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QoHI OLEHOYHBIX CPEACTB OOCYXIEH U onoOpeH Ha 3acefanuy Y ueGHO-METOINYECKOIOo
coseta. [Ipotoxois Ne 2 ot «22» mas 2023 roaa.

Cexperapp Y 4eOHO-METOIUIECKOTO COBETA

A.E. Tymammosa

OcHoBHast npodeccuoHalIbHas o00pazoBaTeNbHAS IIPOrpaMMa BEICHIETO 00pa3oBaHUS —
nporpamma opauHatyphl o crnenunainsroctd 31.08.30 I'eretmka obcyxrena u omoOpeHa Ha
3acenanuy YueHoro coreta (mpoTokod Ne 6 ot «30» mas 2023 rona).




1. Ileain ocBOEHMSI AU CIUTIIIMHBI

Llenpro M3yueHHs AUCHMIUIMHBI SBISCTCS: YCOBEPUIICHCTBOBAHUE OPJMHATOPAMH 3HAHUN
NPUHIUIIOB CEKBEHUPOBAHUS reHoMa sl 3PPEKTUBHOTO pEeIIeHUs] TpodecCHOHATIbHBIX 3a/1ad,
BKJIIOYAIOIIUX MPOBEJCHUE MOJICKYISIPHO-TEHETUYECKOH JMAarHOCTHKH — HACIEICTBEHHBIX
3a00J1€BaHUH.

3amauy JUCLUILIMHEL.

H3YYCHHE 0COOCHHOCTEH OpraHu3aiyuy FreHoMa YejI0BeKa;

3HAKOMCTBO C OCHOBHBIMU MIPHHIIUIIAMHU U TEXHOJOTUSIMHU CEKBEHUPOBAHUS TCHOMA;

3HAKOMCTBO C YCTPOMCTBOM M IPHUHIUIIAMH Pa0OThl FEHETHYECKUX CCKBEHATOPOB;

prOOpeTEeHNE HABBIKOB PA0OTHI HA TEHETHYECKUX CEKBEHATOPAX;

3HAaKOMCTBO C  aJIrOpUTMaMHU OHOUH(POPMALMOHHOW  00pabOTKH  Pe3yJIbTaTOB

CCKBCHHUPOBAHWS;

6. mpuoOpeTeHHe 3HAHMH O BO3MOXHOCTAX M IEPCICKTHBAX IPUMEHEHHS METOJIOB
CEKBEHHUPOBAHHSI TEHOMA B MOJICKYJISIPHO-TEHETHYECKON JTMarHOCTHKE;

7. W3ydYeHHWE MPUHIUIIOB HOMEHKJIATYPhl T€HHBIX MYTAIlMi U WHTEPIPETAUN PE3yJIbTaTOB
CCKBCHUPOBAHHSI.

agrwpnE

2. MecT0 AUCHUIUIMHBI B  CTPYKType OCHOBHOl  mpodeccHnoHaIbHOM
oOpa3oBartebHoil nporpammsl (OIIOII) opauHaTypbI

VYyeOnast nucuuruimHa «MeTobl CEKBEHUPOBAHMSI T'€HOMa» BXOJUT B BapHATHUBHYIO
gacte biioka 1 «ductummuaer (Momymu)» OIIOIT opauHatyper mo cnenumansHoctr 31.08.30
I'eneruka.

3. TpeGoBaHusi K pe3yJIbTATAM OCBOCHHS THCHHUIINHBI

3.1. KomnereHuuu opauHaTopa, popmMupyemMsbie B pe3yibTaTe 0CBOCHHUS JHCIUIIIHHBI
HucuunnuHa «MeToabsl CEKBEHHPOBAHUS TE€HOMa» CHOCOOCTBYET (OPMHUPOBAHUIO

CIENYIOIINX KOMIeTeHUuH, mnpenycMorpeHHelx @OI'OC opauHaTypbl 1O CHELMAIBHOCTH

31.08.30 I'eneruxka:

npogeccuonanbubie komnerenunu (IK):

— TOTOBHOCTb K OCYILECTBJICHUIO KOMILJIEKCA MEPOIIPUSITUI, HATIPABJIEHHBIX HA COXPaHEHHE

U YKpeIUIeHHE 3]I0pOBbsi U BKIIOYAIOIUMX B ceds (opMupoBaHHe 310poBOro obpasa
JKU3HU, TPeAyNnpeXIeHre BOZHUKHOBEHUS U (WJIM) paclpoCTpaHEeHUs 3a00jieBaHUM, UX
PaHHIOIO TUArHOCTHKY, BBISIBJICHUE PUYMH U YCIOBUN UX BO3ZHUKHOBEHUS U Pa3BUTHS, a
TaK)K€ HAlNpaBJI€HHBIX HAa YCTpAaHEHHE BpPEJHOTO BIIMSHHS Ha 3]0POBbE UEIOBEKA
(axropos cpexbl ero ooutanus (IMK-1);

3.2. Pe3yabTaThl 00y4eHHs 110 JUCHUILIHHE

B pe3ynbprare ocBOCHUS AUCIUIUIMHBI OPJIMHATOP JOJIKEH:

3HaTh:

OCHOBHBIE 0OCOOEHHOCTH OpraHMU3aIlH T€HOMa YeTIOBEKa.

MPUHIIMIBI ONIPEIeICHUS HYKICOTUAHOM ntociegoBaTtensHoct JJHK.

MPUHIUITBI CEKBEHUPOBAHUSI HOBOT'O IMOKOJICHUSI.

MaTepHaTbHO-TEXHUYECKYIO 0a3y aiis npoBenaeHus cekBenupoanus JJHK.

MIPUHIIAITBI pa0OTHI TEHETHYECKUX aHATU3aTOPOB, UX THITHI.

BO3MOXXHOCTH M OTPAaHUYEHHUS TEXHOJOTUH CEKBEHHPOBAHUS I€HOMa B MOJIEKYJISPHO-
TEHETUYCCKOMN JMarHOCTUKE HACICICTBEHHBIX OOJIC3HEH.

7. OCHOBBI OMOMH(POPMAIIMOHHOTO aHAJIN3a PE3YJIbTATOB CCKBECHUPOBAHMSI.

ook owndE



8. NpUHUUIBI HOMEHKIATYPbI T€HHBIX MyTaIUil.

Ymers:

1. ompenenars nmokazanus s npoBeaeHus cekBenuposanus JITHK ¢ menbio MonekymsipHo-
TeHETUYECKOM TUarHOCTUKY MOHOTCHHBIX HACJIEICTBEHHBIX 3a00I€BaHUH.

2. WCIONb30BaTh 0a3bl JaHHBIX, TEHOMHbIE Opay3epbl U CIEeLHUaTU3UPOBAHHBIE WHTEPHET-
pecypcehl AJisi HHTEPIPETALUHU PE3yIbTaTOB CEKBEHUPOBAHUSI.

3. HWHTEpPHPETHPOBATh PE3YyJbTaThl CEKBEHHUPOBAHMS M OMOMH(POPMAIIMOHHONH 00pabOTKH
JAHHBIX.

4. COCTaBIATh U MHTEPIIPETUPOBATH PE3YNIbTAThl MOJEKYJISIPHO-TEHETUUECKON AMATHOCTUKH
HACJIC/ICTBEHHBIX 0OJIe3HEH C MCIIOJIb30BaHHMEM CEKBEHHUPOBAHMS HAa OCHOBE NMPUHIUIIOB
HOMEHKJIATYpbl T€HHBIX MYTaIUH.

Baanern:

1. meronamu Beinenenus u npodonoaroroku JJHK mis peakiuu cexkBeHnpoBaHus.

2. 0a30BBHIMH HaBBIKAMHU IpoBeneHUs cekBennpoBanus JJHK.

3. OCHOBHBIMHU TEXHOJOTHSIMH CTaTHUCTUYECKOTO ¥ OWOMH(OPMAIIMOHHOTO aHalln3a
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pe3yJabTaTOB CEKBEHUPOBAHUSI.

4. TpynoeMKOCTb THCHHILIMHBI

OO0mias TpyA0€MKOCTh AUCIUIUIMHBI COCTABIISIET 8 3aUE€THHIX €IMHMUIL, 288 4acoB.

TpyaoemMKkocThb KosauyecTBo 4acoB
Oo6mas 288
OO0s13aTenpHas ayJUTOPHAS 216
B TOM YHCIIE:
Jlexmun 20
[TpakTuyeckue 3aHATHS 196
CamocTrosTenpHas paborta 72
Bun npoMexyTo4HOH arrecTaliuu 3a4€T

5. CTpyKTypa M coJep:KaHue JUCHUIIMHBI
5.1. Buabl yueOHoli padoThl

KosruecTBo 4acoB 1Mo BUAAM 3aHITHIA
No
Pa3ensl JUCIMIITAHBI [pakTuveckue CamocTosiTenbHas
11 Jlexun
3aHATHA paboTta
1 Pasznen 1 «CtpykTypHas opranusanuu 4 47 20
TEHOMA YeJIOBEKa»
2 Pazgen 2 «CoBpeMeHHbIE 6 47 20
MpEeJCTaBICHUS 00 H3MEHIMBOCTH
TEHOMaY
3 Pazgen 3 «TexHonorum cekBeHUPOBaHUS 10 100 32
TEHOMaY
4 3auer 2
5 Bcero 20 196 72

5.2.Conep:xaHue TUCHUILIAHBI
5.2.1. TemaTHn4ecKkui IJIaH JEeKIHA

HaumenoBanue pazziena, TemMa JeKUui Kon-Bo wacos
Pazgen 1 «CTpyKTypHasi OpraHu3anus reHoMa YeJ0BeKa» 4
Tewma 1 «toru BeIMOSHEHUs POrpamMmbl «I €HOM YeJIOBEKa»» 2
Tema 2 «CoBpeMEHHBIC TIPEICTABICHUS 00 OPraHU3aIlK TCHOMA YEIIOBEKa» 2
Pazgen 2 «CoBpeMeHHBIE NPeACTaBICHHSA 00 H3MEHYHBOCTH F€HOMA) 6




Tema 1 «['eneTndeckuii moauMophusmM» 2
Tema 2 «MyTanuu B reHOME YeJIOBEKay 4
Paznen 3 «TexHoI0THH CeKBEHUPOBAHMSI TeHOMA» 10
Tema | «IIpuanuns! cexBenuposanus JJTHK» 3
Tema 2 «CekBeHUpOBaHIE HOBOTO IIOKOJICHHS» 3
Tema 3 «bronH(pOpPMAaIMOHHBINA aHAIN3 U KIMHUYECKasi HHTEPIIPETAINs Pe3yIbTaTOB 2
CEKBEHUPOBaHMS»
Tema 4 «B03MOKHOCTH 1 MIEPCIIEKTHUBBI TEXHOJIOTHH CEKBEHHMPOBAHHUS B JUArHOCTHKE 2
HAaCJIEJICTBEHHBIX 00JIE3HEW)
HUTOI'O: 20
5.2.2. TemaTnuyeckuii IVIaH NPAKTHYECKHUX 3AHATHI
Ko:n-Bo vacos
Tema 3aHsATUSA
Aynutop. CamocTosT.
Pa3gen 1 «CTpyKTypHasi OpraHu3anus renoma 47 20
YyeJ10BeKa»
Tema | «toru BeIMOIHEHHUS porpaMMBbl «I'eHOM 20 12
YeJIOBEKaN)
Tema 2 «CoBpeMeHHBIE IPEACTABICHUSI 00 OpraHU3aIIH 27 8
TEHOMA YeJIOBEKa
Pa3gen 2 «CoBpeMeHHbIE NMPEACTABICHHAS 00 47 20
W3MEHYMBOCTH T€HOMa»
Tema 1 «['eneTndeckuii moauMophusmM» 20 12
Tema 2 «MyTaruu B TeHOME 9eJIOBEKa» 27 8
Pa3gen 3 «TexHOIOTHH CeKBEHHPOBAHHS IT'€HOMA) 100 32
Tema | «[Ipurnuns! cexBerupoBanus JHK» 40 8
Tema 2 «CekBEeHUPOBaHHE HOBOTO TOKOJICHHS» 20 8
Tema 3 «buonH(POPMAIIMOHHBIN aHAIN3 U KIMHUYECKas 20 8
MHTEPIPETALNS PE3YJIbTATOB CEKBEHHUPOBAHMS»
Tema 4 «BO3MOXKHOCTH ¥ TIEPCIICKTHBEI TEXHOJIOTHI 20 8
CEKBEHUPOBAHUS B INArHOCTHKE HACJIEACTBEHHBIX
Ooe3Hen»
3auer 2
HUTOTIO: 196 72

5.3. Conep:xanue TUCHUINIMHBI

Pa3znen 1. «CTpykTypHasi opranu3anmsi reHOMa 4eJ10BeKay

Ntoru BeimosiHeHus: nporpamMbl «I'eHoM denoBeka. MexayHapoaHas nporpamma «I'eHom
YeJIoBeKay - 11eNb, 33J1a4M, UCMONHUTENU. OCHOBHBIE UTOTH BBIMIOJIHEHUS TIporpammsel «I eHom
yeJloBeKa». 3HaueHHe peaanu3aluu nporpaMMbl «I eHoM ueroBekay JUIsi MEIUIIMHCKOW TeHEeTUKU
Y MEJUIMHBI B IIEJIOM.

CoBpeMeHHbIE TIPECTaBICHNUs 00 OpraHu3alyy reHoMa YeJloBeKa. Y POBHU OpraHU3aluu
reHoMa uenoBeka. Ywuceao M KiIaccel TIE€HOB B TeHOMe uenoBeka. Hekoampyromue
nocnenosarenbHocTy JIHK B renome uenoBeka u ux @yHkuuu. CoOoTHOIIEHHE KOAUPYIOMIUX U
HEKOJIMPYIOIIUX TOCIe0BaTeIbHOCTe B reHome. MOOHIIbHBIE TE€HEeTHMYECKHE 3JIEMEHTHl B
reHome venoBeka. [loBropstomuecs nmociaegoarenbHoctd JJHK n ux hyHKmm. DBOMIOIIMOHHBIC
O0COOCHHOCTH OpTaHM3aIK TeHOMa YeoBeka. [[pUHIIUT YKOHOMUY T€HETHYECKOTO MaTepraa B
reHoMe yenoBeka. [lonsTe 00 apxurektype reHoma. CermeHTHble Ayraukauuu. [lonstue o
TPEXMEpPHOW OpraHM3alud TEeHOMa 4YeloBeKa. Pollb 0COOCHHOCTEH OpraHu3aluid TreHOMa
YeJI0BEKa B BOSHUKHOBEHNH KIIMHUYECKH 3HAYMMBIX MyTalUi.

Pa3nea 2. «CoBpemMeHHbIe PeCTaBJIeHUs] 00 H3MEHYHBOCTH T€HOMa)




Onpenenenue reHeTnyeckoro noaumopdusma. Tunsl nosmmmoppusmMa B reHOME 4eJI0BEKa.
[Tomumopdu3mM 1Mo YUCTy W JIOKAUIM3AUUUM MOOMJIBHBIX T'€HETHYECKUX  IJIEMEHTOB.
Onnonykineotuaubii mommopdusm (SNP). MukpocaTesiuTHbIE 1 MUHUCATEIUTUTHBIE TIOBTOPHI
JHK. IMomumopdusm mo umciay konuil kpymHbix 610koB noBropoB JIHK (CNV). Ilonstue o
XpPOMOCOMHOM nonuMmopdusme. Tumsl XpoMOcOMHOro mnonuMoppusMa. buonoruueckoe
3HaYeHHE TreHeThyeckoro mnonmuMoppusma. Pomp  renermueckoro moinumopdusma B
JETCPMUHALUU  KIMHUYECKM 3HAYUMBIX IPU3HAKoOB. Mcnosb30BaHME  IE€HETHYECKOIO
noJauMopdu3Ma B MOJIEKYIISIpHO-TeHEeTHUeCKuX uccinepoBanmsax u JJHK-n1uarnocruke.

Myrauuu B reHome 4enoBeka. Tumbl MyTanuii B reHome uenoseka. Kiaccuduxanmn
mytauui. Homenknarypa myramuil. ToukoBbie myranmu. [enenuu. Mucepuuu. HMuBepcum.
Muccenc-myrannn. HoHceHc-myTanmu. Myranuu cIBAra paMKH CUMTBIBaHUA. Myranuu
crtaiicunra.  HepaBublii  kpoccuHrosep. I'eHHas koHBepcus. JlMHaMHUYeCKHME MYyTalUu.
XpoMOCcOMHbIE U TeHOMHbIe MyTaiuu. [TonaTue 06 snumyTanusx.

Pa3nesn 3. «TexHo10rnH ceKBeHUPOBAHUS T€HOMA

[Ipunuuner  cexBenupoBanus JHK. Iloagxompl Kk  onpeneneHuro  HYKICOTHIHOU
nocienosarensHoctd  JIHK. Xumuueckuii um  (hepMEHTATHBHBIM METOAbI CEKBEHHPOBAHUSI.
CekBenupoBanne no Maxkcamy — I'mnbepry. CexkBenupoBanue mno Courepy. IlpuHnumns
WHTEPIPETALMH PE3yIbTaTOB CEKBEHUPOBAHMS.

CexkBeHUpOBAaHUME HOBOrO  INOKOJEHWS. [IpuHIMOBI MacCMBHOIO  NapajuieIbHOTO
CEKBEHHUPOBAHHSL. [TpoGomoaroroBka JAHK-6ubnmorex TS CEKBEHHUPOBAHHSL.
[TosynnpoBOTHUKOBOE CEKBEHUPOBaHUE. ['€HETHUYECKHE CEKBEHATOpPbl HOBOI'O ITOKOJICHUS.
IlomHOreHOMHOE M IOJHOJK30MHOE  cekBeHupoBaHue. IlupocexBenupoBanne JIHK.
bucynsdurnoe nupocexBenuposanue JJTHK.

buonnpopManmoHHblii  aHaMM3 U KJIMHUYECKass  MHTEpIpeTanus  pe3yJbTaToB
CEeKBEHHPOBaHUA. 3HaUeHHE OMOMH(POPMALMOHHOTO aHANIM3a B MHTEPIIPETAlMH pPe3yJbTaToB
CEeKBEHHpOBaHMs. ba3bl JaHHBIX UM HHTEpHET-pecypchl. I'eHomHBIe Opaysepnl. KnmnHuueckue
0a3bl JaHHBIX. Banupanus u uHTEprpeTanus pe3yabTaToB CEKBEHUPOBAHUS.

Bo3MOXXHOCTH M NEPCHEKTHUBBI  TEXHOJOTMH  CEKBEHUPOBAHMS B  JIMATHOCTHKE
HACJIC/ICTBEHHbIX ~ Oone3Hell.  MoJekyssipHO-TeHeTH4ecKass  JIMarHOCTUKA ~ MOHOTEHHBIX
HACJIEICTBEHHBIX OOJIE3HEH C MOMOIIBI0 CEKBEHUPOBAaHUS HOBOIO IMOKOJIeHHsA. Bo3moxHocTu
COBPEMEHHBIX TEXHOJIOIUI CEKBEHHUPOBAHUS T€HOMA B UACHTU(HUKAIIMYA HOBBIX MYyTaIMil B FeHax
HaCJIEICTBEHHBIX Oose3Hel. CeKBEeHHPOBAHNE HOBOTO MOKOJIEHUS B IMarHOCTUKE XPOMOCOMHBIX
MyTanui. BO3MOXXHOCTH M TEPCIEKTUBBI TEXHOJOTMHM CEKBEHUPOBAHWS B HEHWHBA3UBHOU
MPEHATAIPHON JIMAarHOCTHKE € MCMOJb30BaHWEM BHekaeToyHoil JIHK mioga B kpoBu marepw.
IIppuMeHeHHe CEKBEHUPOBAHMS HOBOI'O IIOKOJEHUS B INPEUMIUIAHTALIMOHHON TI'€HETUYECKOH
JINarHOCTHKE.

6. CamocrosiTe/ibHasi padoTa OPANHATOPOB
CamocrosTenbHas paboTa OpPAMHATOPOB MO JTUCHMIUIMHE «METo/Ibl CEeKBEHHUPOBAHUS
reHOMay BKJIIOYAET B ceOsl:
— paboTy ¢ JMTEepaTypHBIMH HUCTOYHHKAMU HHGOpPMAlMM M C DIIEKTPOHHBIMH
00pa3oBaTeNbHBIMH PECYPCAMH;
— TIOATOTOBKY IpE3eHTAlUi MO0 HHTEPECHBIM JOCTIKEHHSIM B OOJACTH TEHETHKH
CTBOJIOBBIX KJIETOK;
— TOATOTOBKY pedeparoB W JOKIAJ0B Ha KIMHUYECKHX pa3bopax, ceMHHapax,
KOH(EepeHIHSIX.
IIpumepHbIe TeMbl pedepaToB:
1. Wcropus pazpabotku MeTo10B cekBeHupoBanus JIHK.
2. OcHoBHbIe TpUHIUIBI cekBeHupoBanus JJHK.
3. ®epmentaruBHOe cekBeHnpoBanue JHK.
4. IlomynpoBogHukoBoe cekBeHupoBanue JJHK.
5. MaccuBHOe napasieNbHOE CEKBEHUPOBAaHUE HOBOTO MIOKOJICHHS.
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[TupocexkBenupoBanue JHK.

bucynspurnoe nupocexksenuponanue JJHK.

8. B03MOXXHOCTM CEKBEHMpPOBAHUS HOBOI'O IOKOJIEHUS B WAECHTH(QUKALMUKA MyTalUi B
reHaxX HACJICJCTBEHHBIX OOJIE3HEH.

9. I'enomuble Opay3eppl U 0a3bl JaHHBIX JJ MHTEPIPETAllUd  pe3yJbTaToB
cexBeHuposanus JTHK.

10. HennBa3uBHas IpeHaTajlbHas JMArHOCTUKA C IOMOLIbI0 CEKBEHHPOBAHUS HOBOTO

IIOKOJIEHUS ¢ ucnoyib3oBanueM BHeknerounoi JJHK miona B xpoBu Marepu.

~

7. O6pa3oBare/ibHbIe TEXHOJIOTHHI

PexoMenayembie 00pa3oBaTEeIbHBIE TEXHOJIOTUU: JICKIIUH, IPAKTUYECKUE U CEMUHAPCKHE
3aHATHUS, CAMOCTOSATENbHAsL padOTa OPIUHATOPOB.

[Tpu mpoBeneHNH 3aHITUN HCIONB3YIOTCS aKTUBHBIE U MHTEPAKTHUBHBIE (DOPMBI 3aHATHIA
(pa300p KOHKPETHBIX CUTYallUi) B COYCTAHUH C BHEAYTUTOPHOU PabOTOH.

Jlekuuu 4uTAOTCA C NPUMEHEHUEM COBPEMEHHBIX CPEACTB JEMOHCTPALMOHHBIX MM-
npe3eHTanmidi. YacTh JCKIUN MPOBOTUTCS B WHTEPAKTHBHOW (oOpMe B3aUMOJCHCTBHUS C
oOyuaromumucs. [lonydenue npodeccrnoHaNbHBIX 3HAHUN OCYIIECTBISIETCS MYTEM H3YYCHHUS
MPEAYCMOTPEHHBIX yYEOHBIM IUIAHOM PA3JEJIOB TUCHUUIUIMHBI HE TOJBKO Ha JIEKIUSAX, HO U
CEMHUHAPCKUX M MPAKTHUECKUX 3aHATHSAX Ha 0a3e Hay4dHO-UCCIIEOBATEIbCKUX U KIMHHUKO-
JIUAarHOCTHYECKHUX JTAO0OpaTOpHUid, B paMKaX OTBEJACHHBIX YU€OHBIM IJIAHOM U ITPOTPaMMOil 4acoB.

CeMuHapckue 3aHSATHS MPOBOAATCS B HHTEPAKTUBHON (opme, OpAWHATOPHI TOTOBST
Mpe3CHTAMK,  JIOKJIaabl, OOMEHWBAIOTCS MHEHHEM [0  Mpo0JieMaTHKEe  CeMHHApa.
[IpenycmarpuBaeTcsi caMOCTOSITeNIbHASL padoTa C JINTEPaTypoil.

8. ®opMbl TEKYIEro KOHTPOJISA M MPOMEKYTOYHOH ATTeCTAIIUM, KPUTEPUH OLIEHKH

Texkyuuii KOHTPOJIb KAYECTBA YCBOCHUS 3HAHWW, YMEHUUN U BJIQJCHUN MO JUCIUILIIAHE
MPOBOAUTCA B (DOpPME YCTHOTO OMpoOca MOCIe U3YUEHUs KaXKA0ro pa3ena.

IIpomexxyTouHnasi arrecTamusi TPOBOAUTCS B (opme yCTHOro coOeceqoBaHUs I10
KOHTPOJIBHBIM BOIIPOCAM.

OIIEHKA «3a4YTEHO» CTaBUTCS, €CIIM OPAMHATOP TBEPAO 3HAET MPOTPAMMHBIA MaTepuall,
TPaMOTHO U II0 CYILIECTBY U3JIaraeT €ro, He JOIYCKAEeT CYLIECTBEHHBIX HETOYHOCTEN B OTBETE HA
BOIIPOC;

OLIEHKA «HE 3a4TEHO» CTABUTCS, €CIM OPAMHATOP HE 3HAET OTACJIbHBIX pPa3/eiioB
MIPOTrpaMMHOTO MaTepHaa, JOMyCKaeT MPU OTBETE CYIIECTBEHHBIE OIIMOKH.

9. OueHOYHBIE CPeICTBA /ISl TEKYIIero KOHTPOJISA M IPOMEKYTOYHOH aTTecTalul
IIpuMepsI OLIEHOYHBIX CPEACTB:
KoHnTpoJibHbBIE BOIPOCHI:
1. B xakom rojry 6butd OIyOJIMKOBaHbI IEPBbIE PE3yIbTaThl MPOrpaMMbl «I'eHOM deroBeka»?
2001.
2. Kakumu KOJJIEKTUBAaMU pealn30BbIBATIACh Mporpamma «l'eHom uenoBeka»?
MexnyHapoIHBIH KOHCOPIIMYM IO M3YYSHHIO TeHOMa YesioBeka, kommanus Celera Genomics.
3. Ha3oBuTe OCHOBHBIE MPEUMYIIECTBA CEKBEHUPOBAHUS HOBOIO IIOKOJEHHUS IEpes
TPaJULIMOHHBIMU METOJJAMH CEKBEHUPOBAHUSI.
MacutabHOCTh, TPOU3BOAUTENBHOCTD, CEOECTOMMOCTD.
4. Ha kakoM NMpHUHIMIIE OCHOBAHO CEKBEHUpOBaHue o CaHrepy?
Ha tepmunanuu cunresa JIHK 3a cuet BriroueHus quae30KCHpUOOHYKIeoTHAPOChATOB.
5. Ha kakom npuHITMIIE OCHOBaHO CEKBEHUpOBaHHE Mo Makcamy — ['mnbepty?
Ha tepmunanuu cunresa /IHK 3a cyer rupponnza 01HOTO U3 HyKJIEOTHIOB.
6. HazoBute b monmumopdu3mMa B TEHOME YeI0BEKa
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[Tomumopdusm mo uyMcay KOMUH M JIOKAIM3AIMM MOOWIBHBIX T€HETUYECKUX DJIEMEHTOB,
noIuMOp(HU3M  MHUKpPOCATeIUIMTHBIX ¥ MuHUcaTeluuTHBIX ToBTopoB JIHK, SNP, CNV-
oJIMMOp(hU3M.

7. Yem onpenensitorcs otanuuns noaumopduszma JIHK u myranmii?

YacroTa B MOMyJISAIUH, HACIEYEMOCTh, KITMHUYECKHUE TIPOSBICHUS.

8. JI71s 9ero uCnoib3yITCs TCHOMHBIC 0a3bl JAaHHBIX ?

Hns cucrematuszauuu wuHpopmauuu o BapuaHTax mnocinegoBarensHoctn JHK u  ux
denorunuyeckux dpdexrax.

9. Jlns dero HeoOxoamma OwoMH(pOpPMAIMOHHAs 00pabOTKa pEe3yJIbTaTOB CEKBEHUPOBAHUS
HOBOT'O TTOKOJICHUSI?

J1st ToCTOBEpHOM OLIEHKH HAJIN4YWs U3MEHEHUH HYKJICOTUTHOM MOCIIeI0BATEIbHOCTH.

10. Yro Takoe «pua»?

OpnHokpaTHOE TMpoYTeHHE HYyKJIeoTuaHoW mnocnenoBarensHocty JIHK ¢ ucnons3oBanuem
CEKBCHHUPOBAHWSI HOBOTO TIOKOJICHHMSI.

10. YueOHO-MeTOAMUYECKOE M HH(POpMALIMOHHOE 00ecieYeHUe JUCIHIJIMHBI

10.1. JIuteparypa:
OcHoBHas:
1. Bouxos, H. II. Knuandeckas reneruka: yueonuk / H. I1. boukos, B. II. Ily3sipes, C. A.
CmupHuxuna. — 4-e usg., nepepad. u gom. — Mocksa: [D0TAP-Menua, 2020. — 592 c. —
ISBN 978-5-9704-5860-0. — Tekct: snexrponnsni / OBC "KoncympTaHT crymeHTa':

[carit]. - URL:
http://ezproxy.ssmu.ru:2048/login?url=http://www.studentlibrary.ru/book/ISBN9785970
458600.html

2. Twunarep, E. K. HacnencrBeHHbIC OOJIe3HM : HAIMOHAIBHOE PYKOBOACTBO : KpaTKoOe
uznanue / nox pen. E. K. 'mutepa, B. I1. [ly3sipeBa. - Mocksa : I'DOTAP-Menua, 2019.
- 464 c. : . - 464 c. - ISBN 978-5-9704-4981-3. - Tekcr : snextponHnsiii // URL :
https://ezproxy.ssmu.ru:2736/book/ISBN9785970449813.html. - Pexum gocryma : 1o
MOJIITUCKE.

3. Kpebe Ix., Kunanarpuk C., T'onamreiin 3. ['ensl o Jlstouny / Pen. Pebpuxos J1.B. —
M.: JIabopaTopus 3Hanuii, 2019. — 919 c.

JdomosiHnTEIBHAS:

1. Ilyssipes, B. II. Ilatonornyeckas anaromus reHoma 4yenoBeka: MoHorpagus / B. I1.
[Ty3sipeB, B. A. Cremanos. - HoBocubupck: Hayka. Cubupckoe otaenenue, 1997. - 224
c.

2. Unzenp, T. H. JuddepeHnnanbHblii aUarHo3 TeHETUYECKH ETEPMHHHPOBAHHBIX
CUHAPOMOB U HacneAcTBeHHbIX 3a0oneBanuii / T. H. Un3ens. — MockBa: MenunuHckoe
uHpopMannoHHoe areHtcTBo, 2016. — 192 c. — ISBN 978-5-9986-0276-4. — Tekcr:
anektpoHHblt / OBC "MeaunuHckoe wHpopMamonHoe areHTcTBo": [caiit]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=https://www.medlib.ru/library/library/books/3205

3. IlnmanupoBaHue HCCIEOBaHUN IO TEHETHMKE MHOTO(AKTOPHBIX 3a00JeBaHUN U
cinoxxkHoHacneayembix coctosiHuil. Kyuep A.H. Cepust «HaciiencTBeHHOCTb U 3JJ0POBBE,
BhITycK 13: yueOHOoe mocobue / Ilon pen. akamemuka PAH, npod. B.IL. I[ly3eipéBa. —
HoBocubupck: «Axagemuzaar», 2015. — 88 c. un. 12, Tabm. 19.

4. T'eHeTMYecKHe acIEKTbl MHTEJUIEKTyalbHbIX HapymeHuil. Hazapenko JLII., Ha3apenko
M.C., CamokoBa O.A., Jlebenes 1.H. Cepus «HacineacTBEeHHOCTh U 3I0pOBbE»: YIeOHOE
nocobue, Beinyck 14 / mox pea. B.IL. Ily3bipéBa. — Tomck: Jlutepatypnoe 61opo, 2017. —
68 c.



10.2 IlepevyeHb MeTOAUYECKHX PEKOMEHIALMIA /ISl Ay TUTOPHON U CAMOCTOSATEIbHOI
padoThI OPAMHATOPOB

Meroaudeckue yka3zaHHUs 10 AUCIHUIUTMHE «MeToabl CEKBEHHUPOBAHHUS TEHOMa» IS
ayJUTOPHOM pabOThI OPIUHATOPOB pazpaboTaHbl OTJEIHHO MO pa3/eiiaM JUCIHUILTUHBI B IOJIHOM
obbeme u xpansatcs B HUM MmenunuHCKON TeHETHKH.

10.3 HopMaTHBHO-NIPaBOBbIE TOKYMEHTBI:

1. ®enepanbubiii 3akon oT 01.11.2011 Ne 323-@3 «OO6 ocHOBax OXpaHBI 3/I0POBbS
rpaxaan B Poccuiickoir ®enepaumu» [DNEKTpOHHbIM pecypc]. — Pexum pocrymna:
http://nasci.ru/education/clinic_recommendations.

2. IlpaBuna npenocTaBicHUs] MEIULMHCKMMH OPraHU3alUsSMU IUIATHBIX MEJULIMHCKUX
yCIIYT, YTBEpXKIEHHbIMU TmocTaHoBieHueM [IpaBurensctBa Poccuiickoit ®enepanuu ot 4
okTs10ps 2012 r. N 1006 (Cobpanue 3akoHonaTensctBa Poccuiickoit @eneparuu, 2012, N 41, cr.
5628);

3. IlonoxeHue 0 rocyAapCTBEHHOM KOHTpPOJIE KayecTBa U O€30MacHOCTH MEIUIIMHCKON
JIeATEIIbHOCTH, YTBEPKIACHHBIM ITocTaHOBiIeHUEM lIpaBurensctBa Poccuiickon ®enepanuu ot
12 Hosi6pst 2012 1. N 1152 (Cobpanue 3akonoaarensctBa Poccuiickoii denepanuu, 2012, N 47,
cT. 6501; 2016, N 38, ct. 5567; 2017, N 52, ct. 8148);

4. IlonoxeHue 00 OpraHu3alUM OKa3aHHUs NEPBUYHON MEIMKO-CAaHMTApPHON MOMOIIH,
YTBEPKACHHBIM IpUKa30M MMUHHCTEPCTBA 3ApaBOOXPAHEHUM M COLUAIBHOIO pa3BUTHUS
Poccuiickoit ®@eneparuun ot 15 mas 2012 r. N 543n (3apeructpupoBaH MUHHCTEPCTBOM
toctuiin  Poccuiickoit @epepauun 27 wutons 2012 r., peructpanmonusii N 24726), ¢
W3MEHEHHUSMH, BHECEHHBIMH IpHKazaMu MuHUCTEpCTBAa 31paBooxXxpaHeHus Poccuiickon
@®eneparu ot 23 utoHsa 2015 r. N 361n (3apeructpupoBaH MUHUCTEPCTBOM IOCTULIUU
Poccuiickoii ®enepanuu 7 utonst 2015 r., perucrpaunonssiii N 37921), ot 30 centsiopst 2015 1.
N 683n (3apeructpupoBan MunuctepcTBoM octuiuu Poccuiickoit @eaepannu 24 Hosops 2015
I., peructpaunonsbiidi N 39822);

5. Tlpuxaz MwunucrtepctBa 3apaBooxpanenusi Poccuiickoit deneparuun ot 20 aexadps
2012 r. N 11771 "OO6 ytBepxaenuu Ilopsaka nauu HMHGOPMHPOBAHHOTO JOOPOBOIBHOTO
coriacus Ha MEAMIIMHCKOE BMEIATEJbCTBO M OTKa3a OT MEAMIIMHCKOIO BMEIATEeNIbCTBA B
OTHOILEHUM OTpPENeNIEHHBIX BHUJOB MEAUIMHCKUX BMEIIATENIbCTB, (HOpM HH(YOPMUPOBAHHOTO
J0OpPOBOJIBHOTO COTJIacHsl Ha MEAMIIMHCKOE BMEIIATENbCTBO U (OPM OTKa3za OT MEAMLIHUHCKOIO
BMeIaTenscTBa" (3aperucTpupoBaH MuHUCTEpCTBOM tocTuimu Poccuiickoit denepauun 28
utoHa 2013 r., peructpauuonHslid N 28924, ¢ u3MEHEHHSIMH, BHECEHHBIMH IPUKA30M
MunucreperBa 31paBooxpanenust Poccuiickoit ®enepanuu ot 10 aBrycra 2015 r. N 549h)
(3apeructpupoBadn MuHHUCTEpCTBOM OCTHIMU Poccuiickoit ®enepanun 3 centsops 2015 r.,
peructpaunoHHsiii N 38783);

6. Ilopsimok oO3HaKOMJIEHHMsS TAalMeHTa JUO0O €ero 3aKOHHOTO NPEJCTaBUTENS C
MEAMIMHCKON JTOKYMEHTALUEN, OTpaXKarolle COCTOSHUE 3/I0pOBbS MALIUEHTA, YTBEPKIECHHBIM
npuka3oM MuHHCTEpcTBa 3ApaBooxpaHeHus Poccuiickon @enepannu ot 29 urona 2016 r. N
425u (3apeructpupoBad MunuctepcTBoM foctuinu Poccuiickoit @enepanuu 14 Hos16ps 2016 .,
peructpaunoHHbId N 44336 (nanee - [lopsok, yTBepk1eHHBIN prkazoM Munsapasa N 4251);

10.4 MIpodeccuonanabHbie 6a3b1 JTAHHBIX, HHGOPMAIIMOHHBbIE CIPABOYHBIE CHCTEMBI
1) DnekTpoHHbIE OMOTNOTEUHBIE CUCTEMBI

OBC "KoncynbTanT cryaeHTa" pexxum aocryna: http://www.studentlibrary.ru
OBC "Koncynsrant Bpaua" pexum goctymna: http://mww.rosmedlib.ru
9BC "Book-Up" pexum goctyna: http://books-up.ru

EastView Information Services(MBUC. [Toanucka Ha MeprHOIUYECKUE U3TaHUS)
pexum aocrtyna: https://dlib.eastview.com/
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OBbC Menununackoe nHbopManronHoe areHTcTBo (MUA)
pexum gocrymna: https://www.medlib.ru

2) basbl 1aHHBIX

— Polpred.com

— ScieceDirect

— ClinicalKey

— SpringerLink

— Science

— Wiley Online Library

— eLIBRARY.RU

— HanmonansHas DnekTpoHnHas 6ubnroreka HY0.pdh
— MEDLINE Complete EBSCO Publishing
— Nature Publishing

— Scopus

— zbMATH (maTemaTuka)

— Web of Science

11. MaTepuajabHO-TeXHUYeCKoe o0ecrieyeHue
[IpenonaBanre TUCUMIUIMHBI ocyiiecTisercss Ha 0aze HUM menuuuHCKON reHeTuku u
reHeTuyeckoil kimHuku. OOpa3oBaTeabHbIN Iporecc 00ecnedeH CrenuaIbHO 000py10BaHHBIMU
MOMEIIEHUSAMH JUTS TPOBEICHUS YUEOHBIX 3aHATUH, B TOM YHCIIE:

1. VueOnas (JieKImoHHAas) ayAUTOpHs: aBTOMAaTU3UPOBAaHHOE pabouee MECTO JIEKTOpa,
MyJIbTUMEANIHOE 000pyI0BAHUE.

2. Tlomemenusi, TpPeayCMOTPEHHBIC Ui OKa3aHUs MEIUKO-TeHETHYECKOH MOMOIIH
NanueHTaM, B TOM YHCJE CBS3aHHBIE C MEAMIMHCKMMHM BMEIIATEIbCTBAMH,
OCHAILIEHHBIE CIEIHMATU3UPOBAHHBIM 000pYyJIOBaHMEM U (WIM) MEAUIUHCKUMH
U3JIENUSIMUA U PACXOIHBIM MaTEPHUAIIOM;

3. Tlomermienus B KIMHHUKO-IUArHOCTHUYECKOH, IIMTOT€HETHYECKOHW, OHOXMMHYECKOM
nabopaTopusx AN OPOBEAEHUS  J1a0OpPATOPHBIX ~ METOAOB  JMATHOCTHKH
HACJICICTBEHHOM MaTOJIOTHH;

4. TlomemieHus  JuIs  CaMOCTOSITEIBHOM  pabOThl  OOY4YarOLIMXCS  OCHAIEHBI
KOMITBIOTEPHOW TEXHUKOM C BO3MOKHOCTBIO TMOAKIIOUEHUs K cetu "MHTepHer" n
o0ecrieyeHneM JI0CTyINa B 3JIEKTPOHHYIO MH(POPMALMOHHO-00pa30BaTEIbHYIO Cpely
OpraHH3aIiHy.

IIporpammHoe o0ecnieueHue

Onepanuonnas cucrema Windows;

nporpamMmel, odecrieunBatomue padoty ¢ nokymentamu (MS Office 2010; Apache Open office;
Adobe Reader; apxuBarop 7-Zip):

Microsoft Office Professional Plus 2010 Russian Government OPEN 1 License Level C 79P-
03567,

Dr. Web Desktop Security Suite + Lleatp Yupasnenus (LBW-AC-36M-550-Al);

ABBYY FineReader 11 Corporate Edition AF11-3U1V25-102 ID 166961.
Hurepuer-6pay3epsr (Internet Explorer; Google Chrome; Mozilla Firefox).

[Tporpammel, o6ecneunBatomue npocmotp meaua dainor (Windows Media Player ; cpenctso
npocmoTpa ¢ortorpaduit Windows).

12. KagpoBoe o0ecnieueHne 00pa3oBaTejibHOTO Mpoiecca

No HaumenoBanue damunus, UM, VYuenas OCHOBHOE MeCTO Mecto paboThI 1
/1 pa3lieNioB WIH TEM OTYECTBO CTCIICHb, paboThI, JIOJDKHOCTB 110



https://www.medlib.ru/
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