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PABOYASA NPOrPAMMA YYEEHOW OUCLUUMITUHDI

b1.B.47 MegnuuHcKas reHeTuKa

1. Wudp m HammeHoBaHMe cneunanbLHOCTU: 30.05.01 MeguumHckasa buoxmmms
2. Cneuymnanusauums: MeauvumHckas duoxummsg
3. KBanudumkaumsa BbINnyCKHUKA: Bpay-OMOXUMUK
4. dopma obGy4yeHuUs: oYHas
5. Kachepnpa, oTBevalowlan 3a peanusauuio AUCLUNNUHbI: rEHEeTUKN,  LUMTONOrmMn U
BuonHxeHepum

6. CoctaButenu nporpammbl: CbipoMaTHMKOB Muxaun KOpbeBuy  K.6.H., OoL.;
'ypeeB Aptem [NeTpoBKY -  acCUCTEHT

7. PekomeHaoBaHa: Hay4yHO-METOOMYECKMM COBETOM Meauko-bmonormyeckoro cakynbreTa,
npotokon Ne 2 ot 15.05.2019

8. YuebHbIn roa:_ 2021/2022 CemecTp(bl): 6




9. Llenu n 3apaum y4e6HON AUCLMNNIUHDI:

Llenb n3yyeHns gaHHOW AMCUMNAWHBI: OByYeHWe CTYAEHTOB MNPUMEHEHUID TFEHETUYECKNX
METOAOB B AMarHOCTMKe 6GonesHer u npuHuunam npodunakTUKU HacreacTBEHHOW NaTonorum,
3an0XNTb OCHOBbI FEHETUYECKNX NOAX0A0B NpW peLueHnn nodbix BpavyebHbIX 3aaavy.

OcHoBHbIe 3a4a4M ANCLUUNIIUHBI:

1) npuobpeTteHne CcTygeHTamum HaBbIKOB OCMOTpa OOMnbHbIX W WX POACTBEHHMKOB,
HanpaBfEeHHbIX Ha BbIABNEHNE BPOXAEHHOMW W HACNeACTBEHHOW MaTonorMu, YyCTaHOBMEHWe
KMMHMYECKNX OCOBEHHOCTEN HAcneACTBEHHOW naTonormm u OOBLEKTMBHOIO cTaTyca MNauueHTOoB,
OLEHKY [OWarHOCTUYEeCKOMW, MNPOrHOCTUYECKOM LEHHOCTU OOHapyXuMBaembiX CUMNTOMOB U
MOpJdOreHeTUYeCckux BapmaHToB (MUKpOaHOManum pasBuTus);

2) nOHMMaHWe npupoAdbl HacneacTBeHHbIX 3aboneBaHWin 4YenoBeka, WX 3TUMOMOMUN,
naTtoreHesa, MPUYMH LUMPOKOrO KIMHUYECKOrO MNONMMOpPn3mMa 3TUOMOrMYEeCKn e€AuHbIX OpM U
reHeTUYECKOWN reTEPOreHHOCTU KIMHUYECKM CXOAHbIX COCTOSIHUN;

3) obyyeHne nogxogaMm WM METOAAM BbISIBIEHUS WHOMBWOOB C MOBbLIWEHHBIM PUCKOM
pasBUTUA MynbTUdakTopuanbHbIX 3abonesaHni;

4) npuobpeTeHne 3HaHMM U BblpaboTka HaBbLIKOB MO AMarHOCTUKe Haubonee
pacnpocTpaHeHHbIX hopM HacneacTBEHHOW NaTONOrnu.

5) noHuMmaHue uenen, 3HaHWEe MEeTOAOB W BO3MOXHOCTEW MeOUKO-TEHETUYECKOro
KOHCYNbTUPOBaHWS, NpeHaTanbHON UarHOCTUKN 1 MPOCENBAOLLNX (CKPUHUPYHOLLUX) MpOorpamMm;

6) nNoOHWMMaHuMe uenen Wu BO3MOXHOCTEN COBPEMEHHbIX METOAOB LUTOreHeTU4eCKon,
BMOXMMMYECKON N MOSEKYTIAPHO-TEHETUYECKOW ANAarHOCTUKN;

7) 3HaHWE NPUHLUMNOB B3aMMOLENCTBUSA MEOMKO-TEHETUYECKON CNY>XObl CO BCEMM crnyxbamu
NPaKTUYECKOro 34paBOOXPaAHEHUS U NOKa3aHUIN ANs opraHM3aunmn noToka 60sbHbIX.

10. Mecto y4yebHOM AucuunnuHbl B cTpykType OOI: VYuyebHaa aucumnnuHa
«MepguumHckan reHeTuka» OTHOcuTCA K 6aszoBon yactn brnokal «[ducumnnuHel (Mogynu)»
depepanbHOro rocygapctBeHHoro obpasoBaTeNnbHOro crtaHgapTa Bbicero obpasoBaHus
no cneumansHoctn 30.05.01 MeguumHckasa buoxmmus (cneumanucr).

11. MnaHupyeMbie pe3ynbTaTbl OOy4YeHUs MO AUcCUUNNUHe/MOAyNIo (3HaHWUA, yMeHwus,
HaBbIKK), COOTHECEHHbIE C NMIaHUPYeMbIMU pe3yrbTaTaMu OCBOEHUsi o6pa3oBaTenibHOMN
nporpaMmmbl (KOMNETEeHUMSIMU BbINMYCKHUKOB):

KomneTteHuusa [MnaHupyemble pedynbtatbl 06y4YeHus
Koa HassaHune
Orl1K-4 | roToBHOCTb K BEJEHUIO | 3HaTb: OCHOBHbIE BMAbI MeauLIMHCKOWN
MeANLMHCKON JOKYMEHTaUMWN | AOKYMEHTauun n npasuna 3anosiHeHus

MeOULINHCKOMN OOKyMeHTauunun

yMeTb: O(OPMIsATb MEAUUMHCKYI [OKYMEHTaLMo
COrnacHo HOPMaTUBHBLIM aKTam

BnageTb (UMeTb HaBblK(K)): HaBblkaMX 3amnoOfIHEHNS
ncropum 6onesHen 1 BbIMUCOK N3 UCTOPUIN BONe3HN

MK-4 TOTOBHOCTb K nNpoBeaeHUo | 3HaATb: OCHOBHbIE NnpUHUMUNDbI nposeageHnd
na6opaToprlx " MHbIX na6opaToprlx reHeTU4YeCKMX UccrnegoBaHnn B
nccnegoBaHnn B uenax | uenax pacno3HaBaHNA COCTOAHUA nnn

pacno3HaBaHUsi  COCTOSIHWS | yCTaHOBNEHUS aKkTa HanmuMuus unu OTCYTCTBUSA
WM yCTaHOBMEHMs1 pakTa | reHeTu4eckm obycnoBneHHoro 3abonesaHus




HanMuMa wUnNn  OTCYTCTBMS
3aboneBaHus yMeTb: MNPUMEHsITb NnabopaTopHble reHeTu4eckune
nccnefoBaHus ANS  BbISIBNEHUS  Hanmuuus  Unu
OTCYTCTBUS 3aboneBaHusi WUNU BPOXOEHHbLIX WK
NPUOBPETEHHBIX MyTaLMiA
BNageTb: HaBblkamMu W npuemMamu nabopaTopHOWN
AWArHOCTMKM, HarnpaBfeHHbIMW Ha  BbIsIBIEHUE
HanMumMa wunu  OTcyTcTBMA  3aboneBaHust  unu
BPOXAEHHbIX UMM NPUOBPETEHHBIX MyTaLMi
MK-5 rOTOBHOCTb K OLEHKe | 3HaTb: NPUHLMNBI OLIEHKM pes3ynbTaToB
pe3ynbTaToB abopaTopHbIX, | TabopaToOpHbIX FEHETUYECKUX WCCNEeAOBaHWN, Ans
WNHCTPYMEHTarbHbIX, pacrno3HaBaHUs COCTOSIHUS WM YCTaHOBIEHMUS

naTonoro-aHatToMnM4YeCcknx Wu
WHbIX UCCNeaoBaHUM B LIENsSIX

dhakTa Hannuus Unu oTcyTcTBKSA 3aboneBaHus

pacno3HaBaHNA COCTOAHUA | YMETb. TPUMEHATL 3HaHUA WU HaBbIKKW OLIEHKU
nnnm  yCtaHoBJIE€HUA CbaKTa pe3ynbTaTtoB na6opaToprlx reHeTU4eCKnx
Hann4yud nnn OTCYTCTBUA MCCﬂe,D,OBaHMVI, ana  BbidBIeHUA Hannmduna unm
3aboneBaHus OTCYTCTBUA 3aboneBaHus
Bnagetb (MmeTb HaBbIK(1)): HaBblkaMu
NCnonb30BaHus pesynbTaTtoB nabopaTtopHbIX
reHeTU4YeCKnx MCCJ'IG,EI,OBE]HI/IVI, ana noCTaHOBKU
JuarHosa
12. O0beM gncuunnuHbl B 3a4eTHbIX eauHulax/yac. — 5/180.
dopma NpomMeXXyTOYHOM aTTecTauumn - 3K3aMeH.
13. Bugbl yue6Houn paboThbl
TpynoemMKocTb
Bug yyebHow paboTbl Bcero Mo cemecTpam
6 cemecTp
AyanTOpHbIE 3aHATUSA 50 50
B TOM 4uChe: nekuun 16 16
npakTuyeckne
nabopaTtopHble 34 34
CamocTosiTenpHasi pabota 94 94
KoHTporb 36 36
UToro: 180 180

13.1. CopepxaHue QUCLMNINUHBI

Ne n/n HanmeHoBaHue pasgena
CogaepxaHve pasgena AUCUUNIUHDI
ONCLMNNNHBI
1. lekuum
1.1 | BeegeHve B MeguumHckylo | HanpaBnenusi pasBUTWMSI COBPEMEHHOW TFEHETUKN, TeHEeTUKM




FeHEeTUKYy. OcHoBHble
nonoXxeHuna n NoHATUA
KIUHUYECKOWN reHeTUKN

YyernoBeka, MedULMHCKON U KNUHUYECKoW reHeTukn. Nctopus u
poOnb OTEYECTBEHHbIX Y4YeHbIX B pPasBUTUM MeOULIMHCKOWN
reHeTukn. OCHOBHbIE 3Tarbl PasBUTUS TEHETUKN YeroBeka.
MpeameT M 3agaYn MeOMLMHCKOM TeHeTUKU. 3Ha4YMMOCTb
Me[IMKO-TeHeTUYECKMX 3HaHWI B npakTudeckoi pabote. MecTo
MEOULUMHCKOA reHeTUKMW B  cUCTeMe  MEeOUUMHCKUX U
BGuonornyecknx 3HaHuin, B3anMocBA3b MeOULMHCKOW FreHEeTUKN C
ApYrMMW  Haykamu. Ponb HacneacTBeHHOM nartofnorM B
CTPYKTYPE HaceneHus, My>KCKOro 1 KeHckoro 6ecnnogus 1 1.4.

1.2

MpuHUMNbI KNUHUYECKOWN
ONarHOCTUKM HacneaCTBEHHbIX
bonesHen

Ob6wme n yacTHble acnekTbl HacneacTBEHHbIX 3aboneBaHuW.
MnenoTponHoCcTb AENCTBUMS TEHOB, WX  MHOXECTBEHHbIN
XapakTep MopaXeHus npu  HacreACTBEHHOW  NaTonoruu.
MepBuyHas u BTOpu4YHas nnenoTponus. KnuHuyecknin acnekr
nnenoTponuu, cBA3aHHbIN ¢ AuddepeHUansHON AUarHOCTUKON
CYHOPOMAanbHOW U HECUHAPOMASIbHOW NaToNnormu.

1.3

[eHom yeroBeka.
HacnencteeHHbI MaTepuan u
€ero n3aMeH4nMBoCcTb. MyTtauum n
HacneacTBeHHasi naTonorus

OCHOBHble  MPWHUMUMbLI  OpraHM3auMM reHoma 4YernoBeka.
HacnepctBeHHas M3MEHYMBOCTb.  TUMbl  FEHHbIX  MyTaLWN:
MUCCEHC- W  HOHCEHC-MyTauuw, geneumu,  aybnukauum,
WHBEpCUN, MyTauun TUNa «caBura pamkm CYUTbIBAHWUSI», Cnnan-
CVHroBble MyTaumu. MyTauum MUTOXOHAPMWANbHBLIX FEHOB Kak
NpUYMHbI  HacneacTBeHHbIX — OonesHen.  «[duHamudeckue
MyTaUMM», WM SKCMAHCUS  HYKIEOTUAHbIX MOBTOPOB  Kak
npuymHbl  “HOBOr0”  KNacca HacneacTBeHHbIX  OonesHen.
OdhhekTbl pOAUTENBCKOrO MPOMUCXOXKOEHNA MyTaUMA: FTEHOMHbIN
UMMPUHTUHT,  TEHHbIN U XPOMOCOMHbIA  UMMPUHTUHT,
ogHopoauTenckas gucomus. PasHoobpasve nposiBneHun
FEHHbIX MyTauum Ha pasHblX YPOBHSX  (KNMHWYECKUR,
BroxmmMmmyeckni, MOJEKYNSIPHO-TEHETUYECKUNA). O dekTbl
nocTHaTasnbHOW peannsauum Bo34enNcTBNS MYyTAHTHbIX FTEHOB.

1.4

MeToqbl AMarHOCTUKN

OcHOBHble 3Tanbl NPOBEAEHUST  KIMHUKO-FeHeanormM4eckoro
obcnenoBaHus. PopgocnosHas, nereHna pPOLOCIIOBHON,
npobaHa. Metoanka cbopa reHeanormdeckon nHdopmMaumm, ee
0COOEHHOCTM NpU pasnNMyHbIX BuAax MaTosfiorMM YeroBeka.
AHanu3 MeguuMHCKOW AOoKyMeHTauun. Bo3moxHble ombku.
3Ha4yeHne KMMHUKO-reHanorM4yeckoro mMetoda B KIUHUYECKON
npakTuke AN BbIICHEHWS NpuUpoabl 3aboneBaHusi, OLEHKM
KITMHMYECKMX MposiBreHun, anddepeHumnanbHOn OMarHoCTUKn
HacneacTBeHHbIX (POPM MaTonoruu, MN3ydeHUs reHeTU4eckom
reTeporeHHoCTn 3aboneBaHuii, OLIEHKM PUCKA BO3HWKHOBEHWS
HOBbIX Cry4aeB 3aboneBaHus B CeMbe, MPOrHo3a 6GonesHu,
onTMMM3auuMM W NPOLOSPKUTENBbHOCTU XM3HW. CemunoTumka.
CUHOPOMONIOrMYeckmii MeTog.
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XpoMocoMHble GonesHu

Obwas xapaKkTepucTuka XpPOMOCOMHbIX 6onesHen. MecTo
XPOMOCOMHbIX ~ GonesHe B  CTPYKType HacneacTBEeHHOM
naTonoruu. aTmornorus. LintoreHeTunka XPOMOCOMHBbIX
b6onesHen. Knaccndukaums XpoOMOCOMHbIX 6onesHen. Monu- n
aHeynnoguu. lNonHble U YacTuyHble TPUCOMUM U MOHOCOMUM.
MosauyHble hopmbl, TpaHCroKaLuMoHHbIe BapuaHThl.
XPOMOCOMHbBIN ~ UMAPUHTUHI.  OgHOpOoAMTENbCKUE  AUCOMUMN.
CewmeliHass npegpacnonioxeHHoCcTb. Boapact pogutenen wu
YacToTa XPOMOCOMHbIX BonesHen y geten.

MeToabl AMarHOCTUKU XPOMOCOMHbIX GonesHen. OcobeHHOCTH
KNUHNYECKUX NposiBNEHUN OTAeNbHbIX XPOMOCOMHBbIX
cunHgpomoB: [ayHa, [NaTtay, OpgBapaca, "kowauybero Kpuka',

Bonbga-XupLixopHa, LepeleBckoro-TepHepa,
KnanHdenbtepa, Ttpunno-X, nonucommm no Y-XpOMOCOME.
MonynsauMoHHbIE 4acToTbl. OcobeHHocTH TeYeHus

6epeMeHHOCTH NMPU XPOMOCOMHbIX CMHOPOMAaXx. XapaKkrepucruka
KMMHUYECKOW KapTWHblI Yy HOBOPOXAEeHHbIX. CneuudunyHocTb
"Habopa" BPOXXAEHHbIX NOPOKOB pas3suTug "
MOpP(OreHEeTUYECKNX BapUaHTOB MPU XPOMOCOMHbIX GOMe3HsX.
Mcxopbl XpOMOCOMHbLIX 3aboneBaHuin. Bo3aMOXHOCTU Tepanuu m
peabunutaunm 60MnbHbIX.




1.6

HacnepactBeHHble
obmeHa.
oonesHun

6onesHun
MoHoreHHbIe

O6was XapakTepuctmka MOHOreHHOM naTosnormm.
PacnpocTtpaHeHHble 1 pegkue dopmbl. PacnpocTpaHeHHOCTb
GonesHen B pasnuyHbIX MNONYNAUMSAX, STHUYECKMX rpynnax u y
npeacTaBuTeNen pasnnyHbIX HaLVMOHAaNbHOCTEN.

O6wwre BoMpocbl 3TMOMOMMM W MaTOreHe3a MOHOTEHHbIX
3aboneBaHun. MexaHu3mbl natoreHesa MOHOFE€HHBbIX
3aboneBaHuii: CcneunUYIHOCTL MyTauui, MHOXECTBEHHOCTb
mMeTabonuueckmx nyTen, MHOXECTBEHHOCTb PYHKLUIN GenKoB.
MpumMepbl reHo-1 heHOKONUIN MOHOFEHHbIX 3aboneBaHun.
Knaccuduvkauum MOHOreHHbIx 3aboneBaHui: 3TUoONornveckas
(reHeTn4eckas), OpraHHO-CUCTEMHasi, naToreHeTudeckasi, B
3aBMCUMOCTM OT T1Na obMeHa BeLLeCTB.

HacnepcrteeHHble 6onesHu obmeHa. CoBpemeHHas
Knaccudukaums, KpaTkas XapakTepucTuka rpynn, TPYAHOCTU
knaccudpukaumm. MoHOreHHble 60nes3Hn ¢ yCTaHOBIEHHON
NnoBpeXAeHHON  Buoxmmmyeckon  dyHKUMen; ©OonesHn ¢
NOEHTMULMPOBaAHHBIM MPOAYKTOM MYTaHTHOro reHa. Cxema
natoreHesa HacneacTBEHHbIX bonesHen obmeHa,
meTabonuyeckne 6rIoKu.

1.7

BonesHn c HacneacTBeHHbIM
npeapacnonoXeH1em.

[eHeTuKa MMMYHHOIo OTBeTa.
[eHeTuKa OHKOJMOrm4yecknx

3aboneBaHui

MHoroo6pa3svne B3auMOOTHOLLEHWU HAaCNEeACTBEHHOCTM U cpeapl
B pasBuTuUM nobbIX BMAOB natonorui. HacnegctBeHHast u
HeHacrneacTBeHHass M3MEHYMBOCTb. Ponb HacneacTBEHHbIX W
CpeaoBbIX dakTopoB B BO3HMKHOBEHMUU LUMPOKO
pacnpocTpaHeHHON HEUHMEKLMOHHOW NaTonormu .

lMoHATMEe O HacneacTBEHHOW nNpPeapacnosioXeHHOCTU  Unn
NoABEPXXEHHOCTU. [eHeTudeckuin nonuMopmnam nonynsaunin.
CymmapHoe (apanTuBHOE) B3aMMoaencTeme reHoB
NPeLpacrnofioXEHHOCTM N CneunduYecknx YCnoBun cpenpl B
pa3ButMm 3aboneBaHui. KoHKpeTHble MEXaHW3Mbl peanusauuu
HacneacTBEHHOro npeapacnonoXeHus. Mopor
NoABEPXXEHHOCTMN.

OOwan xapakrepuctmka MynbTucakTopmansHbix 3abonesaHui:
BbICOKas 4acTtoTa B MONYMsLMMW; LUMPOKUA pPsii COCTOAHUIA OT
CYOKNMUHNYECKUX A0 BbIPAXEHHbLIX KIMHUYECKMUX MPOSBMEHWUI;
NnofnoBo3pacTHble pasnuuns; ocobeHHOCTW pacnpocTpaHeHus
reHOB MNpeapacnofioXeHHOCTU U BCTpeyaeMocTb GonesHen B
CEMbSX.

[eHeTka HekoTOpbIX (POpPM 3MOKa4YeCTBEHHbIX 3aboneBaHuin.
MoOHOreHHble U MynbTUdakTopranbHoO 06ycnoBneHHbIEe hopMbI.
Mpumepsbl.

OueHka pucka npodeccrmoHarnbHbIX 00nesHelr ¢ reHeTU4eCcKon
TOYKUN 3PEHUS.

["eHeTuKo-rurneHnyeckoe HOpMUpOBaHue hakTopoBs
OoKpyXawLlem  cpegbl M NPOOAYKTOB  MPOMbILLIIEHHOrO
NPOn3BOACTBA (MPUHLMNbI, METOAbI, pernaMmeHTaumns).
[eHeTMYEeCKNA MOHUTOPUHT M MPOrHO3MPOBAHME TEHETUYECKNX
3hheKkTOB haKkTOPOB OKpYKatoLLEN cpeabl.

1.8

O6wme npuHUMNBI  NeYeHus

HacneCTBEHHbIX
npodunakTmka

bonesHen,

HacneacTBEHHOM naTonornm

JleyeHne HacnepncTBeHHbIXx OGonesHen. OOWMe NpPUMHUMMBLL U
noaxoAbl K Tepanuu HacneacTBEHHON naTonorunu.
CumnTtomaTtmnyeckasa Tepanud. NaToreHeTuyeckoe neyveHue.

OTnonornyeckas Tepanus HacnencTBEHHbIX GonesHen. MNytu u
MeToAbl (BbIOOP BEKTOPA M TKAHEN-MULLEHEN AN reHoTepanun).
eHHasa Tepanusa — BBedeHMe reHeTudeckoro matepmana (OHK
unmn PHK) B kneTtky, yHKLMIO KOTOPOW OH uM3MeHsieT. ['eHHas
WHXEHepusi — COBOKYMHOCTb MPUEMOB, METOLOB W TEXHOMOrum
ana nonydennss pekombuHaHTHeix PHK n [OHK, Bbigenenus
reHOB M3 KIeTOK OpraHusma, OCYyLeCTBMEHUE MaHVUNynsauuni c
reHaMn ”n BBEAEHMS WX B KINEeTKM [OpYyrux OpraHun3moB.
OTHW4Yeckue, reorpadmyeckse,  coumanbHble  akTophl,
obycrnosnueawLLme pasnuyus B pacnpocTpaHeHHOCTH
HacnegcTBeHHOM  natonormn.  [eHeTuko-gemorpadmyeckune
npoLecchl 1 pacnpoCTpaHEHHOCTb HAcNeACTBEHHbIX BonesHen.
Bugbl 1 HanpaBneHuss nNpodunakTMKM  HacrneACTBEHHbIX




bonesHei: nepBu4yHas n  BTOpUYHaA npodunakTmka.
"eHOTUNMYeCKada n heHoTUNNYECcKasa NpodmnakTnka n noaxoabl.
YpoBHM NpOUNaKTUKN: NperaMmeTUn4ecknin, npesnrotTuyeckun,

npeHaTanbHbli M MOCTHaTamnbHblM.  [yTM  npoBegeHus
NPOUIAKTUYECKMX MepONpPUATUIA yrnpaeneHue
MeHeTPaHTHOCTBIO M 9KCMPECCUBHOCTbIO;  3NUMMHauUus

3MOpPMOHOB 1 NMOAOB; MMaHUPOBaHME CEMbU U OETOPOXKAEHUS;
OoxpaHa okpyxawlen cpegbl. Popmbl  NpodhUNAKTUHECKUX
MEepOonpUSATUIA: MEeOMKO-TEHETUYECKOE  KOHCYNbTMPOBAHKE;
npeHatanbHag AuMarHocTvka; MaccoBble  npoceuvsaroLLme
(ckpuHupytoLue) nporpamMmsil; nepuKoHUenumMoHHas
npodunakTuka, "reHeTudeckas" pucnaHcepmsaumsa HaceneHus
(perucTpbl); OXxpaHa OKpyXawLlen cpeabl M KOHTPOmb 3a
MyTareHHOCTbI0 (DaKTOPOB cpefapl.

1.9

6a30BbIX
MOSEKYNspHOMN
ONarHocTuku

MpumeHeHne
MEeTOa0B
reHeTUKM
yenoseka

npu

1.10

AHanus reHoma 4enoseka C
NMOMOLLUBbK  3NMEKTPOHHbIX 6a3
AaHHbIX

1.11

AHanus kapuotuna

1.12

WpeHTudukauma mytauum c
NOMOLLIbIO nup-ngpPe "
myTarernHow MNUP-MOP®

1.13

WpeHTudukauma mytauunm c
nomoLlbo Tagman 30HO0B

1.14

CekBeHupoBaHue

1.15

NGS cekBeHupoBaHue

2.

JlabopamopHbie pabombi
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BeepeHne B
reHeTuKy.
MOJIOXEeHUns 7]
KITMHUYECKOW reHEeTUKN

MeOULNHCKYHO
OCHOBHblE
NOHATNA

2.2

MpuHUMNLI KIMTMHUYECKOWN
OWNarHoCTUKN HacneaCTBEHHbIX
OonesHen

2.3

[eHom yeroseka.
HacnencteBeHHbI MaTepuan u
€ro M3meH4YnBocTb. Mytaumm n
HacneacTBeHHasi naTonorns

2.4

MeToabl AMarHocTuKun

2.5

XpPOMOCOMHbIE 60ne3Hn

2.6

HacnepnctBeHHble 6onesHu
obmeHa. MoHoOreHHble
oonesHu

2.7

bonesHn ¢ HacneacTBEHHLIM
npeapacnonoXeHneMm.
[eHeTMKa VMIMMYHHOroO OTBETA.
[eHeTuka OHKOJTOrMYEeCKMX
3aboneBaHui

2.8

Obwme npuHUMNI
HacneacTBEHHbIX
npodcunakTuka
HacneacTBEHHONM nNaTonornm

nevyeHuns
bonesHen,

2.9

MpumeHeHne 6a30BbIX
MeToaoB MONEeKynsipHo
reHeTUKu ANarHoCTUKK
Yyenoseka

npu

Boioenewne [OHK un  PHK. O6paTHas
MonumepasHasa uenHasa peakuunsa. JInekTpodopes.
peanbHOM BpPEMEHM.

TpaHCKpUNUMs.
nup s

2.10

AHann3 reHoma 4ernoBeka C
MOMOLLbIO  9MEKTPOHHBLIX 0a3
[JAHHbIX

Monck HYKNeoTMAHbIX NocrnefoBaTenbHOCTEN FEHOB B CUCTEME
Genbank. TlMogbop npanmepoB [nst amnnudukaumMm reHoB.
PaboTta B cucteme BLAST. Basa gaHHbix Central Mutation &




SNP  Databases. T[lounck SNP  accouuupoBaHHbIMW  C
BPOXOEHHLIMW NAaTONOTUSIMU.

2.11 AHanus kapuoTtumna Mukpockonusi npenapata XpOMOCOM YeSloBeKa B HOpPME W Npwu

naTosnornun.

2.12 MoeHTndukaums wmytaumi ¢ | Mogbop npanMmMepoB W 3HOOHYKNeas  PecTpukuuMu — Ons
NMOMOLLIbIO nup-ngpPo n | ngeHtndukaumm Mytaumi B reHe. [lpvHumMn npoBedeHus
myTtareHHon MNMUP-MOPo myTtareHHown MNMUP-MNOP®.

2.13 VoeHTndukaums wmyTtaumin ¢ | Paspabotka Tagman 30HOOB ANs uaeHTUdmkauum myTtauun,
nomoLubio Tagman 30HO0B ONTUMMU3AUUSA peakumu, OCHOBHble MPUHLUMUMNBI MPOBEAEHUs

aHanusa.

2.14 CekBeHunpoBaHue MoarotoBka npob k NpoBeAeHMI0 cekBeHMpoBaHMsa No CeHrepy.

Ouuctka npogykta lMNUP, nurnposanvne OHK B nnasmuay.

2.15 NGS cekBeHnpoBaHue MogrotoBka npo6 k npoBeaeHnto NGS cekBeHMpOBaHMSA Ha

nnatdopme lon tor-rent. AHann3 BbIXOAHbIX AAHHbIX.

13.2. Tembl (pasgensl) AUCUUNIIUHBI U BUAbI 3aHATUN

Bugbl 3aHaTun (Yacos)
Ne HanmeHoBaHne TeMbl
n/n (pasgena) gucumnnuHbl Jlekunn JlabopaTopHble CaMO;;%;(')TTZ”bHaH Bcero
BeegeHne B MEOMUMHCKYIO  FEHETuKy. 2 - 10 12
1 | OcHoBHble NoNoXXeHunst 7 NOHATUSA
KIMTMHNYECKON FEHETUKN
> MpuHUMNBI  KNMHUYECKOW  ONArHOCTUKM 2 - 10 12
HacneacTBeHHbIX 6onesHen
"eHom yenoseka. HacneacTtBeHHbIN 2 - 4 6
3 | maTepuan n ero nameH4YnBoCcTb. Mytauum n
HacneacTBEHHasi NaTtonorna
4 MeToabl AnarHocTukm 2 - 5 7
5 | XpoMOCOMHbIe BonesHu 2 - 5 7
6 HacnepnctBeHHble oonesHu obmeHa. 2 - 5 7
MoHoreHHble 6one3Hu
Bones3nu c HacneacTBeHHbIM 2 - 10 12
7 | NPEAPACMONOXeHNeM. eHeTuka
UMMYHHOrO oTBeTa. leHeTuka
OHKOMOrM4ecknx 3aboneBaHui
O6uwue NPUHLMNGI neyeHusi 2 - 10 12
8 HacneacTBEHHbIX bonesHen,
npodunakTuka HacnegCcTBEHHOM
naTonorum
MpumeHeHne 6a30BbIx MeToO0B - 4 5 9
9 | MOMEeKynsipHON reHEeTUKN Mpu OUarHOCTUKK
yeroBeka
10 AHanmM3 reHoma 4enoBeka C MOMOLLbIO - 4 5 9
3NEKTPOHHbIX 6a3 AaHHbIX
11 | AHanua kapuoTtuna - 4 5 9
12 WpeHTudukaums MyTaumn C  NOMOLLBIO - 10 5 15
MUP-rnaP® n myrarenHown NupP-raPo
13 WpeHTudukaums MyTaumn C  NOMOLLBIO - 4 5 9
Tagman 30HAOB
14 | CekBeHMpoBaHune - 4 5 9
15 | NGS cekBeHupoBaHue - 4 5 9
KoHTponb 36
UTtoro: 16 34 94 180

14. MeToan4yeckue ykasaHusa ans ooy4aroLWmxca no 0CBOEHUIO AUCLUMIIUHbI

CTyaeHTbl 3HAKOMATCS C TEOPETUYECKMM MaTepuanom B npoLecce NeKUMOHHOro Kypca,
CaMOCTOATENBHO npopabaTbiBalOT U yCBanBalOT TEOPETMYECKME 3HAHUSA C UCMOSIb30BaHMEM
pekomeHayemon yyebHon nutepaTypbl, y4eBHO-METOaNYECKMX NOCOOUIA, COrNAcHO YkazaHHOMY
cnvcky (n.15).



Ha nabopaTopHbIX 3aHATMAX CTyAeHTbl NMbo nHamBmMayanbHo, NMbo B coCcTaBe Manown
rpynnbl BbIMOMHAKT y4yebHo-nccnepoBatenbckyto paboty. B xoae BbiNnonHeHNA nabopaTtopHbIX
paboT cTyaeHTbl npuobpeTaloT HaBblkM oObpalleHnss ¢ Buonormyeckumm  obbekTamu,
nabopatopHbiM 0obBopyoOBaHMEM W WHCTPYMEHTapMeM, CaMOCTOATENbHO OCYLLECTBIAIOT
9KCMEPUMEHTbI, PEMMCTPUPYIOT, aHANU3NPYIT U UHTEPNPETUPYIOT pesynbTaTbl reHEeTUYECKMX
nccnegosaHu. PesynbTaTbl yyebHO-uccrnegoBaTtenbckon paboTbl, BKMYas Heobxoaumble
pacyeTbl, 3aKNiO4YeHUss U BbIBOAbI, OTBETbI HA BONPOCH! (3agaHunsa) opopmnsoTcs B paboyen
TeTpagu CTydeHTa B BuAae NpoTokona wuccnegosaHus. B koHue nabopaTopHOro 3aHATUSA
pes3ynbTatbl K MaTtepuanbl  yd4ebHO-uccnepoBaTenbCckon  paboTbl  AOKNadbIBAKOTCS
npenogasaTtento, npu HeobxoammocTn obcyxgawTca B rpynne (otyeT o nabopaTopHOM
3aHATUM). B cny4dasx nponycka nabopaTtoOpHOro 3aHATUSA NO KakMM-nNnbo npuumHam CTyaeHT
00a3aH ero CaMOCTOSITENbHO BbIMOMHUTL MO KOHTPONeM npenogdaBaTtens BO BpeMs
NHONBMAYAIbHbBIX KOHCYIbTaLWN.

Tekywas artrectaumsa obecneyvMBaeT nNpPOBEPKY OCBOeHUs Yy4yebHOro marepuana,
npuobpeTeHns 3HaHWA, YMEHWA U HaBbLIKOB B MNpouecce ayauTOpHOW M CaMOCTOATENbHON
paboTbl CTyaeHToB, opmupoBaHus obuwenpodeccmoHanbHon komneteHuun (OMK-4) un
npodeccuoHansbHblx komneteHumn (MK - 4, 5).

Tekywme artTrectauum BKMYalT B ceba  perynspHble OT4eTbl CTYOEeHTOB MO
nabopatopHbiM paboTam, BbINOMIHEHNE TECTOBbIX 3afaHuMM K JekuMsiM U pasgenam
MeOULMHCKOW FrEHETUKN.

Mpn noaroTtoBKke K TeKylwew artTectaumm CTYAEeHTbl WU3ydalT W KOHCMEKTUPYHT
pekoMmeHayeMyto npenogasaTteneMm y4ebHyo nuTepaTypy nNo TemMaM JNEKUMOHHbIX U
nabopaTopHbIX 3aHATUIA, CaMOCTOATENIbHO OCBaMBAKT MOHATUMHBIA annapar, 3akpennswT
TeopeTnyeckne 3HaHus.

lMnaHnpoBaHMe W opraHuM3auMs TeKylwmx aTTecTauun 3HaHWA, YMEHWA W HaBbIKOB
OCYLLIEeCTBNAETCA B COOTBETCTBUM C codepxaHuem paboyen nporpaMmmbl M KaneH4apHo-
TeMaTU4eCKUM MNaHoOM C NpUMeHeHnemM oHaa OLEHOYHbIX CPEeACTB.

Tekywas artrectauma aBngetca obasaTtenoHOW, ee pesynbTaThl OUEHUBAKTCA B
GannbHOM cucTeMe M NO peleHuto Kadeapbl MOryT ObiTb YYTEHbl MPU NPOMEXYTOYHOW
atTecTtaumm oby4varwmxcs. PopmMor NPOMEXKYTOUHON aTTeCTaALUUN 3HAHUA, YMEHUN U HABbLIKOB
obyyaroLmnXcs ABNAETCS YCTHbIA 9K3aMeH.

O6yyeHure nuu ¢ orpaHUYeHHBIMY BO3MOXHOCTSIMU 340POBbS OCYLLIECTBASIETCH C Y4ETOM
X NHAMBUAYAIbHbBIX NCUXOPU3NYECKMX OCOOEHHOCTEN M B COOTBETCTBUWN C MHOAMBUAYANbHON
nporpammon peabunuraumn.

Jlnua ¢ HapyweHneM cnyxa Ha NEKLUMOHHbIX 3aHATUSAX U NnabopaTopHbIX 3aHATUMAX NpU
HeobXoOMMOCTN MOTryT HaxoOUTbCA C aCCUCTEHTOM, a TaK Xe, CypaonepeBOAYVMKOM U
TucnocypaonepeBogYMKoOM.

lMpomexyToyHas aTTectauus Ans nuy C  HapylweHuMsMKM  ciyxa npoBoAUTCA B
NMCbMEHHOW cbopme, npuM 3TOM UCMOMb3yKTCA obwue Kputepun oueHmBanus. [pu
Heo6XxoaMMOCTN, BpEMS MOArOTOBKM Ha 3K3aMeHe MOXET ObITb YBESTMYEHO.

Ans nuy Cc  HapyweHueM 3peHus [OonycKaeTcs ayauanbHoe npefocTaBneHve
WHpopmauun (Hanpumep, C WCNONb30BaHMEM MPOrpaMM-CUHTE3aTOPOB peyun), a Tak Xe
MCNONb30BaHME Ha neKuMaX 3BYKO3anuCbiBaKOLWMX YCTPOUCTB (aukTocdoHoB M T.4.). Ha
NEKUMOHHbIX 3aHATUAX U NabopaTopHbIX 3aHATUSX NpU  HEeoBXOAMMOCTM  AonycKaeTcs
NPUCYTCTBUE acCUCTEHTA.

Mpn npoBedeHUM NPOMEXYTOYHOW aTTecTtauMmM AN fvy C  HapyleHUWEM 3peHus
TecTmpoBaHue MoOXeT ObiTb 3aMeHeHO Ha YCTHoe cobecefoBaHuMe Mo Bonpocam. [lpu
Heo6XxoaMMOCTN, BpEMS MOArOTOBKM Ha 3K3aMeHe MOXET ObITb YBESIMYEHO.

Jlvua c HapylweHuMsiMM OMOpHO-ABUraTesflbHOro annapata C Y4eTOM COCTOSIHUSI UKX
300POBbs HYacCTb 3aHATUN MOXeT OblTb peanu3oBaHa QUCTaHUMOHHO. Ha NEKUMOHHBIX 3aHATUAX
1 nabopaTopHbIX 3aHATUAX NPU HEOBXOAMMOCTU LONYCKaeTCH NPUCYTCTBUE aCCUCTEHTa



MNMpomexyToyHast aTTecTtauuss Ons nuy C  HapyleHUsIMU  OMOPHO-ABUraTenbHOro
annapaTa nNpoBOAUTCA Ha OOLMX OCHOBaHMSAX, NPU HeobXxoOMMOCTM Mpouedypa 3Kk3ameHa
MOXeT ObITb peanuaoBaHa ANCTaHLMOHHO.

15. lMepeyeHb OCHOBHOMW U [OOMNOJSIHUTENILHOW NUTEpPaTypbl, PECYpPCOB WHTEpPHET,

HeOGXO.EI,VIMbIX Ana oCBOEHUA ANCLUUNJTIUHDI
a) OCHOBHas nuTeparypa:

Ne n/n McTouHmnK
1 "eHeTuka 4enoBeka ¢ ocHoBaMu obuier reHeTukn / H.A. KypyaHoB .— CaHkT-INeTepbypr : Cneu-
Jlnt, 2010 .— 64 c. — URL: http://biblioclub.ru/index.php?page=book&id=105728
2 leHeTuka 4venoBeka ¢ ocHoBamu obuwern reHeTukn / H.A. KypuaHoB .— CaHkT-lleTepbypr :

CneuJlnt, 2009 .— 192 c. - URL:http://biblioclub.ru/index.php?page=book&id=105726
3 Kumynes U. ®. O6bwas n monekynsapHas / N.®. XXumynee ; otB. pea.: E.C. bensieBa, A.ll.
AkndbeB .— HoBocubupck : Cnb. yHuBepcuteT. nsg-so, 2007 .— 478 c.

0) oononHWTenbHasa nuTepaTypa:

Ne n/n MCTOYHMK

1 MeanunHckast reHeTtuka / .K. ManHytauHos, 3.[0. Pyban .— PoctoB H/[] : ®eHukc, 2009 .—
314 c.

2 Obwasn n meguuuHckasa reHeTuka : Jlekunm n 3agaum / P.I. 3asu, B.3. byteunosckuii, A.B.
PaykoBckas, B.B. [laBbigoB .— PocToB H/[] : ®eHuke, 2002 .— 314 c.

3 MeanunHckas reHeTuka : Y4ebHuk ans ctyqd. med. yunnuu, u konnemxen / H. . Boukos, A. HO.
AcaHos, H. A. XXyueHko u ap. ; MNMog pea. H.IN. boykoBa .— M. : Academia, 2003 .— 190 c.

4 O6wasn n megmumMHckas reHeTuka : YyebHoe nocobue ans ctya. mea. Bysos / B.IM. Wwunkos, M.H.
KpusowewnHa .— M. : Akagemus, 2003 .— 252 c.

5 KnuHnyeckas reHetuka : Y4ebHuk ans ctya. mea. Bysos / H.IM. boukos .— M. : Naotap-ME[,
2002 .— 447 c.

6 OcHoBbl uutonorun u reHetukn / A.lN. Hukonaes — M. : U3g-Bo - MI'TY mm. H.O. baymaHa. -
2011. - 39 c. - URL: http://e.lanbook.com/books/element.php?pll id=52549

7 MeauuuHckas uutoreHetuka / C.I. BopcaHosa, 10.b. HOpos, B.H. YepHbiwos. — M.
MELMPAKTU-KA-M, 2006. — 300 c.

8 'eHeTVKa YenoBeka C OCHOBaMM MeAWNLIMHCKOW reHeTukm : ydebHuk / E. K. XangorvnHa [v gp.]. -
M. : TOOTAP-Megua, 2013. — 192 c.

9 MonekynsapHas 6uonorus / A.C. KoHnyes, I'.A. CeBacTbsiHOBa. - M. : Akagemus, 2005. — 400 c.

B)UHGOPMALMOHHbIE 3NEeKTPOHHO-06pa3oBaTenbHble pecypcehbl (orumnansHble pecypebl MHTEPHET):
Ne n/n Pecypc

1 OneKTPOHHbIN kaTanor Hay4yHon 6ubnmnotekn BopoHEXCKOro rocyqapCTBEHHOIO yHUBEPCUTETA.
— http:// www.lib.vsu.ru

2 OBbC YHuBepcutetckas bubnmorteka oHnanH. — URL: hitp://biblioclub.ru

16. MNepeyeHb y4eOHO-MeTOAQNYECKOro ob6ecnevyeHus Ansa caMoCToATeNIbHON paboThl
Ne n/n NcTouHunK

MpakTUKymM MO MONEKyNsApHOM reHeTukn u OuouHxeHepun / M.KO. CeipomsTHukos, O.C.
MawkunHa, B.H. NMonos. — BopoHex: WML BI'Y, 2016. — 54 c.

17. WHdoOpmMaunOHHbIe TEeXHONMOrunM, ucnosibyemble ANA peanus3aumm y4ebHoWM
OUCLUMNINHBLI, BKNOYasas nporpamMmMHoe obecneyeHue U MHGOPMaALMOHHO-CNpPaBO4HbIe
cucTtembl (NpyM Heo6xoanUMoOcCTH)

DreamSpark (HeorpaHM4eHHOEe KOJ1-BO HACTOJSIbHbIX M CEepBEPHbIX OMNEepaunoOHHbIX CUCTEM
Microsoft ansa mucnonb3oBaHna B y4eBHOM M Hay4yHOM npouecce) - NUUEH3Ns OeNcTByeT Ao
31.12.2019, por. 3010-15/1102-16 ot 26.12.2016.

Microsoft Office Professional 2003 Win32 Russian, 6eccpoyHasa nuueH3suns Academic Open,
aor. 0005003907-24374 ot 23.10.2006.

OdmcHas cuctema LibreOffice 4.4.4 (CBo6oaHO pacnpocTpaHaemoe NporpaMmHoe
obecne4eHune)

Microsoft Windows Professional 8.1 Russian Upgrade Academic Open License No Level.
BeccpoyHasa nuuensunsa Academic OLP, gor. 3010-07/73-14 ot 29.05.2014.


http://www.lib.vsu.ru/
http://biblioclub.ru/

Microsoft Office 2013 Russian Academic Open License No Level. beccpoyHas nuueH3na
Academic OLP, gor. 3010-07/73-14 ot 29.05.2014

18. MaTepmnanbHoO-TeXHU4YecKkoe obecneyeHme AUCLUNIIUHDI:

YyebHas ayoutopuss And NpoBeAEeHUst 3aHAaATUR
nekumoHHoro  Tuna  (r.BopoHex,  nnowagb
YHuBepcutetckas, a.1, nom.l, ayg. 190)

CneunanunsmpoBaHHas mebenb, npoektop Acer X115H DLP,
3KpaH ans  npoektopa, Hoytoyk Lenovo G580 c
BO3MOXHOCTbIO NOAKNIOYEHUS K ceTu « IHTepHeT»

MomelleHne onsa XpaHeHUs u NPodUNaKTUYECKOro
obcnyxuBaHus y4ebHoro obopyaoBaHus
(r.BopoHex, nnowagb YHuBepcuteTckas, 4.1,
nom.l, ayn. 184a)

Hoytbyk Lenovo G580 c BO3MOXHOCTbK MOOKIHOYEHMS K
cetn «MHTepHeT»

YuyebHas aygutopusa Ons NpoBedeHus 3aHATUN
CEMMHApPCKOro  TUMa, TeKyLlero KOHTpPoONna W
NPOMEXYTOUYHOM aTTecraumm (r.BopoHex,
nnowaab YHuBepcutetckas, a.1, nom.l, ayg. 187)

CneuvannsmpoBaHHas mebenb, MUKPOCKOMbI TPUHOKYISIPHbIE
JIOMO Mwukmen-6 (4 wrt.); TepMocTaT CyxoBo3aywHbin TC-
1/80 CI1Y; npoektop NEC V281W, HoyTbyk HP 530 KDO 92;
wkad cywmneHbii LLUCBM-80; aBToknas NK-100-3, akpaH ans
npoekTopa, TpaHcntomuHatop TCP-20LM; ueHTpudyra 236K,
xonoaunbHuk Exqvisit; Becbl aHanutudeckue OHAUS PA-
64C, unTonorvyeckne npenaparbl XXMBOTHbIX KITETOK

[ducnnenHbln kNacc, ayautopus Ans npoBeaeHus
rpynnoBbIX W WHAMBUAYAlbHbIX KOHCYNbTaLMWH,
nomelleHne AOns  camocTosiTeNbHOM  paboThbl
(r.BopoHex, nnowagb YHuBepcuTeTckas, Aa.1,
nom.l, aya. 67)

CneuvanunsmpoBaHHas mebenb, KOMMbOTEPbl (CUCTEMHbIN
6rok Intel Celeron CPU 430 1.8 GHz, moHuTOop Samsung
SyncMaster 17) (12 WwT.) C BO3MOXHOCTbIO MOLKIMIOYEHUS K
cetn «MHTepHeT»

KomnbloTepHbiIi Knacc, ayauTopus ans
NpoBedeHUss TPYMNMoBbIX U MHAMBUAYaIbHbIX
KOHCYMbTaLMiA, nomeLlleHue ans

camocTodATenbHon paboTbl (r.BopoHex, nnowagb
YHuBepcutetckas, 4.1, nom.l, aya. 40/5)

CneumanunsmpoBaHHas Mebenb, KOMMbOTEPbl (CUCTEMHbIN
6nok Pentium Dual Core CPU E6500, moHutop LG Flatron
L1742 (17 wWT.) C BO3MOXHOCTbI TMOAKITIOYEHUST K CETU
«MHTepHeT»

KomnbloTepHbIN Knacc, nomeLyeHue ans
camocTodATenbHon paboTtbl (r.BopoHex, nnowagb
YHuBepcutetckas, 4.1, nom.l, aya. 40/3)

CneuvanusmpoBaHHas mebenb, KOMMbOTEPbl (CUCTEMHBIN
6ok Intel Core i5-2300 CPU, moHutop LG Flatron E2251 (10
LUT.) C BO3MOXHOCTbIO NOAKMIOYEHNS K ceTn «MHTepHeT»

19. ®OHA OLEHOYHbIX CPEeaAcTB:

19.1. MepeyeHb KOMNEeTEHUUN

C yKasaHueM 3TanoB (hopMUPOBaHUA U

nnaHupyeMbIX pe3ynbTaToB 06y4eHus

Koa n copepxaHnune | MNnaHupyemble pesynbTaThl

KoMneTeHumn (1nm 0byyeHus (nokasartenm
ee vyactu) OOCTWXEHUsT 3ajaHHOTO

YPOBHSI OCBOEHMS

G opMUPOBaHUS 3HAHUN,
YMEHWIA, HABbIKOB)

KOMneTeHunn nocpeancrtesom

ATanbl hopMUPOBAHUS KOMMETEHLNM

(pasgensbl (TeMbl) QUCUUMAVHBI UK $0C*
MOZYIs U UX HAUMEHOBaHME) (cpencTBa
OLEHMBaHWS)

OrllK-4 - rotoBHOCTb | 3HaTb  OCHOBHble  BUAbI

7 bonesHn ¢ HacnencTBEHHbIM

NpoBeAEeHUIo npoBeAeHUs
na6opaTopHbIX n | nabopaTopHbIX
MHBIX UCCNEeAoBaHWN | reHeTUYECKUX

K BeAEeHUI0 | MeauLMHCKoM npeapacrnonoXeHnemM. leHeTuKa Tect
MeANLIMHCKON OOKYMeHTaumMmM u npasuna | UMMYHHOTO oTBeTa. eHeTUKa
OOKYMeHTaLmm 3anonHeHnss MeaULMHCKOM | OHKOMOrM4ecknx 3abonesaHui
OOKYMeHTaLmm 8 OO6wure nNpvHUMMBLI  NEeYeHus
YMeTb 0dopMnATL | HAcrneACTBEeHHbIX bonesHen,
MEeOULIMHCKYHO npodunakTuka HacneacTBEHHOWM
OOKYMeHTauul  corfacHo | natornoruu
HOPMATUBHbLIM akKTamM
BnapeTtb HaBblKaMu
3anonHeHuns ncTopum
OonesHem W BbINMUCOK U3
nctopun 6onesHu
MK-4 — roToBHOCTL K | 3HaTb OCHOBHbIE MpUHUMMLI | 1 BeBenenne B MeOULMHCKYIO Tect

reHeTuky. OCHOBHbIE MOSIOXKEHUS W
NOHATUA KNUHUYECKON FrEHETUKMN
2 MpuHUMNLI KITMHUYECKOWN




B Luensx | uccriegoBaHuin B Lensx | QuarHocTuku HacneaCTBEeHHbIX
pacno3HaBaHus pacrno3HaBaHus CocTosiHUS | BonesHen
COCTOSIHMSA unn | uNn  yctaHoBsneHus dakra | 4 MeToabl AUarHoCTUKM
yCTaHOBMNEHUS Hanuumst unu  oTtcyTcTBua | 6 HacneoctBeHHble 60one3Hn obmMeHa.
dakTa Hanuunst UM | reHeTU4YecKu MoHoreHHble 6onesHu
OTCYTCTBMSA 06yCcnoBneHHOro 7 bBonesHn c HacneacTBeHHbIM
3aboneBaHus 3aboneBaHus npenpacnonoXeHNeEM. leHeTuka
YmeTb NPUMEHATb | UMMYHHOTO oTBeTa. leHeTuka Temsbl
nabopaTtopHble OHKOJornyeckmx 3abonesanui pedepaTtoB
reHeTnyeckme
nccrnegoBaHust ans
BbISIBMEHNS HanNuuus unu
oTcytcTBUst  3aboneBaHus
UNNU  BPOXAEHHbIX UMK
NprMobpeTEeHHbIX MyTaLuii
Bnagetb  HaBblkaMn  u©
npvemamu nabopaTopHoOW
ONarHocTuku,
HanpaBreHHbIMM Ha
BbISIBIIEHNE HanuMuna Wnu
oTcyTcTBust  3aboneBaHus
UNN  BPOXAEHHbIX UMK
NprMobpeTeHHbIX MyTauuin
MMK-5 — roToBHOCTb K | 3HaTb nNpuHUMMbI  OueHkn | 1 BeegeHne B MeguUMHCKYLO Tect
OLEHKe pesynbTaToB | pe3ynbTaToB reHeTuky. OCHOBHbIE MOMOXEHUS W
nabopaTopHbIX, nabopaTopHbIX MOHSATUSA KMMHUYECKOW r€HETUKM
WHCTPYMEHTarnbHbIX, | FEHEeTUYECKNX 2 MpuHUMNbI KITMHNYECKON
naTtosoro- nccrnegoBaHum ONns | QuarHocTukm HacneacTBEHHbIX
aHaTOMUYECKNX N | pacno3HaBaHWsi COCTOSHUS | GonesHen
WHbIX UCCreoBaHWA | UM yCTaHoBMeHus dakta | 3 eHoM yernoseka.
B Uuensix | Hanuumst unu  oTcyTcTBUA | HacnencTBeHHbI MaTepuan u  €ro
pacno3HaBaHus reHeTU4ecKoro N3MEHYNBOCTb. MyTtaumm 7
COCTOSIHMSA unn | 3abonesaHus HacneacTBeHHas naTonorus
yCTaHOBMEHUS YMeTb NpuMeHsiTe 3HaHus | 4 MeToabl AMarHoCTMKK
hakTa Hanuung unu | u HaBbIKN oueHkn | 5 XpomocomHbIe O0Ie3HA
OTCYTCTBUSA pe3yneTaTtos 6 HacnepacTtBeHHble 6onesHn obmeHa.
3abonesaHus nabopaTopHbIX MoHoreHHble 60nesHu
reHeTU4eCKnX 7 bBonesHn ¢ HacneacTBeHHbIM
nuccrnegoBaHum, ansa | npegpacrosioXeHnemMm. "eHeTuka
BbISIBIIEHUS1 HanuumMs WM | UMMYHHOTO oTBeTa. leHeTuka
OTCYTCTBUSA reHeTUYeckn | OHKONorMyeckmx 3abonesaHmn
06yCcnoBneHHoro 8 OO6Owure npuHUMNBLI  neyYeHus
3aboneBaHus HacneaCTBeHHbIX bonesHen,
BnageTb HaBblkamu | NpodunakTuka HacneacTBeHHOMN
NCNonb30BaHNs naronoruu
pe3ynbTaToB
nabopaTopHbIX
reHeTUYECKNX
ncecrneagoBaHun, ansa
NMOCTaHOBKM AMarHosa
MpomexyTo4yHas aTrecTauus Komnnekr KUM

19.2 OnncaHne KputepueB M LIKanbl OLEHUBaAHUA KOMMNeTeHUun (pe3ynbTaToB OOy4veHus) npu
NPOMEXYTOYHON aTTecTauum

[Ona oueHuBaHWs pe3ynbTaToB OOYYEHUA Ha 9K3aMeHe MWCMOoMb3yKTCa creayllme
nokasartenu:
1) 3HaHMe OCHOBHbIX BUOOB MEANLNHCKON AOKYMEHTAUUN 1 NpaBui 3anofIHEHNA MeANLNHCKON
OOKyMeHTauuu;
2) 3HaHMe OCHOBHbIX NMPUHLMMNOB NPoBeAEHNS NabopaToOpHbIX reHETUYECKNX NCCNeaoBaHUA B
Luenax pacno3HaBaHUS COCTOAHWA UMW YCTaAHOBMEHUS dakTa HanuMuMa WnuM OTCYTCTBUSA
reHeTnyeckn obycnosneHHoro sabonesaHus;



3) 3HaHWe NPUHLUMUMOB OLIEHKM pe3ynbTaToB nabopaTopHbIX reHETUYECKMX UCcneaoBaHni Ons
pacrno3HaBaHWsl COCTOAHNSA MW YCTaHOBMEHNA ddakTa HanMuns Unn OTCyTCTBUSA rEHETUYECKOro
3aboneBaHus;

4) 3HaHMe MeTOoA0B M NpMeMoB (POPMYNMPOBKN 3a4ay reHeTUYECKUX NCCNeLOBaHMU YernoBekKa,
nnaHuMpoBaHus, noabopa agekBaTHbIX MeToaoB, cbopa, o6paboTku, aHanm3a AaHHbIX W
nyG6nn4yHOro nx npeacTaBrneHne ¢ y4eTom TpedoBaHuin MHPOPMaLMOHHON Be3onacHOCTH

5) ymeHune ohopmnaTb MEQULMHCKYO AOKYMEHTaLMI0 COrfacHO HOPMaTUBHBIM aKkTaMm;

6) yMeHne nNpuMeHaTb nabopaTtopHble reHETUYECKNE UCCeA0BaHNA ON1S1 BbISIBEHUS Hann4mns
NN OTCYTCTBMS 3aboneBaHns NN BPOXAEHHbIX N NpUoBpeTEHHbIX MyTaLUui;

7) yMeHMe NPUMEHSATb 3HaHUS U HaBbIKM OLEHKN pe3yrnbTaToB nabopaTopHbIX reHETUYECKUX
nccnenoBaHvui, ONs BbISIBMIEHUMS HanNWuMs UM OTCYTCTBMS FeHeTuyYeckn o6yCcrnoBreHHOro
3aboneBaHus

8) yMeHue opraHuM3oBbIBaTb Hay4Hble WCCreAoBaHUMM B 00MacTM reHEeTUMKM YenoBeka,
dopmynmMpoBaTh 3agadn UCCreaoBaHWS, NNaHMpoBaHus, noabopa agekBaTHbIX METOAOB,
cbopa, 06paboTkn, aHanM3 gaHHbIX U NYGNUYHOro UX NpeacTaBreHne C y4yeTom
TpeboBaHUN MHHOPMALMOHHON 6e30MacHOCTM ANsi NPOBEAEHNSA HAayYHbIX MCCRea0oBaHUN

9) BnageHve HaBblkaMn 3anosTHEHUSI UICTOPUN BONe3Hen 1 BbINMUCOK U3 UCTOPUN BonesHu;

10) BnageHue HaBblkaMn M npuemamu nabopaTopHOM AOWArHOCTUKW, HanpasfeHHbIMU Ha
BbISIBNIEHNE HanMyms UNn OTCYTCTBMA 3aboneBaHust UM BPOXOEHHbIX UNN NPUOBPETEHHbIX
MyTauun,

11) BnageHwe HaBblkaMM WUCMNOMb30BaHUSA pe3ynbTaToB MabopaToOpHbIX FEeHEeTUYECKUX
nccnegoBaHUi, AN NOCTAaHOBKM AMarHo3a;

12) BnageHne HaBblkamMn OpraHu3auumn 1u NpoBeAeHNA HayYHbIX FEHETUYECKUX UCCrneaoBaHuin,
dopMynMpoBKM 3adad nccnenoBaHui, NNaHMpoBaHus, nogbdopa agekBaTHbIX MeTogoB, cbopa,
006paboTkn, aHanmM3 [JaHHbIX U NyONMYHOro UX npeactaBfieHne C yy4yeToM TpeboBaHUN
MHOPMaLMOHHON BE30MacHOCTK.

[ns oueHvBaHWsA pes3yrnbTaToB 0byYeHWs Ha ak3ameHe ucnonb3yeTcs 4-6annbHas wana:
«OTIIMYHOY», «XOPOLLUOY», «YAOBNETBOPUTENBHO», «HEYAOBNETBOPUTENBHOY.
CooTHOLLEHNE NokasaTenemn, KpUTePMEB 1 LUKasbl OLLEHUBaHWS pe3ynbTaToB 00yYeHus.

YpoBeHb
KpuTepumn oueHnBaHnsa KOMNeTeHUnn cchopmmpoBaH LLikana oueHokK
HOCTMU
KOoMMeTeHuni

[MonHoe cooTBeTCcTBME OTBETa oby4vatollerocs Bcem nepeyncrieHHbIM | [MOoBbILEHHbIN OTnuyHo
Kputepusam. [1pooeMOHCTPMPOBAHO 3HaHME OCHOBHbIX MPUHLMUMOB YPOBEHb
npoBefeHns nabopaTopHbIX FEHETUYECKMX WCCREedOBaHUA B Lensax
pacno3HaBaHWs COCTOSIHWUS UMW YCTAHOBMEHMS haKkTa Hanmuums unm
OTCYTCTBUSI TEHETMYEeCKMn OOYyCnoBNeHHOro 3aboneBaHusi, ymeHue
NPUMEHSATb  NabopaTopHble reHeTUYeckMe  UccrefoBaHus  Ans
BbISIBITIEHWUS1 HANWYUS UMM OTCYTCTBMS 3a00neBaHust UM BPOXKAEHHbIX
Unn npuobpeTeHHbIX MyTauui, BrageHWe HaBblkaMu U NpUeMamMu
nabopaTopHOM  [OUarHOCTUKW, HanpaeieHHbIMU  Ha  BbIsIBNIEHME
HanmMuMst unNu OTCyTCTBUS 3aboneBaHuMs WNW  BPOXOEHHbLIX UMK
NpMoBpeTEHHbLIX MYTaLWNA.
OTBET Ha KOHTPOSIbHO-U3MEPUTENBHLIN MaTepuan He COOTBETCTBYET basoBbIn XopoLwo
OQHOMY M3 MEepeyUCrieHHbIX MNokasaTternen, Ho oby4vawwwmics paet YPOBEHb
npaBuibHble OTBETbI Ha OOMOSNHUTENbHbIE BOMPOCHI. HepoctatoyHo
NPOAEMOHCTPUPOBAHO 3HAHWE OCHOBHBIX MPUHLMMNOB MNPOBEAEHMS
nabopaTopHbIX FEHETUYECKMX UCCNEAOBaHNIA B LENsx pacno3HaBaHus
COCTOSIHUSI WUNN  YCTaHOBIEHUSA pakTa HanuumMs unmM OTCYTCTBUSA
reHeTnyecku obycnoBneHHoro sabonesaHus.
OTBeT Ha KOHTPONbHO-U3MEPUTENLHLIN MaTepuan He COOTBETCTBYeT MoporoBbin YpnosneTtsopu-
nobbiM ABYM U3 MepeyncrneHHbIX nokasartenen, obyyawowmmnca paet YpOBEHb TenbHO
HenomnHble OTBETbl Ha AOMONHUTENbHbIE BOMPOChl. [JeMOoHCTpupyeT
YaCTUYHblE 3HAHUSA OCHOBHbLIX MPUHLMUMNOB NpOBeAeHNsa NabopaTopHbIX




reHeTU4EeCKNX UCCneaoBaHUn B LEnax pacno3HaBaHUA COCTOAHUA UITN
YCTaHOBJ1IEHUA q)aKTa Hanm4yma unn OTCYTCTBUA TEeHEeTU4YeCKn
OGyCJ’IOBJ’IeHHOI'O 3aboneBaHnsi U YMEHUA NPUMEHATb na60paToprle
reHeTn4yeckne wuccneanoBaHuna AOnd BbIABIEHUA  Hannydmda  UIN
OTCyTCTBUA 3aboneBaHns unu BPOXOEHHbIX WInn FIpVIOGpETeHHbIX

MyTaLun.
OTBET Ha KOHTPONbHO-U3MEPUTENbHLIN MaTepuan He COOTBETCTBYET - HeynosneTtsopu-
nobbiM  TpeM U3  nepeyncrieHHbIX nokasatenen. OOyvatowmincs TenbHO

OEMOHCTPUPYEeT OTPbIBOYHbIE, PparMeHTapHble 3HaHWs, OonyckaeT
rpybble ownbkm.

19.3 TunoBble KOHTPONbHbIe 3aAaHUA WM MHble MaTepuanbl, Heo6xoAuMble ANSA OLEHKU
3HaHWUW, YMEHUW, HaBbIKOB W (UNK) onbiTa AOeATEeNbLHOCTU, XapaKTepu3yllwme I3Tanbl
¢hopMmupoBaHMA KOMNETEHLUN B NpoLecce 0CBOEHNA obpa3oBaTefibHOW NporpaMmmbl

19.3.1 NMepeyeHb BONPOCOB K 3K3aMeHY:
. OCHOBHbI€ 3a4a4n MeaULIMHCKON FrEHETUKN.
. icTopusa n ponb 0TeY4eCTBEHHbIX YYEHbIX B Pa3BUTUM MELOULNHCKON FrEHETUKMN.
. MnenoTponHOCTb AENCTBUS reHoB.
. TNbl reHHbIX MyTaLn.
. MyTaumm mMmntoxoHOpuanbHbIX FEHOB Kak MPUYUHbLI HACNe4CTBEHHbIX Bone3Hen.
. [@HOMHBbIN reHHbIN U XPOMOCOMHbBIN UMAPUHTUHT.
. AbheKkTbl NOCTHaTaNLHON peanu3aunmn Bo3genCTBUA MYTaHTHbIX FEHOB.
. OCHOBHble MeToAbl ANArHOCTUKM HaCNeaCTBEHHbIX 3aboneBaHNN.
. KnuHnko-reHeanormnyeckmin metoga.
0. AHanu3 MeguuUMHCKON LOKYMEHTaUUN 1 BO3MOXHbIE OLLMOKN.
11. CemmnoTtuka. CMHOPOMOMOrMYECKNA METOL.
12. O6Lwasa xapakTepmucTnka XpOMOCOMHbIX BOMNe3HeN.
13. Knaccudurkaumsa XpoMOCOMHbIX BonesHen.
14. MeToabl ANArHOCTUKM XPOMOCOMHbIX BONEe3HEN.
15. O0wasa xapakTtepmucTuka MOHOreHHOW NaTosnormun.
16. PacnpocTtpaHeHHOCTb 6ones3Hen B pasnuyHbIX NONynsaumnsax nogen.
17. Knaccudukauymm MOHOreHHbIX 3aboneBaHuni.
18. HacneactBeHHble 60ne3Hn obmeHa.
19. HacnegcrteseHHas npeapacnofioXXeHHOCTb.
20. NeHeTMKa 3noka4YyeCcTBEHHbIX 3aboneBaHU.
21. [eHeTMYEeCKNN MOHUTOPUHT 1 NPOrHO3MPOBaHME reHeTn4YecKnx adpeKkToB.
22. KnnHnyecknin nonnmopdunsm.
23. HacneacTBeHHble NATONOrMm NpyM ayToCOMHO-PELECCMBHOM TUME HAcegoBaHUs.
24. TNonynaunoHHas reHeTuka B MeguLmHe.
25. [pyynHBI BPOXKAEHHbBIX MOPOKOB Pa3BUTUA.
26. Manble aHOManuun pasBuTus.
27. MeToabl NpounnakTUKn HacneaCcTBEHHbIX 3aboneBaHui.
28. Meaunko-reHeTUYeCKOe KOHCYNbTUPOBaHMeE.
29. OCHOBHblE MeTOAdbl NTeYEeHNa HacneACcTBEHHbIX 60ne3Hen.
30. Knaccudgmkaumst reHHbIx 6onesHen.
31. MeToabl npeHaTanbHOW OUarHOCTUKM.
32. OcoBeHHOCTM NPOrpeccMpyroLLnX MbILLEYHbBIX AUCTPOUNA.
33. eHeTnKa NMMYHHOro OTBeTa.
34. MeauKo-reHeTn4eCcKoe KOHCYNbTUpPOBaHMeE.
35. VIHBa3MBHbIe MeTOAbI NpeHaTanbHON ANAarHOCTUKN U NS YEro OHU UCMONb3YHTCS.
36. OcobeHHOCTN ocmoTpa M u3mkanbHOro obcnegoBaHMsa NauUMEHTOB NMpU NOAO3PEHUN Ha
HacnegCcTBEHHYIO NaToNOrio.
37. OCOBEHHOCTN KITMHNYECKMUX NPOSIBIEHUIA HAacNeaCTBEHHOW NaTONOIMu.
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38. JleueHne HacneacTBEHHbIX Done3Hen.
39. 'eHHas Tepanus

I'Ipumep KOHTPOJIbHO-U3MepUTeribHOro MmatTepuana Aansa 3Kk3amMmeHa

YTBEPXXOARO
3asepyowmm kacpeapon reHeTUKN, LMTONOorMm n BUONHXEHepUn
B.H. Nonos
CneumanbHOCTb 30.05.01 MeaunumHckas buoxmmms
Ovcumnnuna 61.5.47 MeaovuunHckasa reHeTuka
dopma obyyeHus oYyHas
Bug koHTpons Ok3amMeH
Bug atrectauyum NPOMEXYTOYHbIN
KoHTponbHO-uameputenbHbin matepman Ne 1
1. KnnHuko-reHeanorn4yeckuin meton.
2. [eHHas Tepanus.
MpenogaBartesnb M.}O. CbipoMATHMKOB

Kputepuu oueHku:

«OTNUYHO» BbICTABNSIETCA CTYAEHTY, €CNU OH pacKpbliBaeT BOMPOCbI Mo Teme Owuneta w
OTBEYaeT Ha AOMONHUTENbHbIE BOMNPOCHI.

«XOPOLLO» BbICTaBNSAETCSA CTyAEHTY, ECNN OH packpbiBaeT BONpoChl buneTa, HO He OTBeYaeT Ha
HEeKOTOpble AOMOSNTHUTENbHbIE BOMPOCHI.

«yOOBNETBOPUTENBHO» BbICTABNAETCS CTYAEHTY, €CnM OH OTBeyaeT OGunet no HaBOASLUMM
BOMPOCaM N HETOYHO OTBEYaeT Ha OOMONTHUTENbHbIE BOMPOCHI.

«HEey[ooBNeTBOPUTENbHOY» BbICTaBNSAETCA CTYAEHTY, €eCliM OH He packpbiBaeT TeMbl MO
BOMpocam GuneTta n He OTBeYaeT Ha AONONHUTENbHbIE BOMPOCHI.

19.3.2 Tembl pechepaToB
. CeMb$ Kak 0ObeKT MeaguKo-reHeTUYecKkoro HabnaeHus.
. HeobxoanmocTtb cemenHoro nogxona npu obcnegoBaHnn nauneHToB
. NMopokn pasBnTHA: NEPBUYHLIE U BTOPUYHLIE.
. CoBpeMeHHble MeToabl UCCneaoBaHNsa XPOMOCOM.
. UnToreHeTuyeckune metoabl.
. OBweknnHn4eckne ocobeHHOCTM NPOSIBNEHNIN HAacnNeaCTBEHHbIX Gone3Hen
. Mpsimble n HenpsiIMble MeTOAbl ANArHOCTUKM.
. MonekynsapHo-reHeTu4eckme MeToabl.
[oponoBast (NpeHaTanbHad), OOKNUHUYecKas (NpecumnTomMaTuveckasl) AuarHOCTUKa U
ONarHoCTunKa reTepo3nroTHbIX COCTOSTHUMN.
10. 3Ha4YeHne UMTOreHETUYECKOrO METOAA B KIMMHNYECKOMW MPaKTUKE
11. cxoabl XpOMOCOMHbIX 3aboneBaHun.
12. BO3MOXHOCTU Tepanuu 1 peabunutaumm 60nbHbIX.
13. CneuuduyHocTb "Habopa" BpPOXAEHHbIX MOPOKOB pPasBUTUA U  MOPGOreHeTUYEeCKUX
BapWaHTOB NPU XPOMOCOMHbIX DONE3HsX.
14. MOHOreHHble CMHAPOMbI MHOXXECTBEHHbIX BPOXKAEHHbLIX MOPOKOB Pa3BUTUS.
15. HacneacTtBeHHble 6one3Hn obmeHa.
16. CoBpemeHHast Knaccuukauusi, KpaTkass  XapakTepuctvka rpynn,  TPygHOCTM
Knaccudukaymn.
17. Cxema natoreHes3a HacneacTBeHHbIX bone3Hen obmeHa, metabonunyeckme 6M0OKU.
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18. O6wue npuHUMNbI NeYEeHUs HaACNeaCTBEHHbIX GonesHen, peabunutauum u coumanbHON
apganTaumn 60nbHbIX.

19. [eHHO-MHXeHepHble NOAXO0Ab! K NEeYEHNI0 HacneaCTBEHHbIX 6onesHen.

20. NeHeTMKa HEKOTOPbIX POPM 310Ka4ECTBEHHbIX 3ab0neBaHni.

21. 3konornyeckas reHeTuka.

22. NposiBrneHne oencTeBna reHoB B 3aBUCMMOCTU OT cpefbl.

23. NeHeTU4eckun NnonNnUMopn3mM — OCHOBaA MHAMBMAYAlbHbIX peakumMi Ha (pakTopbl cpeabl Kak
andpepeHUnMpoBaHHOE NPOSIBIEeHMe OENCTBUSA TEHOB.

24. OueHka pucka npodeccrnoHasnbHbIX 60Ne3HeEN C reHeTUYECKON TOYKN 3PEHUS.

25. [eHeTuKo-rMrmeHmyeckoe HopMmpoBaHMe (aKTOPOB OKpYXalLlen cpenbl U MpoayKTOB
NPOMBbILLIIEHHOrO NPOMN3BOACTBA (MPUHUUNLI, METOAbI, perfiameHTaums).

26. Meguko-reHeTM4eCcKoe KOHCYNbTUpPOBaHME.

27. ®opMbl NPOPUNAKTUHECKNX MEPOMNPUATUIA.

28. [eHeTUYeCKMn MOHUTOPUHI W MPOrHO3MPOBAHME TreHETUYECKUX IPPeKkToB akTopos
OKpyXatoLien cpeapbl.

29. lNpeHaTtanbHas gnarHocTumka.

30. [leoHTONOrMyeckme M aTUHECKMe BOMPOCHI, BO3HMKaKOLWMe MNpu nNpoBefeHuU OOpOAOBOM
ONarHOCTUKMN.

31. dnarHocTurka reTepo3nroTHbIX COCTOSHUIN B NpOousiakTuke HacnencTBeHHbIX 6onesHen.

32. 3Ha4YeHne MeponpuUATUIN NO OXpPaHe OKpyXKatoLen cpeabl Anst NPoUNakTUKN MyTareHHbIX 1
TepaToreHHbIX 3ppeKToB.

Kputepuu oueHku:

«3a4YTEeHO» CTaBUTCS CTYOEHTY, eCriv OH packpbin TeMy pedepara, onMpasicb Ha COBpEMEHHbIE
nccnenoBaHusi, B TEKCTe OTCYTCTBYOT opdorpaduyeckne U CUHTaKCU4Yeckue OLIMBKu,
CTUNNCTUYECKMX NOrpeLLHocTen, cobnofeHbl TpeboBaHUS K 0POPMIIEHUIO.

«HE 3a4YTeHO» CTaBUTCS CTYAEHTY, ECNN OH He pacKpbin Temy pedepara.

19.3.2 Npumepbl TECTOBLIX 3a4aHUN

1. MyTauumun, cBA3aHHbIE C UBMEHEHMEM CTPYKTYpPbl reHa, Ha3blBaeTCcH
['eHHble
XpOMOCOMHbIE
[eHOMHble
MHayumpoBaHHble

2. YBenu4yeHue ymcna oTaesNbHbIX XPOMOCOM B KapuoTUNne Ha3blBaeTCs
Monncomus
AHeynnoaus
MNonunnouguna
MoHocomus

3. YTpaTa y4yacTka XpOMOCOMbI UK reHa Ha3blBaeTcs
Lynnukauna
NHBepcusa
Jeneuns
TpaHcnokaumsa

4. 3aboneBaHus C HAacCNeACTBEHHOW NpeapacnonoXeHHOCTbIO, MPUYNHON KOTOPbIX

SABSIETCA COBOKYNHOE AENCTBME MYTaLUM B HECKOJSTbKMX FTOKYCax XpOMOCOM — 3TO

HacnegcrteeHHble
MoHoreHHble
XpOMOCOMHbIE
MynbTudgakropuansHble

5. XpomMocoMmbl KapuoTuna Yyenoseka, onpegensioume Bce NpusHakm, KpoMme nosioBomn

NpUHaanexXHoCTu, Ha3bliBaeTcA



Me3socomsl
AyTOCOMBI
Mepokcucombl
XpomaTtuapl
6. Mo kakomy TNy HacnegyeTcs 4anbTOHU3M
AyTOCOMHO-AOMUNHAHTHbIN
AyTOCOMHO-peLeCCUBHbIN
CuenneHHbI ¢ NOSIOM peLEeCCUBHbIN
CuenneHHbIN ¢ NOSIOM JOMUHAHTHBLIN
7. Kkakomy Tuny 6onesHen OTHOCUTCS ryXOHEMOTa
MoHoOreHHble
MynbTudakropuansHble
XpOMOCOMHbIE
HeHacnegcTBeHHble
8. Kkakomy Tuny 6onesHen OTHOCUTCS CUHAPOM KnanHdensTepa
MoHoreHHble
MynbTudakTopmansHble
XpPOMOCOMHbIE
HeHnacneacTBeHHbIe
9. Kakon kapmoTun xapakrtepeH ansa 605bHOro ¢ CUHAPOMOM nartay
45; xo
47; xx + 13
47 xx + 21
49; xxxy
10.B KaKyto XpOMOCOMHYIO aHOMasIM MOXHO 3anodo3puTb Y BONBHOro C TakuMm
CMMNTOMaMM KakK HU3KNIN pOCT, BOKOBbIE KOXHbIE CKITAZKM Ha Lee, Hepa3BUTbIe
BTOPWUYHbIE MOMOBbLIE MPU3HAKN
Cugpom naTtay
CuHgpom Tpucomms X
CuHOpOM LepeLleBCKOro-TepHepa
Cungpom gayHa 19
11.MeTopn aHTPOMOreHEeTUKN, OCHOBAHHbIN Ha NPOCNEXMBaHUN NPU3HAKa B psiay NOKONEHUN,
Ha3blBaeTCs
"eHeanormnyecknn
Buoxumndeckumin
LinTonormnyeckunn
BnnsHeyoBbIn
12.MeTop n3yveHus penbega Koxu Ha nanbuax, lagoHAX, NOAOLWBEHHbIX MOBEPXHOCTHAX
cTon,Ha3blBaeTc
"eHeanornyecknin
BnunsHeuoBbIN
LinTonormnyeckni
HepmaTtornudpunyeckum
13.Kakon n3 MeTogoB fieyeHns NPUMEHSAIOTCA ANS JIe4eHUs CUHOAKTUIUN
3amecTutenbHasa Tepanus
Xunpypruyeckasi onepauus
ButamunHoTepanus
HvetoTtepanus
14.Kakon n3 MeTogoB fieYeHus HacneacTBEHHbIX 3aboneBaHnn NPUMEHSETCS ANs fieYeHus
dPEeHUNKETOHYPUM
3amecTuTenbHas Tepanus
Xunpypruyeckas onepauus



ButamunHoTepanus
OueToTepanus
15.B kakom Bo3pacTte y 60fIbHOro NosBAAIOTCA NPU3HaKK nogarpbl
B nepBble Hegenu XusHu
B ambpuoHansHoM nepuoae
B noxunom Bo3pacte
B 3penom BospacTte

Kputepun oueHku:

«OTMMYHO» BbICTABNAETCH CTyAEHTY, ecnv oH HabupaeT 75-100 % oT MakcumaribHO BO3MOXHOro 6anna
3a TecT.

«XOpOLLUO» BbICTaBNAETCH CTyOEHTY, ecrnim oH HabupaeT 50-74 % OT MakcMmanbHO BO3MOXHOro 6anna
3a TecT.

«yOOBNETBOPUTENBHO» BbLICTABNAETCA CTyAeHTy, ecnn OH Habupaetr 30-49 % OT MakcumanbHO
BO3MOXHOro 6anna 3a Tecr.

«HEeyOoBNETBOPUTENBHOY» BLICTABISAETCS CTYAEHTY, ecnu oH HabupaeT meHee 49 % % OT MakcMManbHO
BO3MOXHOro 6anna 3a Tecr.

19.4. MeTtoau4yeckne maTepuanbl, onpegenslowme npoueaypbl OoUeHUBAHUA 3HaAHUM,
YMEHUNA, HaBblKOB U (uMnu) onbiTa A[OeATeNbHOCTU, XapaKTepu3ywwwmx 3Tanbl
dopmMmMpoBaHMa KoMneTeHLUN

OueHka 3HaHW, YMEHUMA U HaBbIKOB, XapakTepuaylowas aTanbl opMMpPOBaHUS
KOMMETEHUMA B pamKax W3yYeHUs AUCUUMNIIMHBbI OCYLLUECTBNSAETCA B XOAE TeKylen wu
NPOMEXYTOYHOM aTTecTaumn.

Tekywaa aTrectauns NpoBoAUTCHA B COOTBETCTBUM C [onokeHnem o Tekyllen attectaumm
obyyallmuxca no nporpaMmmam BbiCIero obpasoBaHWss BOPOHEXCKOro rocygapcTBEHHOro
yHuBepcuteTa. Tekywas atrectauma npoBogutca B dopMax:  YCTHOro  ornpoca
(vHOMBMAOyanbHbIX  OMPOC); MNUCbMEHHbIX paboT (nabopatopHble paboTbl, pedepaT);
TecTnpoBaHus. Kputepun oueHnBaHmMa NpuBeAeHb! BbiLLe.

MpomexyToyHass aTTectaums npoBoguMTcs B  cooTBeTcTBUM C  [lonoxeHnem o
NPOMEXYTOYHOW aTTecTauumn oby4varowmxca No nporpaMmmam BbicLLEero obpasoBaHus.

KOHTpONbHO-n3MepuTenbHble Matepuarbl NPOMEXYTOYHOW aTTecTalum BKMAYalT B cebs
TeopeTn4eckmne BonpocChl, NO3BOMSOLLME OLEHUTb YPOBEHb NOMYYEHHbIX 3HAHUM.

Mpy oueHMBaHUN WCNONb3YITCA KOMMYECTBEHHble LKamnbl OUEeHOK. KpuTepuu oueHuBaHus
npvBeLEeHbI Bbille.



NIUCT COrNACOBAHUN

PABOYASA MPOrPAMMA YYEBHOW ANCUMMNITNHDBI

CneuymanbHOCTb 30.05.01 MeaunumHckasa dnoxmmums

OucumnnuHa 61.6.47 MeauumHckas reHeTuka

Cneuynanusauyus Bpay-OMOXUMUK

dopma oby4veHus o4yHas

Y4yebHbin rog 2021/2022

OTBEeTCTBEHHbIN UCMONTHUTENb

3aB. Kad. reHeTukn, LMTonormm

N BUOMHXEHEPUN B.H. MNonos .. 20
WNcnonHuTtenu

[ou. kad. reHeTukn, LMTonormm

N BUOMHXEHEPUN M.IO. CbipomsTHMkoB . 20

Acc. Kad. reHeTUKN, UMTONOornm

N DUOUHXEHEPUM A.lN. lN'ypees .. 20
COIMACOBAHO

Kypatop OOI1 no cneumanbHOCTK .. 20

HauvanbHuk otaena obecnyxumeanus 3HB H.B. Benogenosa 20

Mporpamma pekomeHgoBaHa HMC meaunko-6uonornyeckoro dgakynbsteta

npotokon Ne 2 ot 15.05.2019



