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10.

Conepxanue

[lepeueHp MIaHUPYEMBIX PE3yIbTaTOB OOYYEHUS MO AMCLUUIUIMHE, COOTHECEHHBIX C
IUTAHUPYEMBIMH pe3yJIbTaTaMU OCBOECHUS 00pa30BaTEIbHON IPOTrPAMMBI

MecTo TUCHMITIIMHBI B CTPYKTYpe 00pa30BaTeIbHOM MTPOrpaMMbl

TpylOoeMKOCTh IHUCUMUIUIMHBI B 3a4ETHBIX €AMHULAX C YKA3aHHEM KOJIMYECTBA
aKaJIeMUYECKHX YacoB, BBIACICHHBIX Ha KOHTAKTHYIO paboTy o0O0ydJaromerocs c
npernojaBaTeneM (MO BUAAM YYeOHBIX 3aHSATHH) M HA CAMOCTOATEIBHYIO paboTy
oOydaromierocs

CopepxaHue NUCLUILIIMHBI, CTPYKTYpPUPOBAHHOE 0 TeMaM (pa3zenaM) C yKa3aHHUEeM
OTBEZICHHOT'0 Ha HUX KOJMYECTBA aKaJeMUUYECKHX 4aCOB U BUAOB yUEOHBIX 3aHATUI

[lepeuenp yueOHOIM TUTEPATYPHI

[lepeuenr y4eOHO-METONUYECKUX MATEPUAIOB IO CAMOCTOSITENLHOW pabore
00yJaronmxcst

[lepeuenp pecypcoB HH(GOPMAIMOHHO-TEICKOMMYHUKAIMOHHON cetn «VHTepHeT»,
HEOOXOJAUMBIX JUIsl OCBOSHHSI JUCLIUILIMHEI

[lepeuenp HMH(POPMAIMOHHBIX TEXHOJOTMHA, HCHOJB3YEMBIX MpPHU OCYLIECTBICHUU
00pa3oBaTeNbHOrO MpoIecca M0 AUCHUIINHE

MarepuanbHO-TeXHUYECKAS 0a3a, HeoOXoauMast TSt OCYIIECTBIICHUS
00pa30BaTeNLHOTO MPOIlecca MO TUCITUTUIMHE

OneHouyHble CpeAcTBa AJ MPOBEACHUS TEKYIIEro KOHTPOJS U TMPOMEXKYTOYHOU
aTTECTallMU MO AUCLMIINHE

[Tpunoxenue 1. AHHTOTaIMs paboydeil MporpaMmsl

[Tpunoxenue 2. OueHoUTHIE CPEACTBA MO TUCIUTIIINHE
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1. IlepeyeHb MIAHUPYEMBIX Pe3y/IbTATOB 00y4eHHS MO AUCHUIIHHE, COOTHECEHHBIX
¢ IJIAHUPYEeMbIMH pe3yJIbTaTaAMH 0CBOEeHUsI 00pa30BaTeIbHON NPOrpaMMbl

Pe3ynbTaThl OCBOEHUS
o0Opa3oBaTenbHOI
porpamMMbl (KOMITETCHITHH )

Nuaukatopel

Pe3ynbrarel 00yueHus no
JTUCLHUILIINHE

ITK-3. CriocoOeH MpoBOIUTH
HAay4HO-HCCIIEI0BATEIbCKHE
pa3paboTKu Npu
UCCIIeIOBAaHUU
CaMOCTOATCIIBHBIX TEM

IIK-3.1. [Ipumensier
TEOPETHUECKHUE 1
SMITUPUYECKUE MOJEIIH TIPU
IJIAHUPOBAHUH U
peanu3anny HayqHbIX
HUCCIIEIOBAHNN

3HaTh: 0COOEHHOCTH
YyelioBeKa Kak 00beKTa
TeHETHYECKOTO aHalln3a U
oO111e TUTIBI HAacIeI0BaHuUs
MPU3HAKOB YETIOBEKA;
MEXaHHU3Mbl BO3HUKHOBEHUS
U TIOJITICpKAHUS
HEUTPAIBHOTO
noaumMopdusma B
MOMYJISIIUIX YeJIOBEKa;
OCHOBHBIE (PAKTOPBI,
dbopmupyromme
TEHETHUUYECKYIO CTPYKTYPY
MOMYJISIANA YeTTOBEKa.

3HaTh COIMAbHO-3HAYUMBIE
po0JIEMbI TEeHETUKHU
YelI0OBeKa U ITHUECKUE
HOPMBI, CYILIECTBYIOIIHNE MTPU
TeHETHUYECKUX
MCCJIEJIOBAHMSIX YEJIOBEKa.

IIK-3.2. YuactByer B
paszpaboTke ob1ero miaHa
pealM3anuu SKCIepUMEHTa U
OTJIEIbHBIX 3TANOB €T0
BBITIOJTHEHUSI.

YMeTh UCITOIb30BaTh
3TUYECKHUE HOPMBI,
CYILIECTBYIOIINE MPU
TCHETUYCCKHUX
HCCIICAOBAHUIX YCIIOBEKA B
npodeCCHOHAIBHON U
COIIMAJILHOMN JIeATEILHOCTH.

ITK-4. Cnocoben Ha ocHOBE
KPUTHYECKOTO aHAIIN3a
pe3ynbratoB HUP
OIICHUBAThH MEPCIIEKTUBBI X
MPAKTUYECKOT0 TPUMEHEHUs
U TPOJIOJDKEHUS paboT B
00Jy1acT OMOJIOTHH, OXPaHbI
OKPYKarOIIEH Cpebl WIN
CMEXHBIX ¢ OMooruei
HayKax.

IIK-4.1. Cucrematuzupyer
MH(OPMAIINIO, TIOTYYEHHYIO
B xone HUP, ananusupyer ee
U COIIOCTABIISET C
JUTEPATyPHBIMHU JAaHHBIMU.

Bnanets HaBBIKAMU
MOCTPOCHUS U aHAII3a
POMOCTIOBHBIX YEJIOBEKA;
METOJIaMH TOMCKA
nH(pOpMaIUK O TEHOTUTIAX U
dbeHoTHIIaX YeITOBEKa B
CIeIUaTU3UPOBAHHBIX
WHTEPHET-pecypcax u
MEeIUKO-TeHETHUECKUX 0a3ax
MaHHBIX.

IIK-4.2. Onpenensier
BO3MOJXHBIC HAITPABJICHUSA
pa3BuTHUs paboT u
NEPCICKTUBBI ITOJTYUCHHBIX
pe3yJIbTaToB.

YMeTh: aHAIM3UPOBATH THITBI
HACJICAJOBAaHUs IIPU3HAKA B
POIIOCIIOBHBIX YEJIOBEKA;
AHAJIU3UPOBATH «KI'CHOTUII-
(heHOTUTI»-KOPPEIISIINH,
XapaKTEPHBIE I Pa3HbBIX




TUTIOB HACTIEICTBEHHBIX
3a00JIEBaHUI YEJIOBEKA;
AHAIM3UPOBATH JIAHHBIEC O
nosmmMopduzmMe B
MOMYJISIIHSIX YEIOBEKA;
OTJIMYATh OCHOBHBIC
daxTopsl, popmupytomme

TCHETHYECKYIO CTPYKTYPY
MONYJISILIUNA YEI0BEKA.

2. MecTo THCUMILIMHBI B CTPYKTYpPe 00pa30BaTeILHONH MPOrpaMMbl

JucuuIuinHel (IPakTUKU), U3Y4EHHE KOTOPBIX HEOOXOAMMO JUIsl OCBOEHHUS AMCLUIUIMHBI
«["eHeTHKa yenoBeKay:
— «['eHetuka» (Bech Kpyr BOIPOCOB, CBSI3aHHBIX C SBJICHUSIMU HACJIEACTBEHHOCTH U
U3MEHYUBOCTH)
— «Knerounas Ouosorus» (MeXaHW3Mbl MHUTO3a M MeH03a, CTPYKTYpbl U (DyHKIHU
XPOMOCOM, CTPYKTYPHOH OpPraHU3aIMH KJIETOYHBIX IPOIIECCOB);
— «MonekynspHas ~ Ouonorus»  (MOJEKYJSpHble  MEXaHU3Mbl  pean3aluu
TeHETHUYECKON NH(pOpMAIIUHY, PEIUINKAIIUH, PETIapalinn);
—  «OBOJIIOLIMOHHOE y4eHHE» (MEXaHU3Mbl BO3HUKHOBEHUS NOIMMOphU3Ma U
baxTopsl, POPMUPYIOIIHE U3MEHYUBOCTD B MOMYJISAIUAX).

JIMCUMIUTUHBL (IPAKTUKH), U U3YUEHHUS KOTOPBIX HEOOXOIMMO ISl OCBOCHUS JTUCIUTIIHBI
«I'eHeTnkan:
— B HayuHo-uccnenoBaTtensckoil pabore mpu BbimonHenun BKP mo mpodumam
cnenuanuzamuii: «l{utonoruss w reHeTHKay, «MoseKkynsapHas OWONOTHS U
OHOTEXHOJIOTUSY, «DU3HOIOTUSY.

3. TpynoeMkoCcTh TUCHMIUIMHBI B 3a4YeTHBIX €IMHHUIAX C YKA3aHMEM KOJNYeCTBA
aKaJeMHYeCKMX YacoB, BbIeJeHHBIX HA KOHTAKTHYI padory odyuarouierocsi ¢
npenoaasareseM (10 BUAAM y4eOHBIX 3aHSTHI) 1 HA CAMOCTOSTEJIbHYI0 PadoTy
o0yuarouierocst

TpymoemMkoCTh TUCIUTIIUHBI —2 3.€. (72 1)
dopMa MPOMEKYTOUHON aTTECTALUU: K3aMEH

No Bun nesrenpHocTn Cemectp
1
1 | Jlekuwu, g 30
2 | IlpakTudeckue 3aHsITUsA, 4 -
3 | JlaGopaTopHbIe 3aHATHS, Y -
4 | 3aHATHA B KOHTAKTHOH opMme, 4, U3 HUX 34
5 U3 HUX ayAUTOPHBIX 3aHATHH, 4 30
6 B DJICKTPOHHOU (hopme, U -
7 KOHCYJIbTAIUH, 4 2
8 MIPOMEXKYTOYHAS aTTeCcTalus, 4 2
9 | CamocrositenpHas pabora, u 38
10 | Bcero, u 72




4. Conep:xxanue JIMCHUILUIMHBI, CTPYKTYPHPOBaHHOe @O0 TemMaM (pa3zejaM)
YKa3aHMeM OTBEJCHHOI0 Ha HUX KOJHYeCTBA AKaJeMHMYECKHX 4YacOB M BH/IOB
Y4eOHBIX 3aHATHI

1 cemecmp

Jlexnum (30 )

HanmeHnoBaHue TEMBI U UX COAECP)KAHUE O0BeM,
Yac

Tema 1. BBeneHne B TeHETUKY YeTIOBEKa

Oco0EHHOCTH YeJIOBEKA KaK 00BEKTA UCCIIENOBAHUIA. 2
Krnaccuueckue MeTOabl TEHETUKU YEJIOBEKA.
OO01mure TUIBI HACJIeJOBAHMSI PU3HAKOB YEIIOBEKA.

Tema 2. I'eHeTrKa dyeoBeKa 1 MEIUIIHA

Knaccudukanus u pacnpocTpaHEeHHOCTh HACIIEICTBEHHBIX 3a00JICBaHUN B 2
YeJI0BEYECKUX MOMYIISAIHIX. XpOMOCOMHBIE 00ie3HU. MOHOTEeHHBIE 00JIe3HU.
MynbtrdakTopHBIC 3a007IEBaHUS.

BBenenune B uutoreHeTuky uenoBeka. Kapuorumn yenoBeka. OCHOBHbBIE ATAIbI 2
CTAHOBJICHUA IIUTOI'CHCTUKHU YCIIOBCKA. XpOMOCOMHBIe AHOMAJINU YCJIOBCKaA.
CTpyKTypa MOJIOBBIX XpOMOCOM uejioBeka. [ eHeTHka moa 4enoBeka.
MoHoreHHbIe CHHAPOMBI HApYIICHHS TI0J10BOM auddepeHnpoBku. [Ipobdaemsr
I/II[eHTI/I(bI/IKaI_[I/II/I I10J1a B cnopTe.

['ernbIe neheKThI: MOHOTCHHBIC, OJIUTOTEHHBIE, MYJIbTH()AKTOPHBIC 6
(monurenHele) 3ab6oneBanus. PacnpocTpaHeHHOCTh MOHOTEHHBIX 3200JI€BaHU.
Tunsl MyTauuii. MonekyIsipHO-Tr€eHETUYECKUE OCHOBBI HEKOTOPBIX PEIKUX
HACJICJICTBEHHBIX 3a00JeBaHmii. bone3Hn 3KCaHCUH TPUHYKIICOTHTHBIX
MOBTOPOB. MUTOXOHIpHANIbHBIC 3a001eBanus. [[puoHHBIE O0JIC3HMU.
JlnarHoctuka HaciencTBeHHBIX 3a0oaeBanuii. JIHK-nmrmarnoctuka. THITBI 1 BUIBI
JHK-muarnoctuku. CKpHHHHT HaclIe[ICTBEHHBIX 3a00JIeBaHMiA. DK30MHOE
CEKBEHUPOBAHUE JIJIS TUATHOCTUKHU HACJIEICTBEHHBIX 3a00JICBaHUH.
[IpuMeHeHne TeHETHYECKUX TEXHOJIOTUI B METUITMHE U TIEPCIIEKTUBBI JICUCHHS
HACJICICTBCHHBIX OOJIE3HEH.

Tewma 3. DTrdeckue mpoOIeMbl TEHETUKH YeTIOBEKA

[leHTpanbHBIC MPUHIIUAIIEI OMOATUKHU U METUIIMHCKOM TeHeTUKHU. Beeobmas 2
JieKJIapanus 0 reHoMe 4esioBeka u o npasax uenoBeka (FOHECKO). MopanbHo-
aTuyeckue npodsemsl npu nposeaeHuu JJHK-auaraoctuku. MopanbsHo-
ATHUYECKHE MTPOOIEMBI TEHOMHBIX TEXHOJIOTHH.

EBrenuka.lcropus esrenuku B Poccuu.

Tema 4. I'enoM yenoBeka

Mertobl KapTUPOBaHUS FreHOMa YenoBeka. @u3ndeckue KapThl. ['eHeTnueckue 2
kapThl. CTpaTeruu KapTUPOBAHUS F€HOB YEJIOBEKA.

IIpoekT «I'eHOM YenoBeKa» — OCHOBHBIE UTOTH.
I'enomHBII OUMOPGU3M YelIOBeKa.

CexkBEeHUPOBAHUE UHIUBUAYAIbHBIX T€HOMOB. [IpoekT «llepcoHanbHbIN FEeHOMY.
[Ipoext «1000 reHOMOBY.

Tewma 5. MHuBuAyanbHas U3MEHYMBOCTD YEIIOBEKA

CoBpeMEHHbIE TAaHHBIE 0 MOJIEKYJIIPHOW T'€HETHUKE HEKOTOPBIX MTPU3HAKOB 4




YeJIOBEKA: TeHETUYCCKUHU KOHTPOJIb NUT'MCHTAIIUH Y YCIIOBCKA (I_IBGT KOXH,
a3, Boyioc), cuctem rpynm kpou (ABO, Rhesus); omymienus roppkoro Bkyca.
['enomHas nneHTHduKanys. [[puMeHeHne B KpUMHUHATNCTUKE, YCTAHOBJICHUT
pPOJZICTBA, TMATHOCTUKE TEHETHUECKUX 3a00IeBaHUM, UACHTH(PUKAIIUN
YEJIOBEYECKMX OCTAHKOB.

Tewma 6. [TonynsiiimoHHast 1 BOJIIOIMOHHAS T€HETHUKA YEJIOBEKa

YacToThl TEHOB U T€HOTHUIIOB B MOMYJISIUAX YeJIOBeKa. 3aKOH Xapau- 4
BaitHOepra B mpuMeHEHUH K MOMYJIANMAM desioBeka. dakTopbl, popMupyromme
TeHETUYECKYIO CTPYKTYPY MOMYJISALUI: MyTalluu, TeHETUYECKUNA Apeiid,
W30JISIIUS, MUTPAIH, 0TOOp. MyTanuu-ocHoBaTenu. DG PEeKTUBHBIN pazMep
nomyysiiud. YenoBeuecKrue N30Tl ¥ OOJbIINe MOonyasiuu. MHOpuauHT.
KpoBHOpoacTBeHHbIe Opaku. [loHsTHE reHeTHUeCKOr qeMorpadun.

['ereTndeckoe pasHOOOpa3ue u reHeTrndeckas auddepeHuanus momyJsmui.
HUcnons3oanne JJHK-MapkepoB aisi OLEHKH T'€éHETUYECKOT0 pa3HO00pasus
nonyysinuid yenoBeka. MuroxonapuansHag JJHK u Y-xpomocoma B
UCCIICIOBAaHUAX TEHETUYECKOT0 pa3HO00pa3ns MOy YeoBeKa U B
SBOJIIOIIMOHHBIX UCCIIEIOBaHUSIX. | 'eHoreorpadus yeiaoBeka.

DBOJIIOLIMOHHAs UCTOpUSA yenoBeuecTBa. [Ipoekt «I'enom Heanaepranbia -
ocHOBHbIEe UTOru. Haxonku B /leHncoBon nemepe — 3BOIIOLMOHHO-
T€HETUYECKNE ACIIEKTBHI.

Jloxstazpl CTYIEHTOB HA aKTyaJIbHbIE TEMBI IIPEAILIECTBYIOIINX JIEKIHUH (Ha 6
OCHOBE PEKOMEH/IOBAHHBIX HAYYHBIX CTATEH Ha COOTBETCTBYIOIYIO TEMY U3
BBICOKOPEUTUHIOBBIX HAYYHBIX KYpPHAJIOB)

CamocrosiTenbHas padbora cTyneHToB (38 )

o O0BeM

Ilepeuens 3anstuit Ha CPC q ’
1. I3yueHue TeopeTuueckoro MaTepualia, He OCBEIIaeMOro Ha JIEKITUSIX 25
2. [ToaroroBka K NpOMEXYTOYHOM aTTEeCTAILIUU 13

5. IlepeyeHb y4eOHOM JUTEPATYPHI

5.10cnoenasa rumepamypa

1. Cuneituep M.P., Anronapakuc C.E., Motyncku A.I'. I'enemuka uenosexa no ®ocenio u
Momyncku. Ilpobremvt u nooxoowl. U3narensctBo: H-JI, 2014r, 1056 ctp. (Ha pycc. si3bIke,
nepeBon) (1 sk3.).

2. ®. ®orenw, A. Motynbcku. I enemuxa uenosexa (B 3 Tomax). M3a-cto: M.: Mup, 1989-
1990 rr. (3 3K3.)

3. UBanos B.U., bapeimaukosa H.B. u ap. ['enemuxa / YaeOuuk mis By3oB. — M.: UKI]
Axanemkaura, 2007 (10 sk3.)

4. Kopsxos JI.E., Xumynes U.®D. Xpomocomwvr. Cmpyxkmypa u ¢hpynkyuu. HoBocubupck: Uz m-
Bo CO PAH. 2009. 258 c. (50 3x3.)

5. Kumynes N.®. Obwasn u monexynapuas cenemuxa. — HoBocubupck, Cubupckoe
YHUBEpPCUTETCKOE U3aarenbcTBo, 2003. (140 7x3.)

5.2 /lononnumenvnas numepamypa



6. Hopuan [Ix. [Iputuapn, bproc P. Kopd. Hacnsonaameouyuncrkaseenemuxa
(MedicalGeneticsataGlance). I3n-ctBo: I'90TAP-Menua, 2009r. 200 ctp. (Ha pycc. s3bIKe)
7. YO.I1. AntyxoB. I enemuueckue npoyeccol 6 nonynayusx. U3n-so M.: Hayka, 2003.

8. Nure-BeutomoB C.I'. I'enemuka ¢ ocnosamu cenexyuu. — M.: H.-JI., 2010 (56 3k3.).

9. Memvmwt, ['puropuit Mouceesud (6U0OT). 25 UA10CMpUpo8anHblx 1eKyutl no
monexynaprot ouonoeuu (https://e-lib.nsu.ru/reader/bookView.html?params=
UmVzb3VyY2UtMzQ500 /cGFnZTAwWMOQ)

6. IlepeyeHb y4eOHO-MeTOAUYECKHUX MATEPHAJIOB 110 CAMOCTOSITEIbLHOM padoTe
00y4arouuxcs

O.I. Iocyx. npe3eHTanuu Jekunil «I'eneTnka yenoBeka»
https://drive.google.com/drive/folders/1j1RuBdpH4358DgilLPAgEbhMuB_hcdgZF?usp=shar

ing

7. IlepeyeHn pecypcoB UH(GOPMALMOHHO-TEJIEKOMMYHHUKAIIMOHHOMI ceTH
«HTepHET», HEOOXOAMMBIX /115l OCBOCHUS THCHUILIUHBI

OcBoeHre TUCHUILIUHBI UCTIONIB3YIOTCS CIIEAYIOUIUE PECYPCHI:

— aneKkTpoHHas nHpopmarmoHHo-o0pazoBaTenbHas cpena HI'Y (O1OC);

— 00pazoBaTeNbHbIE HHTEPHET-TIOPTATIBL;

— uH(}OpPMaLMOHHO-TEIEKOMMYHHUKAIIMOHHAs! ceTh HTepHeT.
BiaumopeiictBue oOyuaromerocsi ¢ mpernoaaBareieM (CHHXpPOHHOE W (MJIM) aCHHXPOHHOE)
OCYIIECTBJISIETC 4epe3 JUYHBIA KabwHeT cryaeHTa B DOWOC, »IeKTpOHHYIO TOUTY,
COLIMAJIbHBIE CETH.

7.1 Coepemennsie npogpeccuonanvnoie 6azvl OAHHBIX

I'enomusii 6payzep NCBI:http://www.ncbi.nlm.nih.gov/genome/guide/human/index.shtml
baza nanapix OMIM: https://www.omim.org/

baza gannbix Orphanet: https://www.orpha.net/

7.2 Hughopmayuonnvie cnpasounvle cucmemol
— HE UCIOJIb3YeTCs

8. IlepeueHb HH(POPMAIMOHHBIX TEXHOJIOTHIi, HCNOJIb3yeMbIX NMPH OCYLIECTBJICHUH
o0pa30BaTe/IbHOIO MpoLecca Mo JHCUUIIIMHE

8.1 Ilepeuenv npocpammnozo obecneuenus
— OS Windows 7, &, 10
— MicrosoftOfficennu Libre Office
— HWurepuer-Opaysep

8.2Unpopmayuonnvie cnpasounsvle cucmemol
HE UCTIOJIB3YETCS

9. MaTepuajibHO-TeXHHYECKASs 0a3a, HeoOXoaMMAas A OCYIIIeCTBJICHUSI
00pa3oBaTeIbLHOIO NMpoecca No JUCHUILINHE

I[JBI pcam3aniui JUCHUIIIINHBI «['eHeTHKA YeIOBEKa» HCIIOJIB3YIOTCA CIICHUAILHBIC
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IIOMEIICHUS
1. YueGHbIe ayauTOpyHU JUIsl MPOBECHUS 3aHATUI JICKIIMOHHOTO THTIA, 3aHATHN
CEMHHAPCKOT0 TUIA, KYPCOBOTO MPOEKTUPOBAHUS (BBIMOJHEHUS KYPCOBBIX paboT),
TPYIIIOBBIX U UHIMBUIYATbHBIX KOHCYJIBTAINH, TEKYIIET0 KOHTPOJIS,
MMPOMEKYTOYHOM U UTOTOBOM aTTECTALIUH;

2. TlomemeHus 1l CaMOCTOSTEIIbHON PabO0ThI 00 yUJarOIINXCS.

Y4eOHbIE ayIUTOPUM  YKOMIUJICKTOBaHBI  CHEIHMAIM3UPOBAHHOW  MeOenplo U
TEXHUYECKUMH CpEJCTBaMU OOYYEeHUs, CIyXKAllUMH JJIs8 TPEICTaBlIeHUs y4eOHOU
uHpopManuy 60IBIION ayIUTOPHH.

[TomerneHust 111 CaMOCTOSTENIBHON paOOThl OOYJAOIIMXCSI OCHAIICHBI KOMITBIOTEPHON
TEXHUKOW ¢ BO3MOXKHOCTBIO TOJKITIOUEHHS K ceTu «HTepHeT» M oOecrneueHrueM J0CTyma B
AJIEKTPOHHYIO HHGOPMAIIMOHHO-00pa3oBarenbHyto cpeay HI'Y.

MartepuanbHO-TEXHHUUYECKOE  o0ecrieueHrne  00pa3oBaTENBHOTO  Mpolecca 1o
JTUCITUTITMHE TSI OO YYAFOIIMXCS M3 YKCIa JIUI] C OTPAHUYCHHBIMH BO3MOYKHOCTSIMH 3JI0POBbSI
ocymectBisieTcs: corinacHo «llopsaky opraHu3amuu ¥ OCYIIECTBICHHS 00pa3oBaTelbHOM
JESATEILHOCTH 10 00pa30BaTeIbLHBIM MPOrpaMMaM JIJIsi HMHBAJTUOB U JIUI] C OTPaHUYEHHBIMU
BO3MOXXHOCTSIMU 3710pOBBsi B HOBOCHOMPCKOM TOCYJTapCTBEHHOM YHUBEPCUTETEY.

10. Ouenounble cpeacTBa AJs NMPOBEAEHHUS TEKYIIEr0o KOHTPOJISA U IPOMEXKYTOYHOM
aTTecTAlUH 10 JUCIHUIIIMHE

[lepedens pe3yabTaToB 00YUEHUS M0 JUCHUIUIMHE «[ €HeTHKa YeI0BEeKa» U WHINKATOPOB UX
JOCTHKEHMSI TIPEJICTABIICH B BUJI€ 3HAaHUM, yMeHU U BiajgeHuit B Paznene 1.

10.1 Ilopaook npoeedenus mexyuiezo KOHmMpPOAA U RPOMEHCYMOYHOU ammecmayuu no
oucuyunnune «I' enemuxa uenogexay

Texkywuit KOHmpob ychesaemocmu

B xone peanuzanuu yueOHOrO mpoiiecca no JUCIHUILIMHE IPOBOASTCS 3aHATHS B opMe
nekmuit (12 mexmuit). Tekynmii KOHTPOJIb OCYIIECTBIISIETCS] Ha cemuHapax (4 cemunapa). Ha
ceMHHapax 00y4aronuMcsl mpeJiaracTcs MOArOTOBUT TOKJIA/Ibl HA TEMBI MPEAIIECTBYIOIINUX
JIEKIMA (Ha OCHOBE HAy4YHBIX CTAaTEH Ha COOTBETCTBYIOIIYIO TEMY U3 BBICOKOPEHTHHTOBBIX
xypHasioB Human Genetics, Nature, Science,GenomeBiology u np.). OnieHuBaercst ymeHue
o0ydJaroIerocsi pazoopaThbCsi B MPEATIOKEHHON TeMe, Ka4eCTBO MPEICTABICHUS U U3JTI0KCHHUS
MaTepuanga, a TakKKe€ M €ro OTBEThl Ha BOIPOCHL, KOTOPHIE TEHEPUPYIOTCS IO XOAY
BBICTYIUICHHST KakK MperojaaBaTesieM, Tak M JIpyruMu oOydarommmucs. [locie mnokmana
MPOBOAMTCS €ro OOCYKJIEHUE C y4acTHEM BCEX MPHUCYTCTBYIOIIUX HA CEMUHApPE CTYACHTOB
[IpermonaBaTeneM y4YWTHIBAacTCS aKTUBHOCTh Ha CEMHHApax APYrux (KpoMe IOKIIaJT4hKa)
00yJaromuxcs.

Ilpomesicymounas ammecmayus

HTOroByr0 OLEHKY 3a CEMECTp CTYAEHT MOXET MOJYyYUTh Ha JK3aMEHE B KOHIE
cemectpa. Ha »Kk3ameHe cTyneHTy mpeliararorcs BONPOCHI IO TEMaM, BKJIIOYEHHBIM B
porpaMMy Kypca, a TakKe JB€ KOHTPOJbHBbIE 3a1auyu: 1) - Mo aHalu3y pPOJOCIOBHBIX
YeJIOBEKA C ENbIO BBISIBJICHUS TUIIOB HACIEAOBAHUS ONPEICICHHOTO MPU3HAKA B KAXJI0M U3
MIPEACTABIECHHBIX POJOCIOBHBIX U PACUETY BEPOSITHOCTEN €ro MPOSBIECHUS Y POACTBEHHUKOB
npo6anzoB. [Ipu pemennn 3Tux 3a7a4d CTyJEHTY HEOOXOJMMO apryMEHTHPOBAHHO JOKa3aThb
BBIOOD THIIA HACJIEOBAHUS MPU3HAKA U IMPOSBUTH HABBIKM aHAIM3a POAOCIOBHBIX YEJIOBEKa;
2) KOHTPOJbHBIE 3a7]a41, CBSI3aHHBIE C PACUETOM YaCTOT ajlieNiel U TEHOTUIIOB B MOMYJISIUAX
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yenoBeka. OtriauuHast MoAroTOBKAa [JOKJIala Ha CEMHUHApPC AacT CTYACHTY BO3MOKHOCTH
MOBBICHTH CBOIO OIICHKY Ha SK3aMeHe Ha | Oa.

OcCBOCHHE TEOPETHYECKOW YaCcTH OLIEHWBACTCS HA DK3aMEHE. DK3aMEH MPOBOIUTCS B
yCTHO# opme.

Kon HNuauxkarop Pe3yabTaTr 00yyeHus no OueHouHoe
KOMIIET AUCHUILINHE CpeACTBO
eHIUH
IIK-3 | IIK-3.1. [Ipumenser 3HaTh: 0COOEHHOCTH YEI0BEKA VY cTHEBIE TOKIaAb]
TEOPETUYECKHUE U Kak 00beKTa TEHETUYECKOTO CTYJCHTOB,
AMITUPUIECKUE MOJCIIH aHaJIM3a ¥ 00IIHEe THITBI 9K3aMeH
MIPY IJIAHUPOBAHUU U HACJICIOBaHUS MPU3HAKOB
peanu3anuy HayqIHbIX YyeJIoBeKa; MEXaHU3MBbI
HCCIIEIOBAHUI BO3HUKHOBEHHUS U TOJIJICPKAHUS
HEUTpaIBHOTO MOJUMOpdHU3Ma B
MOMYJISIIIUSIX YeJIOBEKa; OCHOBHEIC
(bakTopsl, popMupyromme
TEeHETUYECKYIO CTPYKTYPY
MOMYJIALNUN YeJTOBEKa.
3HaTh COLMAIbHO-3HAYNMbIE
po0JIEMbI TEHETUKH YeJIOBEKa U
ATUYECKHE HOPMBI,
CYIIECTBYIOIINE MPH
TCHETHYECKUX UCCICIOBAHUIX
yeJIoBeKa.
IIK-3.2. YuactByer B VYMeTh UCIIOJIL30BaTh dTUYCCKUE Y cTHBIE TOKIaAb
paszpaboTke o01ero HOPMBI, CYIIECTBYIOIIHNE MPH CTYJICHTOB,
TJIaHA pealln3aiiu TCHETHYECKUX HCCICIOBAHUIX JK3aMeH
AKCIICPUMEHTA U YeJioBeKa B MpoecCHOHAIBHON 1
OT/CNbHBIX 3TAIOB €ro COIMATILHOU JIeSITCIIbHOCTH.
BBIIIOJTHEHHS.
IIK-4 | IIK-4.1. Brnanets HaBbIKaMU MOCTPOEHHUS U | Y CTHBIE JOKJIAJbI
Cucrematusupyer aHaJM3a POJIOCIIOBHBIX YEJIOBEKA, CTYJICHTOB,
nH(pOpMaIIHIO, METOAaMHU TIOMCKa HHPOPMALIUHU O 9K3aMeH

MIOJIyYEHHYIO B XOZI€
HUP, ananusupyer ee u
COIIOCTABJISET C

reHoTHnax u (HeHoTUuIax
YCJIOBCKA B CIICHUAIM3UPOBAHHBIX
MHTEPHET-PEeCcypcax U MEIHKO-

JIUTEpaTypHBIMHU reHeTUYECKUX 0a3ax MaHHBIX.

JAHHBIMU.,

IIK-4.2. Onpenensier YMeTh: aHAIU3UPOBATH TUIIBL YcTHBIE TOKIaAb
BO3MOKHEIE HacJeI0BaHMs IPU3HaKa B CTYyJICHTOB,
HaIpaBJIEHUs Pa3BUTHUS POIOCIOBHBIX YEJIOBEKA; 9K3aMeH

paboT U NMEePCIEKTUBBI
MOJIYUYCHHBIX
pe3yIbTaTOB.

aHAJM3UPOBATh «TCHOTHII-
(eHOTUI»-KOPPEIISILINY,
XapaKTepHBIC ISl Pa3HBIX THIIOB
HACJIE/ICTBEHHBIX 3a00JIeBaHUI
YeJI0BeKa; aHAIIM3UPOBATh
JaHHBIE O TONMMOp(du3Me B
TOMYJISIIUSIX YEIIOBEKA; OTIINYATh




OCHOBHBIE (DAKTOPBI,

dhopMupyIOIIKE TEHETUYECKYIO
CTPYKTYpPY IOIYJIALIUI YEII0BEKA.

10.2 Onucanue Kpumepuesé u WIKA1 OUCHUBAHUA UHOUKAMOPOS O0O0CHIUNCEHUS

pe3yibmamos oﬁyuenu;l no 0ucuunﬂuue «l'enemuxa uenosexa»

Kputepun orieHnBaHus pe3yabTaToB 00yUEeHUs

Ixama
OILICHHUBAHUA

— MIOJIHOTA MOHUMAHMSI U U3JI0KEHUS MaTepHralla, YMEHUE IPUBOIUTD
KOHKPETHBIC OHMOJOTHYECKUE MPHUMEPHI, MOATBEPKIAIOIINE OOIne
F€HETUYECKHE 3aKOHOMEPHOCTHU

— TOYHOCTh M KOPPEKTHOCTh TMPUMEHEHUS TEPMHHOB W TIOHSTHHA
TE€HETHKH,

— HAJIMYHUE UCUEPIBIBAIOITUX OTBETOB HA JOTOJHUTEIBHBIC BOIPOCHI,
— IPaBUJILHOE PELICHUE MPEATI0KEHHBIX 3a]1a4 10 TeHETUKE

- HpI/I HU3JI0OKCHUMW OTBC€Ta Ha BOHpOC(LI) 9K3aMCHAIIUOHHOTI'O ounera
06y‘IaIOIIIPII>'IC${ MOT 1OITYCTUTh HCTPUHIUIINAJIBHBIC HETOYHOCTHU, KOTOPHIC
CTYACHT UCIIPABJISICT, B OCHOBHOM, CAMOCTOSATCIILHO,

Omauyno

— [IOJIHOTAa TOHMMAHUS M M3JI0KEHUS MaTepuajia. 3HaHuEe OOLIMX
TCHETHYECKUX 3aKOHOMEPHOCTEH, ©0e3 NpuBEACHUS KOHKPETHBIX
IIPUMEPOB, UX MOATBEPXKIAFOIINX

— TOYHOCTb U KOPPEKTHOCTb INPUMEHEHMS] TEPMUHOB U IOHATHH
TeHETHUKH,

— HaJIN4YKMe OTBETOB Ha JOIOJIHUTENbHBIE BOIIPOCHI,

— NPaBWJIbHOE PELICHUE MPEAJIOKEHHBIX 3a/]ay 110 TeHETUKE

— Ilpu wm3noxkeHun oTBeTa Ha BOMPOC(BI) JK3aMEHAIMOHHOTO OWieTa |
JTOTIOTHUTEIIBHEIC BOTIPOCHI oOyyarommics MOT JIOMTYCTUTh
HETPUHIMITHAIEHBIC HETOYHOCTH.

Xopowo

—3HaHne  0a30BBIX  TCHETHYECKHUX  3aKOHOMEpPHOCTEeH,  0e3
[IPUBEACHUS KOHKPETHBIX IPUMEPOB, UX MOATBEPKAAIOIINX;
— HETOYHOCTH B NPUMEHEHWU TEPMHHOB U TIOHSTHIA T€HETHKH, TIPU
YCJIOBUHU TIOHUMAHUA O6HIGI>'I uacn TCPMUHOB U HCAOIMYHICHUUN
rpyObIX  OMIMOOK B  TEPMHUHOJOTHH, CTYIEHT  HCIPABISET
AONYIICHHBIC HCTOYHOCTH TOJIBKO C IIOMOIIBIO ITPCIIOAaBaTCIIA.
— HaJIM4YMe  OTBETOB HA dYacTh (HE  MeHee  TOJIOBHHBI)
AOMNOJHHUTCIIBHBIX BOIIPOCOB,

- = OL[Ha 13 3aJa4 HC pClICHa WM pCIICHAa HEC BEPHO.

Yooenemsopumenvro

— (pparMeHTapHOE ¥ HEJOCTATOYHOE MPECTABICHNE TEOPETUIECKOTO
1 (haKTUIECKOTO MaTepHaa,
— HCIIOHUMAHUC IMTPUIUHHO-CIICACTBCHHBIX CB}I3€I>'I,
— OTCYTCTBHE OCMBICICHHOCTH, CTPYKTYPUPOBAaHHOCTH, JIOTHIHOCTH
Y apryMEHTUPOBAHHOCTH B U3J10KECHUU MaTepHaa,
— TpyObIe OMMMOKH B TPUMEHEHUN TEPMUHOB ¥ IMOHSITHN TEHETHKH,
— OTCYTCTBHUC OTBCTOB HAa JOIMOJHUTCIIBHBIC BOIIPOCHL
— — OHUOKH B peUICHNHN 3aa4.

Heyoosenemeo-
PUMENbHO

10.3 Tunoewvie KonmpoavHble 3A0AHUA U UHbIE MAMEPUATbl, HEOOXO00UMblE 01 OUEHKU

pe3yiomamoes 00yyenusn
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OneHouHble  MaTepuanbl [0  NPOMEXYTOYHOM  aTTectauuu  (MpUWIOXKEHHEe  2),
IpeJHa3sHauUeHHbIE 11 NPOBEPKHM COOTBETCTBUS YPOBHS IOATOTOBKM M0 JUCLUILIMHE
tpeboBanusim OI'OC, xpansrcs Ha kadenpe-pazpadorumnke PIIJ] B meuaTHOM U 3J€KTPOHHOM

BUJIE.

Hpumepnbu? nepeuerns eéonpocos 0N IK3amMeHa:

11

Knaccupukanus u  pacnpocTpaHEHHOCTh HACIEACTBEHHBIX 3a00eBaHUl B
YeJIOBEYECKHX Momymauuax. Jlate oOIyl0 XapakTepUCTUKY MOHOI€HHBIX
(OMWTOTEHHBIX) W  TOJUTEHHBIX  3a0oneBaHuil. (OCHOBHOE  Ha3HAuUCHUE
OJIM3HEII0BOTO METO/a B TEHETHKE.

XpoMOCOMHBIE OOJIE3HH YEJIOBEKAa:ayTOCOMHBIC aHEYIUIOMANU, AHEYIIOUTUH 10
IIOJIOBBIM XpOMOCOMaM, XPOMOCOMHBIE IIEPECTPOUKH. [IpMUnHBI BOSHUKHOBEHHS U
MIOCJIEACTBHSI XPOMOCOMHBIX aHOMAJIUH Y YEJIOBEKA.

CTpyKTypa MOJIOBBIX XPOMOCOM Y€JI0BEKa.

I'eneruka onpeneneHus mosa y 4yenoBeka: poib reHa SRY B ompenenenuu nosaa y
yenoBeka. Yem omnpenensiercs MmojaoBas MPUHAIICKHOCTh desioBeka? KakoBa poJib
reHa SRY B Y-xpomocome uenoBeka?

MonekynsipHO-TEeHETUUECKUE MEXaHU3Mbl HEKOTOPBIX PEIKHUX HaCJIEICTBEHHBIX
(MOHOTEHHBIX ) 3a00IeBaHUM: (DEHUIIKETOHYPHS, AIbOMHU3M, MyKOBHUCITHIO3.
HerpaauumonHnoe» HacieqoBaHWE TPU3HAKOB 4YeNOBEKa: OOJE3HU OSKCIAHCHH
TPUHYKJICOTHIHBIX MOBTOPOB. AHTHIMNanus. IlpuoHHblE O00J€3HM 4YeloBeKa:
o0miasi xapakTepucTHKa. MUTOXOHJpuUanbHble 3a0oneBaHus. YeMm oTiMyaeTcs
HACJIEOBAHNE MUTOXOHAPUANIBHBIX IPU3HAKOB OT SIAEPHBIX?

Tunet u Bunbl JAHK-nuarnoctuku: npsmas u sHenpsimas JIHK-numarnoctuka.
['eneTnyeckunii CKpUHUHT.

OTHKa TE€HETUYECKUX MHCCIIEI0OBAaHUM, NMPOBOJUMBIX HA 4YelloBeKe. buoatnueckue
npoOJeMbl, CBA3aHHbIE C JAMCKpUMHHALMEH Ha OCHOBAaHMM TI'€HETHYECKOU
uH(pOpMaINY, 3aIUTa e¢ KOHQUICHINAIBHOCTH.

Metonbl KapTUpPOBaHHMS TeHOMa 4YesioBeka. Dusznueckoe KapTUpPOBaHHWE. THIIBI
¢usnueckux Kapr. [eHermyeckoe KapTupoBaHue. CXOICTBO M paziIuyue
(U3MYECKOT0 U FeHETUYECKOT0 KapTUPOBAHHUS.

I'enomublii  monmumop¢usM. OCHOBHBIE THUIBI T'€HOMHOTO MOJUMOpQH3MA.
ITpuBecTn npuMepsl HEUTPATBLHOIO NOIUMOP(U3MA B MOMYJISILUAX YEI0BEKa.
WuouBuayanbHass  U3MEHUYMBOCTH  4enoBeka.  COBpPEMEHHBIE  JIaHHBIE O
MOJIEKYJISIDHOM TI'€HETHMKE HEKOTOPBIX IPU3HAKOB YEJIOBEKA: COBPEMEHHBIC
IIPEICTABICHHS] O TEHETUYECKOM KOHTpPOJIE MUTMEHTALMM Y YEJIOBeKa (L[BET KOXH,
BOJIOC, TJa3). MOJEKyIsIpHO-T€HETHYECKUH KOHTPOJIb CHCTEMBI TPYIIBl KPOBU
ABO y wuenoBeka. I'eHeTMdeCKMil KOHTPOJb OINYIIEHHUS TOPbKOrO BKyca Yy
YeIJI0BEKA.

IIpumenenne JIHK-mapkepoB B KpPUMHHAIUCTHKE, YCTAaHOBJIEHUHM pOJCTBA,
UACHTU(GUKAIMM OCTAHKOB, JMAarHOCTUKE IeHETHYecKuX 3abosieBaHuil. ['eHoMHas
uaeHtuukanus. Kakue reHeTHueckue MapKepbl HCHOJIB3YIOTCS Ui T€HOMHOM
UACHTUDUKALMH TUYHOCTH?

YacToThl TEHOB U I€HOTHUIIOB B MOMYJISALUAX YeJoBeKa. 3akoH Xapau-BaitnOepra B
IIPUMEHEHHH K MOMYJISILUAM Y€I0BEKa.

®aktopbl, (OpMHUPYIOIIKME TEHETUYECKYI0 CTPYKTYpy MOMyJsAUMd — oOmas
XapaKTEePUCTHKA.

D¢ dexTpl TeHeTHuecKoro nperda M MHUrpanuil Ha TEHETHYECKYI0 CTPYKTYpPY
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nonynsanuil. Yem xapakTepusyercs TIeHeTHYecKH JPQPeKT «OyThUIOYHOTrO
TOpJBIIIKA» B MaJOUYUCIAEHHBIX monymsauusx? Kakoe reHernueckoe BIIUSHUC
OKa3bIBAIOT HA MOMYJISIMIO MUTPALlUU HaceIeHus?

Murtoxonapuansias JIHK u Y-xpomocoma B ucCCIE€IOBaHUSAX TIE€HETHYECKOIO
pa3zHoo0pa3us MOMYISALUNA YeTOBEKa U IBOJTIOIMOHHBIX UCCIICTIOBAHUSX.

Tunoewie 3a0auu:

12

3ajaHus MO aHAJIM3y POJOCIOBHBIX YEJIOBEKA: ONpPENENICHHWE THIIA HACIEHOBaHUS
MPU3HAKA C IPUMEHEHUEM OCHOBHBIX «IIPABUI», XapAKTEPHBIX JJI TOI'O UM UHOTO
TANA HACJIEIOBAHUs, OIpPEICICHUE CTENEeHM TIE€HETUYECKOIO0 pucKa JId
POJICTBEHHUKOB TIPOOAHIOB.

Tun HaciemoBaHUs aJbKANTOHYPUH — ayTOCOMHO-PEIECCUBHBIN. 3abosieBaHUE
BcTpeuaercss ¢ vacrotod 1:100000. BelumcnnuTe KOIWYECTBO TIETEPO3UTOT B
MONYJISILAH.

OneHuTh 9acTOTYy TETePO3UTOTHOTO HOCUTENBCTBA ajuiens anpOouHu3ma B EBpore,
€CJIM M3BECTHO, 4TO, B cpennem, 1 u3 20 000 uenoBek B EBporne — anpouHOC.
AXoHpoIIa3usl nepefaeTcd Kak JOMHUHAHTHBIA ayTOCOMHBIM Ipu3HaK. B cemsbe,
rae oba cympyra CTpajaloT axOHJIpOIUIa3uei, poauiics HOpPMalbHBIA PEOCHOK.
KaxoBa BepOSITHOCTB TOTO, 4UTO CIEAYIONUN peOeHOK OyIeT TaKkKe HOpMalbHbIM?
W3BectHo, uto B EBpone wacrora Rh-orpumarensHoro amnens cucreMbl Rhesus
coctapisieT 0.4. KakoBa BepoaTHOCTD /st Rh-oTpHUmaTenbHBIX JKEHIUH, JKUBYITUX
B EBpone, umets Rhesus koHdunukT npu 6epemenHocTH ?
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Jluer akryanusauuu padodeid mporpaMmbl IUCHUNIMHBI
«T'eHeTHKA YeJI0BEKA)»

XapakTepucTrkKa
BHECEHHBIXU3MEHEHU I
(c yka3zaHHEM ITYHKTOB JIOKYMEHTA)

Hara n
Nenportoxona
YueHoro coBeTa
®OEH

IToamucrOTBETCTBEHHOI'O
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