUIUPOBAHUE
JIHK y MiekonuTarommx:

A. B reHomMe yenoBeka 00Jiee OJIOBUHBI T€HOB COJIEPKAT B 5'-peryIsiTOPHBIX
paiionax Hykieotusbl C u G, crpynnupoBansbie B CpG-0CTpOBKHU

b. Metmmposanne CpG-0CTpOBKOB XapaKTEPHO IS BCEX OEIOK-KOIUPYIO-
X TEHOB

B. Metunupoanue CpG-ocTpoBKa B 5'-peryasiTOpHOM palioHe reHa, Kak npa-
BUJIO, HE TIPUBOAMT K MOJIABJICHUIO SKCIIPECCUH COOTBETCTBYIOIIETO I'eHa

I'. MetunupoBanue CpG-AMHYKICOTUAOB IPOUCXOAUT 10 no3uiuu C3 uurto-
3MHOBOTO KOJIbLIA
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. AHomanbHOe runo- u runepmeruiarnpoanne CpG-oCTpOBKOB I€HOB MO-
KET OBITh IPUUNHON OHKOJIOTMUYECKUX 3a00J1€BaHUI

4. DKCIIEpUMEHT IO CEKBEHHPOBAHUIO MOKA3aJl, UTO, C YYETOM HOpMaJIN3alun
Ha rI1yOMHY CEKBEHMPOBAHUA U JJIMHY F€HOB, dKCIpeccus reHa A B oOpasie 1 mo
cpaBHEHMIO ¢ 00pa3ioM 2 yBenuuuiach B 100 pa3, B To BpeMs Kak SKCIPECCHUs T€HOB
B, C, D, E, F u G ymensmunack Ha 10% B oOpasiie 1 mo cpaBHeHHIO ¢ 00pa3iom 2.
YT0 MOXKET MPOU30MTH NTOCIIE MPUMEHEHUS JOMOJTHUTEIIBHON HOPMAIU3ALMH 110 aJl-
roputMmy DeSeq2 (median of ratios)?

a) pe3yJIbTaThl HE U3MEHSTCA

0) paznuuus B SKCIIpeccuu it reHa A ymensbIarcs, a 11 reaoB B, C, D, E,
F u G - yBenmmuarcs

B) pa3iM4Ms B SKCIPECCUU JIJIsi reHa A yBenuuarcs, a juis redoB B, C, D, E,
F n G — ymenbmarcs

I') BCE HalJICHHBIC PA3JINUUS B IKCIIPECCUH YBEIMYATCS

5. B 4eM O0CHOBHOE MPEUMYIIECTBO (OCHOBHBIE MPEUMYIIIECTBA) METOJIOB Ha
OCHOBE CEKBEHUPOBAHMS IO CpaBHEHUIO ¢ rudOpuanzanuoHHsiMu JIHK-mukpoun-
NaMu MpU aHAJIW3€ MOJHOT€HOMHOI0 MpOo(dUIIsA CBA3bIBAHUS (DAKTOPOB TPAHCKPUII-
u’?

a) O6osee BbICOKas pa3peliarolas CliocOOHOCTb (TOYHOCTh ONPEENICHUs MO-
JIO’KEHUS CATOB CBSA3BIBAHNSA)

0) BO3MO>KHOCTb MOJTHOT€HOMHOT'O MCCIIEI0BAHUS

B) BO3MOKHOCTb ITPOBOJMTD OMBIT B MOJIEBBIX YCIOBUIX

I') CTOUMOCTb ((pHAHCOBAas PaMOHAIBHOCTh MOJHOT€HOMHOI'O HMCCIIE0BA-
HHUS)

1) IPOCTOTa MPOTOKOJIA

6. CornoctaBbTe MpOrpaMmy U TO, UTO OHA JEJIAET:

1. bwa

2. fastqc

3. freebayes

a) AHaJIM3 Ka4yecTBa KOPOTKUX MPOUYTCHHIA

0) BeipaBHHBaHME KOPOTKHUX MPOYTEHU Ha peepeHCHBIN TeHOM
B) [lonck BapuaHTOB B BEIPOBHEHHBIX TIPOYTECHHUAX

7. PaccTtaBbTe BApHUAHTHI B MTOPAAKE YBCIIMUCHHA ITATOTCHHOCTH !
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1.  missense variant, TpUBOASIIMN K 3aMEHE aclapariHOBOM KHCIOTHI Ha
TJTyTAMHUHOBYIO KHCIIOTY

2. missense variant, IPUBOJIAIINN K 3aMeHe (DeHIITAJIaHNHA HA CEPUH
3. stop gain B cepeuHe KOIUPYIOIIEH TOCIeI0BATEIPHOCTH
4. synonymous variant
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