MMNHOBPHAYKW POCCINIA
PEAEPANTIBHOE NOCYAAPCTBEHHOE BFOMKETHOE OBPASOBATE/IbHOE YYPEXXAEH/E
BbICLLErO OBPA30OBAH/A

«BOPOHEXXCKWIA FOCYﬂ,APCTBEHHbIIZ YHUBEPCUTET»
(Preoy BO «Bl'Y»)

YTBEPXAAKO

/ 3asepytoLmii kadpegpoi
reHeTUKU, LUTON0rmm

N BUONHXEHEPU

) B.H. lNMonos
21.03.2022 .

PABOYAS MPOrPAMMA YYEBHOIN ANCUUNMTINHDbI
51.0.49 O6wWan n meguUNHCKasa reHeTuka

1. Kog n HaumeHoBaHue cneuynanbHocTu: 30.05.02 MeanumuHckas 6nodmsnka
2. Cneynanusauua:
3. Keanudmkaymsa BbiNnyCKHUKA: Bpay-6m1ocnsmk

4. dopma 06y4veHus: 0YHaA

5. Kathegpa, oTBeualoulas 3a peannsauuio UCLUMNIUHbI: [EHETUKWN, LINTOIOTNN U

OUouHXeHepumn

6. CocTtaBuMTENN NpPOrpaMmmbl:

CblpoMATHMKOB Muxauni KOpbeBuY  K.6.H., A0L.;
'ypeeB Aptem [leTpoBuY — K.O.H.

7. PeKoMeHAOBaHa: Hay4HO-MeTOANYECKMM COBETOM MEANKO-61MON0rMyeckoro dakynbrera,
npoTokoa Ne 2 o1 21.03.2022 .

8. YueOHbIii rop: _ 2024-2025 CemecTp(bl)/[TpumecTp(bl): 56




9. Llenu n 3agaum y4ye6HOW AUCLUN/IUHDI

Lensimu ocsoeHus y4ebHOoU oucyurn/iuHbl A8/1SK0MCS:

NOHMMaHWe PO HacnencTBEHHOCTU B OnNpeAesieHnMn 340POBbS U NATO/I0rMM YenoBeka,
00y4YeHne CTYyAeHTOB MPMMEHEHMIO T[EHEeTMYECKMX METOAOB B AMarHoCcTuke 60nes3Hel,
NpUHUMNAM fledeHnss U NpPoguNakTUKM HacnefCcTBEHHON NaToNormn, a Takke 3aslokUTb
OCHOBbI FEHETMYECKNX NOAX0A0B NPU peLLeHnmn 3agay NpoeccuoHanbHoM AesTeNbHOCTMW.

3adayu y4ebHOoU OuCYUr/IUHbI:

- OCBOEHME TeopeTUYeCKNX OCHOB FEHETUKN;

- (hopMmupoBaHMe 3HaHWII O pas3/INYHbIX Kraccax Hac/nefCTBEHHbIX 60se3Heil YenoBeka,
MexaHu3Max WX pasBUTMA U Xapaktepa HacnefoBaHus, KIVMHUYECKUX MPOABNEHUsX,
0COOEHHOCTSAX TeYeHUsA, MeTofax ANarHOCTUKK, NIeHeHNs U NPodIUIaKTUKK;

- OBflaZieHMe  MeTofdaMy  M3YYeHUA  HacNefCTBEHHOCTW,  BK/IYasA  K/IMHUKO-
reHeasiormyecknii aHaans3 faHHbIX CEMEHHOro aHamMHe3a 1 onpegesieHne Tuna HacnegoBaHus
00M1e3HN, UUTOTEHETUYECKUX, OUMOXUMUYECKUX W  MOJIEKY/IAPHO-TEHETUYECKUX MEeTOL0B
nccnepoBaHns;

- OCBOEHME TeOopeTUYeckux 3HaHui 06 opraHu3auum u YHKLMOHUPOBAHUMA TEeHOMa
yesioBeka B HOpME W NpW naTosiorMn, reHeTUYecKoM reTeporeHHOCTM W KIIMHUYECKOM
nonMMmopgusme HacneacTBeHHbIx 6onesHein, AHK-nonumopdgusme;

- O3HaKOM/IEHWE C COBPEMEHHbIMU BO3MOXHOCTAMW WU MeToAaMW, Hanpas/ieHHbIMW Ha
BblSIB/IEHWE HACMeACTBEHHON NPeapacnofiOKEHHOCTU K LUMPOKO  pacnpocTpaHeHHbIM
(MynbTUhakTopuasibHbIM) 3a60/1€BaHUAM;

- hopMupoOBaHNEe MpeAcTaBfeHnii O MNpUHUMNAX NlevYeHns u NyTax npogouNaKkTmKm
HacneACTBEHHbIX M BPOXAEHHbIX 3aboneBaHuii, BKIOYas U3ydeHne MeToAnYeCcKMX OCHOB U
opraHusaunm MeaukKo-reHeTUdYeckol cnyxbbl B Poccuiickoii ®efepaumm 1 nokasaHuin ans
Hanpas/fieHnsa nauMeHToB Ha MeNKO-TeHeTMYeCKoe KOHCY/IbTUPOBaHMe.

10. MecTo yye6HOU AUCLMNIUHBLI B CTPYKType OOIM:
YuebHas gucumnimHa «Obwan n meguunHcKasa reHeTuka» OTHOCUTCH K 0653aTeNlbHOM
yacTu Bnokal «AncumninHel (mopynun)» depepanbHOro rocygapCTBEHHOrO
obpasoBartesibHOro CcTaHgapTa BbiCWeEro obpasoBaHus no creunanbHoctn 30.05.02
MeanuunHckasa brodumsmka (Cneumnasnnct).

11. TlnaHupyemble pe3y/ibTaTbl OOyuUeHHs TO [JUCLMIUIAHE/MOAYMIO (3HAHUS, YMEHWs, HaBBIKH), COOTHECEHHbBIe C
TJIAHUPYEMBIMU pe3yJibTaTaMH OCBOeHUs1 00pa30BaTe/IbHOM IPOrpaMMebl (KOMIIETEHIUSIMA) U MHAMKAaTOPaMH MX JJOCTHXKEHUST:

Kog Ha3BaHue komneTeHumm Kog(bl) MHamnkaTop(bl) MnaHnpyemble pesybTaTtbl 06yyYeHus
OrlK- | CnocobeH ucnonb3oBaTtb U | OMK-1.2 | Vicnonbsyet 3HaTb: OCHOBHblE METOAbl FreHeTUYECKNX
1 NPUMEHATb OCHOBHblE uccnefoBaHuiA  AnA  pelleHns  3ajad
oyHAaMeHTaslbHble " €CTeCTBEHHOHay4YHbl | NPOJIECCUOHA/TbHOI AEATENBHOCTU
npuknagHbie € NOHATUA U MeToAbl
MeuLMHCKMe, nccrefoBaHuini - Npu | YMeTsb: ncnonb3oBaTb MeToAbl
eCTeCTBEHHOHaYy4Hble pelueHuun reHeTUYeCcKnx ncciefoBaHuin ans
3HaHWA AJ/19 NMOCTaHOBKU U NPOdIECCUOHAUTBHBIX | peleHnss  3ajady  NpogieCCUOHa/TbHO
peLleHns CTaHAapTHbIX W 3aga4 AeaTensHoCTH
WHHOBALMOHHbIX 3aga4
npodeccnoHasibHoiA BnageTtb: HaBblkaMW  MCMO/Ib30BAHMS
featensHocTn METOAOB TEHETUYECKNX WccnenoBaHuii
ONs pelueHns 3agay npoeccnoHasibHom
JeaTenbHOCTH
OlK- | CnocobeH BbIBAATL U | OMNK-2.1 | VicnonbsyeT 3HaTb: obuyto XapakTepucTuky
2 oueHnBaTb pasnunyHble HacneACTBEHHbIX NaTOMOrMi
MOPGOYHKUMOHA/TbHbIE, noaxoAbl ans
dmsmonornyeckme onpegeneHuns n| YMeThb: COCTaBUTb nporpaMmmy
COCTOSIHUSA " OLLEHKM o6cnenoBaHvs nauMeHTOB Ha npeameT




naTosiorMyeckne MnpoLecchl MOPOOIYHKLMOHA | BbISIB/IEHNS Hac/neACTBEHHOV
B OpraHvM3me 4esioBeka, bHOrO, npeapacnosioKeHHOCTN K 3aboneBaHnsaM
MOAENNpPoBaThb dmsnonornyeckoro
natosornyeckme COCTOSIHMA n | Bnagetsb: HaBbIKaMm NMOCTaHOBKU
COCTOSIHMSA IN ViVO 1 in vitro NaToNIorM4YeCcKnx MporHosa M COCTaBfeHMs  niaHa
npu npoBeaeHun npoL,eccos B | 06cnenoBaHus 60/bHOr0 c
61MoMeANLMHCKNX opraHusme HacneCTBEHHOW naTosiornei
nccnenoBaHuii yesioBeka
OrK- | Cnoco6eH onpegenatb | OMNK-4.1 | OpraHusyet 3HaTb: NPUHLMMbI, 3Tanbl U cogepxaHue
4 cTparteruio " nposegeHne NpakTU4eckoro  MeamKo-reHeTUYeCcKoro
npob6niemaTuky Hayu4HbIX KOHCY/IbTUPOBaHMWA 60/bHbIX
nuccnefoBaHuin, BbIGUPATH nccnefoBaHunii, pas/iMyHbIMU  BUAAMMW HacnefCcTBEHHOMW
ONTMMasibHble CMOCOObI KX BK/IHOYas BbIOOp | MaTonormm
peLueHns, npoBOANTb uenu "
CUCTEMHBI aHanm3 hOpMyNNpPOBKY YmeThb: WHTEepnpeTupoBaTb
06BLEKTOB  MCCnefoBaHus, 3ajau, MHOpMaUN0 O TEHETUYECKOM pUCKe
oTBeYaTb 3a NpaBW/IbHOCTb naaHMpoBaHNs, pasBUTUA pPasINYHbIX Hac/eACTBEHHbIX
" 060CHOBAHHOCTb noabop agekBaTHbIX | 6ONE3HEN, OKasblBaTb nomoLlb
BbIBOJOB, BHEApeHne MEeTOA0B, c6op, | KOHCY/IbTUPYEMBIM CEMbAM B MPUHATUAN
MOJIy4YEHHbIX Pe3y/ibTaTtoB 06paboTKy M aHanu3 | NPaBU/IbHOTO  PEeLUeHnss MO  BOMpOCy
B npaxkTuyeckoe AaHHbIX BEPOSATHOCTU M MOCNEACTBUNA POXAEHUI
3[paBooxpaHeHne B CEMbsIX O0O0JMIbHbIX HacneacTBeHHON
naronorvei
BnageTs: HaBbIKaMM NMoCTaHOBKU
MporHo3a M COCTaB/EHWA  MjaHa
o6cnefoBaHusA 60/1bHOr0 c
HacneACTBEHHOW natosorueri
OlK- | CnocobeH K opraHusaumm n | OMK-5.1 | MoHumaeT 3Hartb: nabopaTtopHble MeTo/bl
5 OCYLLEeCTB/IEHUIO CYLLHOCTb ANarHoCTrKu HacneaCTBEHHbIX
npuKnagHbIX " BUOXNMUNYECKMX 3aboneBaHwii
NpPakTU4YecKMx MNPOEKTOB W npoLeccos,
WHbIX  MeponpuaTuii  no NPONCXOAALLNX B | YMeTb: AnarHocTnpoBarb
N3YyYEHNIO BMOIN3NYECKNX KneTke yenoBeka HacneCTBEHHble 3a060/1eBaHNS
W WHbIX NpOLEccoB U
SABMIEHUIA,  MPOMCXOASALLMX Bnagets: NHTEepnpeTauuei
Ha KNeTo4yHOM, OpraHHOM U nabopatopHbIX MEeToA0B  AUArHOCTUKM
CUCTEMHOM  YPOBHAX B HacneACTBEHHbIX 3a60/1eBaHwii
OopraHv3me YyesioBeka

12. O6bem AMCUMNNNHBI B 3a4eTHbIX eAuHULax/yac. — 9/324.

dopma NPOMEXYTOUHOI aTTecTauum

13. TpyA0eMKOCTE 110 BiJaM yueGHOM paboThl

3a4eT C OLIeHKOW, 9K3aMeH

TpyAoeMKOCTb
Bupg yuebHoli paboTbl Bcero Mo cemecTpam
5 cemecTp 6 cemecTp
AyANTOPHbLIE 3aHATUA 214 102 112
nekunn 66 34 32
B TOM Unce: npakTuyeckme
nabopartopHble 82 34 48
'pynnosble KOHCYNbTauumn 66 34 32
CamocTosaTenbHas paborta 74 42 32
B TOM Yucse: Kypcosas paboTa (NpoekT)
dopma NpoMeXyToYHOl aTTecTauum 36 36
(sk3ameH — 36 4ac.)
nToro: 324 144 180

13.1. CopeprkaHue JUCLUILIMHBL




Ne n/n

HanmeHoBaHue pasgena
ONCUNNNNHBI

CopepxaHve pasgena AUCUUNVHBI

Peannsauus
pasgena
AVNCLUN/INHBI C
MOMOLLIbIO
OHNaiH-Kypca,
QYMK*




1. lekunu

11 BBefeHune B reHeTuky MpegmeT, 3agaun, MeToAbl W OCHOBHblEe 3Tarnbl
CTaHOB/EHUA reHeTUKN. OCHOBHbIE MOHATUA reHETUKN:
reH, reHotun, PeHOTUM, reHOM, aslfiesib, annefibHble
reHbl, roMo3uroTa, reTepo3nroTa, [AOMWHAHTHblE U
peLeccrBHbIE NPU3HAKMU.

1.2 CtpoeHue AHK Crtpyktypa Monekynol  AOHK, oTpaxawowana ee
cBoOlicTBa Kak MaTepuasibHOro HocuTens
HacneICTBEHHOCTH.

1.3 HacnenctBeHHOCTb LuTtonornyeckue OCHOBBbI Hac/egCTBEHHOCTH.

AflepHasn 1 BHesaepHas OCHOBHble 3aKOHOMEpPHOCTHU HacrefoBaHuNs
npusHakoB (Mo . MeHgent). XpoMOoCcoMHas Teopus
HacneacTBEHHOCTU. B3anmoaencTeme reHos.

14 [eHeTunka onpepneneHus | 'eHeTuka nona. HexpomocomMmHasa HaceACTBEHHOCTb.
nona.

15 CoBpemMeHHoe KogmposaHue reHeTn4ecKo nHchopmauuu.
npegcrasfieHve o reHe. CoBpeMeHHOe npeacTaBfieHVe O CTPYKTYpe U Tunax

reHoB. OCHOBHble NOAXOAbl K W3YYeHUOo (OYHKLMK
reHoB. FeHeTvKa NonysIsuUmii.

1.6 13MeHYMBOCTb HeHacnepncteeHHas (moandmkaLmoHHas)
reHeTM4ecKoro Matepuana. | U3mMeH4MBOCTb. Penapauns nospexaeHuin AHK.

1.7 MyTtn nepefauun | LleHTpanbHas gorma MonekynsipHov 6uonorun. MyTu
reHeTn4eckolr uHdopmaumm | nepegaym reHeTMYEeCKo MHhopMauun B K/ETKE.

B K/eTKe.

1.8 Perynauus akcnpeccun | OCOGEHHOCTU  CTPYKTYPHOR  OpraHusaums  reHoma

reHoB. npokapmor 1  3aykapuoT. MOO6WILHOCTL  reHoMma.
MartpryHas akTMBHOCTb FEHOB.

1.9 BBegeHne B MeAMUMHCKYIO | HanpaBneHusi pa3BUTUSE COBPEMEHHON  FEeHEeTUKM,
reHeTuKy. OCHOBHbIE | TEHETUKN YenoBeka, MeAMLUMHCKOA W  KIUHUYECKON
MOMOXEHNA U TMOHATUA | FTeHeTUKU. VIcToprs N ponb OTEYECTBEHHbIX YUYEeHbIX B
K/IMHUYECKOW reHeTUKN pasBUTUN MeaMUMHCKOW reHeTukn. OCHOBHble aTanbl

pas3BUTUA rEHETUKN YeoBeka.

MpeameTr 1 33agaunm  MeAWLMHCKOA  TEHETMKW.
3HaUMMOCTb  MEAUKO-TEHETUYECKMX  3HaHWi B
npakTnyeckoi pabote. Mecto MeaMLIMHCKON reHeTUKM
B CUCTEME MEAULMHCKMX U BGUOMOTMYECKUX 3HaHWIA,
B3aMMOCBS3b MEOMUUMHCKOA TEHETUKN C  APYrMMM
Haykamn. Ponb HacneacTBEHHOW nartosiorMM B
CTPYKTYpE  HacCesieHusl, MYXCKOr0 UM XXEHCKOro
becnioans v T.4.

1.10 | MNpuHUUNGI KNnMHM4Yeckoin | O6blmMe 1 YacTHble acnekTbl Hac/eACTBEHHbIX
ANarHoCTUKK 3abo0neBaHuini. MNelioTPONHOCTL AEWCTBMS TEHOB, UX
HacneACTBEHHbIX 60NE3HEN | MHOXECTBEHHBbIN XapakTep nopaxeHus npu

HacneACcTBEHHON naTtonorun. MNMepernyHas 1 BTOpPUYHas
nneiioTponus. KnumHW4yeckniA acnekT naenoTponuu,
CBSi3aHHbIN C auddhepeHUNanbHON  AMarHOCTUKON
CMHAPOMaJIbHON 1 HECMHAPOMaIbHOM NaToN0rvK.

1.11 | l'eHom yesioBeka. | OCHOBHbIE MPUHUMMBLI OpraHu3aunyM reHoma YenoBeka.
HacneacTBeHHbIi HacnenctBeHHad  M3MEHUMBOCTb.  TWMbl  FE€HHbIX
mMaTepuan n €ro | MyTauuii: MWUCCEHC- W HOHCEHC-MyTauuu, aeneuuu,

N3MEHUYMNBOCTb. MyTaLI.I/II/I n
HacneacTtBeHHas nartosorna

Ayénukauumn, MHBeEpCcUK, MyTaummn TUna «CaBura pamMmku
CUMTbIBAHUS», CMali-CUHIOBbIE MyTaLUN.

MyTaumm MUTOXOHAPUATbHBIX TEHOB Kak MNPUYUHBI
HacneacTBEHHbIX 6onesHein. «nHamunyeckmne
MyTaLum», WU 3KCMaHCUA HYKIeoTUAHbIX MOBTOPOB
KaKk npuynHbl  “HOBOro” Kknacca HacnefcTBeHHbIX
6onesHein. IhthekTbl POANTENBCKOIO NPOUCXOXAEHMS
MyTauWii:  TEHOMHbIA ~ WMMAPUHTUHE,  TEHHbIA 1
XPOMOCOMHbli UMMPUHTUHT, ogHopoauTesnbckas
ancomusi.  PasHoo6pasve  MpOSIBAIEHWUA  FeHHbIX
MyTauuini  Ha  pasHbiX  YPOBHAX  (KJIMHUYECKUIA,
BUOXMMUYECKIA, MOIEKYNIAPHO-TEeHETUYECKIIA).
OddhekTbl NOCTHATA/ILHON peanusaumn BO3AECTBUA




MYTaHTHbIX TEHOB.

1.12 | MeToabl AWarHocTuku | -
HacnencTBEHHbIX
naTosoruii Yenoseka
1.13 | XpOMOCOMHble 601e3HU O6Wwas xapakTepucTMka XpPOMOCOMHbIX 60/1e3HEN.
MecTO  XPOMOCOMHbIX 6GONesHein B  CTPYKType
HacneaCTBEHHOV naTosiornu. Knaccudmkaums
XPOMOCOMHBbIX 60/1€3HEl. XPOMOCOMHbIA UMAPUHTUWHT.
MeTogpbl ANarHOCTMKN XPOMOCOMHbIX 60/1e3HEN.
Xapakrepuctumka K/IMHUYECKOM KapTUHbI y
HOBOPOX/EHHbIX. CneuncmnyHocTb "Habopa"
BPOXAEHHbIX NMOpOKOB pasBuTus n
MOPPOreHeTUYECKNX BapuaHTOB MPU XPOMOCOMHbIX
6onesHax. Mcxodabl XPOMOCOMHBLIX — 3ab60/eBaHUiA.
B0O3MOXHOCTM Tepanuu 1 peadbnnntauumn 60/bHbIX.

1.14 | HacneactBeHHble 60ne3Hu | O6wue BOMPOCHI 3TMonorum 7 natoreHesa
obmeHa. MOHOreHHbIe | MOHOTEHHbIX 3a60/1eBaHUIA.
60ne3Hun MexaHu3Mbl naToreHe3a MOHOFeHHbIX 3aboneBaHwuii:

cneunuyHOCTb MyTaumi, MHOX€ECTBEHHOCTb
MeTabosmyeckux nytel, MHOXECTBEHHOCTb (OYHKLMIA
6enKoB.

HacnepctBeHHble 6onesHn obmeHa. CoBpeMeHHas
Knaccudmkaums, Kpatkas XapakTepucTuka rpynm,
TpygHOCTM  Knaccudmkaumn. Cxema  natoreHesa
HacneACTBEHHbIX 60Me3HeNn 0bMeHa, MeTabosimyeckmne
610KN.

1.15 | bonesHn € | MHoroo6pasune B3aMMOOTHOLLEHWIT HACeACTBEHHOCTH
HacneACcTBEHHbIM N cpegbl B pasBUTUM JOObLIX BWAOB NATOJOMN.
npeapacnosioXeHnem. MoHATME O HacneACTBEHHON MNpeapacnosIoKEHHOCTM
FeHeTMka OHKOMOMMYECKMX | W MNoABEPXEHHOCTU. MeHeTnyeckuii NoAMMopdU3M
3a6on1eBaHwit nonynsauuii.

Obuwaa xapakTepucTuka  MyfbTUhaKTopuasibHbIX
3a60/1eBaHNIA.

FeHeTka  HEKOTOpbIX  ()OPM  3/10KaYECTBEHHbIX
3a6oneBaHnii. MOHOreHHble 1 MynbTUaKTOPUaNbEHO
00yCNoBAEHHbIE (POPMBI.

1.16 | O6wme NpuHUMMbl nedveHns | Obwme  NpuUHUMNBLI M NoAxoAbl K Tepanuu
HacneacTBEHHbIX HacneacTBeHHON  natosormn.  CumnToMaTuyeckas
6onesHen, npodmnakTuka | Tepanus. MaToreHeTn4yeckoe neyeHue.
HacneaCTBEHHO JTronornyeckas Tepanus HacneacTBeHHbIX
naTos10rnm 60ne3Heil.

eHeTVKo-AeMorpaduyeckune npoveccsl "
pacnpoCcTpaHeHHOCTb  Hac/NeACTBEHHbIX  Boe3Hel.
Bugbl " HanpaB/ieHUst NponNaKTUKn
HacneaCcTBeHHbIX 60ne3Hei: nepBMyHas 1 BTOpUYHas
npodounakTuka.

1.17 | NpumeHeHwne METOA0B | -

MOEKYSIPHO rEHEeTUKN
npw ANarHoCcTukn
3a60/1eBaHWii YesloBeKa
2. TabopaTtopHble 3aHATUA

2.1 BBefeHve B reHeTuKy -

2.2 CtpoeHune AHK -

2.3 HacnepctBeHHOCTb -

AfgepHas 1 BHesgepHas

24 [eHeTunka onpepneneHus | Onpegenedne nosa ¢ nomouwsbto MNMUP SRY n DAZ
nona. JIOKYCOB.

2.5 CoBpemMeHHoe -
npeAcTaB/ieHne O reHe.

2.6 I3MeHUMBOCTb MaeHTndmrkaumsa nosMMopg3MOoB B reHax
reHeTMYecKoro maTepmana. | OTBETCTBEHHbIX 3a penapaumio OHK.

2.7 MyTn nepegaun | -

reHeTMYecKoi MHopmaumm




B KJ/1€TKe.

2.8 Perynauusa skcnpeccun | deHon-xn1opoopMHbIli MeToa BbigeneHe HK.

reHoB. BoigeneHnem [JHK ¢ nomMowbio  COPOLMOHHBIX
KOJIOHOK.
O6HapyxeHue Alu- nostopos metogom [MLP.
O6HapyxeHue hot-spot myTauuin MLP.
OnpepneneHve cpefHein ANMHbI TenoMep MeToAOoM
nupP.
MocTpoeHne WIOTeHETUYECKUX [EPEBbEB.
O6HapyXeHne n npeackasaHue NpPoOMOTOPOB U CaliToB
CBA3bIBAHNSA TPAHCKPUMNUMOHHBIX (DaKTOpOB.
OG6HapyXeHne canTom METUINPOBAHUSA.
MeTun-cneuundumyHas rMup.

2.9 BBepgeHve B MeAWUUMHCKYHO | -
reHeTUKY. OCHOBHble
MOMOXEHNA M MOHATUA
KIMHUYECKOW reHeTUKN

2.10 | MpuHUUNbI KMHWYECKOW | -

ANarHoCTUKN
Hac/eACTBEHHbIX 601e3Hel

211 | l'eHom yenoseka. | -
HacneacTBeHHbI
mMaTtepuan n ero
N3MeHYMBOCTb. MyTauum u
HacnefCcTBeHHasa naTosiorns

2.12 | MeTogbl AanarHoctukm | OCHOBHble aTanbl nposefeHuns K/TMHWKO-
HacneCTBEHHbIX reHeasiormyeckoro obcnenosaHus. CemMuoTuka.
naTosiorvii Yenoseka CVHAPOMOJIOTNYECKMIA METOL.

2.13 | XpOMOCOMHbIEe 60/1€3HU OCO6EHHOCTU KNMHUYECKMX MPOSIBNIEHNA OTAENbHbIX

XPOMOCOMHbLIX CMHAPOMOB: [ayHa, MNatay, 3aBapaca,
"Kowlaybero Kpuka", Bonba-XupLuxopHa,
LLiepelueBckoro-TepHepa, KnanHgenstepa, TpUnao-X,
noanmcomMmm no Y-xpomocome.

2.14 | HacnepcteBeHHble 60ne3HM | MOHOreHHble 60ne3H c YCTaHOB/IEHHOIA
obmeHa. MOHOr€EHHbIE | MOBPEXAEHHON BMOXMMUYECKOW OyHKUUNEN; 6ONe3HN ¢
601e3HK NAEHTUULMPOBAHHBIM NMPOAYKTOM MYTaHTHOIO reHa.

2.15 | bonesHu c|-

HacneCTBEHHbIM
npeapacronoXeHnem.
[[eHeTMKa OHKO/IOrMYeCcKnx
3a60/1eBaHuit

2.16 | O6wwme nNpUHUMNbI neveHns | dopmMbl NPOUNAKTUUECKX MEPONPUATUA: MeanKo-
HacneCTBEHHbIX reHeTMyeckoe KOHCY/IbTUPOBaHWe; npeHatasibHas
6onesHell, npodunakTvka | AUarHoCTVKa; MaccoBble npoceuBatoLLne
Hac/enCTBEHHOM (CKpUHMpYlOLWME) nporpamMmmbl;  NEPUKOHLENLMOHHANA
naTosorum npodmnakTvka, “"reHetvyeckas" aucnaHcepusaums

HaceneHus (PerncTpbl); oXpaHa oKpyXatoLein cpeabl 1
KOHTPO/Ib 38 MyTareHHOCTbI0 PakTopoB cpefbl.
2.17 | MNMpumeHeHne mMeTonoB | Buigenenne AHK n PHK.
MOJIEKYNSAPHO reHetukn | ObpaTHas TpaHCKpUNUuS.
npwu AvarHoctukn | MNonumMepasHas LenHasa peakums.

3a60neBaHunii YenoBeka

dnekTpodopes.

MNUP B peasibHOM BpeMeHW.

Mounck HyKNeoTuAHbIX NocnefoBaTes/IbHOCTEN reHOB B
cucteme  Genbank. TNog6op npalimepoB  Ans
amnamdukaumm reHo. Pabota B cucteme BLAST.
basa gaHHbIx Central Mutation & SNP Databases.
Mouck SNP accoumMmpoBaHHbIMU C BPOXAEHHLIMM
naTonornsamm.

Mon6op npariMepoB ¥ 3HAOHYKNEea3 PecTpuKuMn Ans
naeHtucpmkaumm  myTaumii B reHe.  [MpuHUMN
npoBegeHus mytareHHon MUP-NAP®.

PaspaboTtka Tagman 30HAOB p[as8 waeHTUdmkaymmn
MyTaLuui, onTMMm3aums peakuuu, OCHOBHblE




NPUHUMMNbI NpOBeAeHnsa aHanmsa.
MoarotoBka Npo6 K NpoBEAEHUIO CEKBEHMPOBAHWUSA MO
CeHrepy. Ounctka npogykrta MNuUP, nuruposaHve HK
B naasmuay.

Mogrotoska npo6 K NpoBeAeHUI0 NGS
CeKkBeHVMpoBaHWA Ha nnatdopme lon tor-rent. AHanu3

BbIXOAHbLIX AAaHHbIX.

13.2. Tembl (pa3fenbl) AUCLUIUIMHDL U BU/bI 3aHSATHHA

Ne
n/n

HanmeHoBaHWe TeMbI
(pasgena) gMcumnanHbI

Buabl 3aHATWI (KOIMYECTBO YacoB)

Nekunn

pynnosble
KOHCy/ibTauumn

NabopartopHble

CamocTosTesnibHas
paboTa

Bcero

1

BBefeHve B reHeTuKy

2

0

0

4

2

CtpoeHune AHK

2

0

0

4

HacnepactseHHOCTb
AflepHasa 1 BHessaepHas

4

6

0

6

16

FeHeTVka onpegeneHns
nona.

19

CoBpemMeHHoe
npefcTaB/IEHNE O TEHe.

19

MN3MEeHYNBOCTb
reHeTUYEeCcKoro
Marepuana.

20

MyTtn nepegaun
reHeTn4eckom
MHpopmaLmn B KNeTke.

14

Perynauma  akcnpeccun
reHOB.

26

44

BBefieHrie B MeJUIIMHCKYIO
TeHEeTHKY. OcCHOBHBI®
[IOJIO)KEeHUSI U TIOHATHUS
KJIMHUYECKON T'eHeTUKHU

10

MpUHUMNBI  KITUMHUYECKO
ANarHoCTUKM
HacneaCTBEHHbIX
60ne3Hen

11

eHom yesioBeka.
HacnencTBeHHbIi
MaTepua " ero
N3MeHYMBOCTb. MyTauum
" HacnencTBeHHas
narosorus

10

12

MeTofbl AVarHocTuKn
HacneacTBeHHbIX
naTosnoruii yenoseka

14

13

XPOMOCOMHbIE 60/1€3HM

18

14

HacnefacTtBeHHble
6ones3Hn obmeHa.
MOHOreHHble 601e3HU

18

15

BonesHun c
HacneACTBEHHbIM
npeApacrnosioKeHNEM.
leHeTuKa
OHKOJ10TN4YeCcKux
3a60n1eBaHuin

12

16

O6buwwme NPUHUMMbI
nevyeHns
HacneacTBEeHHbIX
6onesHen,
npodgmnnakTnka
HacneaCcTBEHHO

17




naroJsiornn

MpumeHeHve MeTo0B
MOJIEKYNSAPHON FeHETUKM

17 0 4 33 4 41
npu ONarHoCTuKu
3ab0/1eBaHNii YenoBeka
JK3aMeH 36
WToro: 66 66 82 74 324

14. MeToaunuyeckume ykasaHus ans o6yyaroLmnxcs No 0OCBOEHUO AUCLMN/IUHDI:

CTy[eHTbl 3HaKOMATCA C TeOpeTUYECKMM MaTepuasioM B NpoLecce JIEKLMOHHOIo Kypca,
caMOoCTOATe/IbHO npopabatbiBaloT M ycBauBalT TeopeTUyeckne 3HaHus C UCMOoJIb30BaHWeM
pekoMeHAyeMoin y4yebHoi nutepartypbl, y4eOHO-MEeTOAMUYECKMX NOCOOUIA COrNacHo yKkazaHHOMY
cnucky ( n.15).

AvcumnnvHa  peanmnsyetcd  C  NPUMEHEHMEeM  AUCTAHLUMOHHBLIX  TEXHO0rni
(https://edu.vsu.ru/course/view.php?id=10081).

Ha nabopaTopHbIX 3aHATUAX CTYAEHTbl MO0 MHAMBUAYA/IbHO, IMB0 B COCTaBe Masiol
rpynnbl  BbINOJSIHAKT flabopaTtopHylo paboTy. B xoge BbINOSIHEHUS NabopatopHbiX paboT
CTYAEeHTbl NpuobpeTatoT HaBblkM ObpaleHnsa ¢ 6uonorndyeckuMmn obbekTamum, 1abopaTopHbIM
obopyfoBaHMEM U  UHCTPYMEHTapuem, CaMOCTOATE/NIbHO OCYLLECTBASAT 3KCMNepPUMEHTHI,
PErNCTPUPYIOT, aHaIM3NPYIOT N UHTEPNPETUPYIOT pe3y/bTaTbl FeHEeTUYEeCKUX MCCefoBaHNiA.
Pe3ynbTatbl nlabopatopHoil paboTbl, BK/IYAs  HEOOXOAUMble pacyeTbl, 3aK/lYeHUs U
BbIBOAbl, OTBETbI Ha BOMpPOCH! (3a4aHns) opopmMIAIOTCA B paboyeit TeTpaau CTyAeHTa B BUAe
otyeta. B KOHue nabopaToOpHOro 3aHATUSA pes3ynbTatbl W Marepuasbl  yyebHo-
nccneposartesibCkol  paboTbl  AOKMaAblBAlOTCA  npenojasartesnio, npu  HeobxogumocTu
obcyxpgalTca B rpynne (otyet o0 nabopaTtopHOM 3aHAaTUKM). B cniyvadx  nponycka
nabopaTtopHOro 3aHATUA MO KakMM-NMb0 npuynMHam CTyAeHT 06s53aH ero camocToATe/lbHO
BbINOJIHWUTL MO/, KOHTPOIEM NpenogasaTtenia BO BPeMS UHANBUAYAIbHbIX KOHCY IbTauuiA.

Tekywas arrectaumMs obecneuymBaeT TMPOBEPKY OCBOEHUA Y4YebHOro Martepuana,
npuobpeTeHnsa 3HaHWWA, YMEHWA N HaBbIKOB B MNpoLecce ayAuTOpPHOW W CaMOCTOATesIbHOW
paboTbl CTY4EHTOB.

Mpu nOAroToBKE K Tekyllei arrecTaumy CTYAEHTbl M3y4aloT W KOHCNEKTUPYHT
pekoMeHAyeMyl0 npernogaBaTeneM Y4yebHy nuTepatypy Mo TemMam  JIeKUUNOHHbIX U
nabopaTopHbIX 3aHATUIA, CaMOCTOATE/NIbHO OCBaMBalOT MNOHATUAHBIN annapaT, 3akpennsT
TeopeTuyeckne 3HaHus.

Tekywaa artrectauus sasnsietca o06s3aTeNlbHON, ee pesynbTaTbl OLEHUBAKTCA B
6anNbHON cucTeMe M MO peweHntio Kadeapbl MOryT ObITb Y4YTEHbl MPU NPOMEXYTOUYHOW
aTTecTayumn obyvaromxcsa. POpmMoin NPOMEXYTOUYHOW aTTecTauumn 3HaHUA, YMEHWIA U HaBbIKOB
obyyaroLmnxcs ABASETCA YCTHbIM 3a4eT C OLEHKON N 3K3aMeH.

O6yyeHve nuL, ¢ orpaHNYeHHbIMN BO3MOXHOCTAMW 300POBbS OCYLLIECTB/IAETCHA C Y4ETOM
NX VHAMBUAYANbHbIX MNCUXOIU3NYECKNX OCOOEHHOCTEN U B COOTBETCTBUN C UHAMBUAYA/TbHOW
nporpammon peaéuivrauun.

Ona nuy, ¢ HapylweHneM c/yxa Ha JIEKLMOHHbIX 3aHATUAX U NnabopaTopHbIX 3aHATUAX
NPy HEOBXOAMMOCTU [0NyCcKaeTCs NPUCYTCTBME aCCUCTEHTA, a Tak e CypAonepeBOJUYMKOB U
TUdosiocypaonepeBoaYMKOB.

MpomexyToyHaa aTrectauma AN UL, € HapylweHusMW criyxa npoBOAMTCA B
MACbMEHHOW doopme, Npu  3TOM  UCMOMb3YHTCA 06LWne KpUtepun oueHuBaHusa. [Mpu
HeobXxoAMMOCTHY, BPEMS NOATOTOBKM Ha 3K3aMeHe 1 3a4eTe C OLLEHKOW MOXEeT ObITb YBENNYEHO.

Ona vy C¢  HapyweHveMm 3peHus  [onyckaeTcs ayavasibHoe npefocTaB/ieHve
nHdopmauun (Hanpumep, C WCMNOJb30BaHNMEM MPOrPaMM-CMHTE3aTOPOB peyn), a TaK Xe
MCNOMb30BaHNE Ha JeKuusaX 3BYKO3anuCbIBalOLWMX YCTPONCTB (guKTOQoHOB M T.4.). Ha
NEKUMOHHBIX 3aHATMAX W /1abopaTopHbIX 3aHATUAX NpyM  Heob6XOoA4MMOCTM  [OonyckaeTcs
NMPUCYTCTBUE acCUCTEHTA.

[ns nuuy, ¢ HapyLWeHNs MK OMOPHO-ABUraTesibHOro annapara YacTb 3aHATUI MOXeT ObITb



peanunsoBaHa AUCTAHLMOHHO. Ha NEeKUMOHHbIX 3aHATUSIX M N1labopaTopHbIX 3aHATUSIX Mpu
Heo6Xx0AMMOCTU A0MNycKaeTcsl NPUCYTCTBME accucTeHTa. MNpomMexyTouHas aTTectaums ans nu
C HapyLLUEeHVsIMA OMOpHO-ABUraTe/IbHOrO annapara NpPoOBOAUTCA Ha O6LLMX OCHOBaHWAX, Mpu
Heo6XxoAMMOCTU NpoLieaypa 3Kk3aMeHa MOXET 6biTb peasi3oBaHa ANCTaHLMOHHO.

15. lMepeyeHb OCHOBHOW W AONOJ/IHUTENIbHOW fNUTepaTtypbl, PecypcoB WHTEPHEeT,
Heo6Xo0AUMbIX AN OCBOEHUA AUCLUNIUHDI

a) OCHOBHas simTeparypa:
Ne n/n NCTOYHMK

1 MHre-BeutomoB C.I". [eHeTrKa ¢ OCHOBaMK cenekuun: yuebHuk ansa ctyq. sysos / C.I. ViHre-
BeutomoB —. CI6 :. N3a-B0 H-J1, 2010. — 718 c.
2 KypuaHoB H.A. l'eHeTuka yenoBeka ¢ ocHoBaMu o6uieit reHeTukn / H .A. KypuaHoB. — CIM6.: Crneu/InT,
2009. — 192 c. — Pexum goctyna: http://biblioclub.ru/index.php?page=book&id=105728

6) fononHUTeNbHAA NUTeparypa:
Ne n/n VICTOYHUK
XKumynes N.®. Obwan u monekynsapHas reHetuka / N.@. XXumynes. — Hosocnbupck: N3a-80 CO PAH,

L 2007. — 480 c. — Pexum goctyna: http://www.knigafund.ru/books/18890

> Hukonaes A.M. OcHOBbI uutonoruv n reHetukn / A.N. HukonaeB. — M.: M3g-80 MI'TY um. H.3.
BaymaHa, 2011. — 39 c. — Pexxum poctyna: http://e.lanbook.com/books/element.php?pll id=52549

3 Abpamosa 3.B. MNMpaktnkym no reHetuke / 3.B. AbpamoBa. — M.:. ArpoHnpomwusgat, 1992. —225 c.

4 leHetuka / B./. MiBaHoB M ap.]. — M.: AkagemkHura, 2006. — 638 c.

5 3agaun No coBpeMeHHOW reHeTuke: yuebHoe nocobue / B.M. Masep [n gp.]. — M.: KA4Y, 2005. - 224
C.

6 KapmaHosa E.IM. Mpaktukym no reHetuke / E. IN. KapmaHoBa, A.E. bonros. - MNeTpo3aBoack: M3a-8o

MeTtply, 2004. — 204 c.

Knar Y. OcHoBbl reHeTukn / Y. Knar, M.P. KammuHre. - M.: TexHocdpepa, 2007. — 896 c.

8 Kopskos [O.E. Xpomocombl. Crtpyktypa u  yHkumm / O.E. KopsikoB, WN.®. >Kumynes. —
Hosocunbupck: M3a-so CO PAH, 2009. — 258 c.

Konnues A.C. MonekynsipHas 6uonorus / A.C. KoHnues, I'.A. CeBacTbsHoBa. - M.: Akagemus, 2005. —
400 c.

B) MH)OPMALMOHHbIE 3/1IEKTPOHHO-06pa3oBaTe/IbHbIe pecypchl (0mLUmasibHble pecypcbl UHTEPHET)*:

Ne n/n Pecypc
1 OneKTpOHHBIN Karasor HayuHoil 6ubsmoTekun BOpOHEXCKOTO rocyJapCTBEHHOrO yHuBepcurtetra. — hitp://
www.lib.vsu.ru
2 3n1ekmpoHHbIU yHUBepcumem - https.//edu.vsu.ru/course/view.php?id=10081

3 OBbC YHuBepcuTeTckas 6ubnmnoteka oHnaiid. — URL: http://biblioclub.ru

16. MepeyeHb y4eGHO-METOA4UUECKOro o6ecnevyeHus A camoCcTOoATeIbHOV paGoTbl

Ne n/n NcToYHMK
MpakTukym no reHeTuke yenoseka / B. H. Kanaes [ u gp.] ; nog obw,. pea. B. H. Kanaesa ;
1 o o . <
BOpoHeXCKWiA rocyjapCTBEHHLIN YHUBEPCUTET. — BopoHex : M3gaTtenbckuin gom BIY, 2019. — 206 c.

17. OO6pasoBaTtesibHble TEXHOJ/IOTUNU, WUCNONb3yeMble MNpu peanusauum YydyeoOHOI
AUCUMNNMHBI, BK/lOYas AUCTaHUUOHHble oO6OpasoBaTesibHble TexHonorun (4OT,
3NeKTPOHHOe 06yueHue (30), cmelwlaHHOEe OGyUYeHuUe):

https://edu.vsu.ru/course/view.php?id=10081

18. MaTepnanbHO-TeEXHUYECKOEe obecneyeHme AUCLUNIINHDI:

YueGHaA ayauTopus A5 NpoBefeHUs 3aHATUIA JIEKLMOHHOIO Tuna: 394018, r. BopoHex, nnowanb
cneunanmanpoBaHHasa mebesnb, npoektop ACER x115 H, HOyT6yK Lenovo | YHuBepcuTeTckas, 4.1, nom.l,
B590 ¢ BO3MOXHOCTbK MOAKNHYEHUA K ceTun «VIHTepHeT», 3KpaH | aya. 190



http://biblioclub.ru/
http://www.lib.vsu.ru/
http://www.lib.vsu.ru/
http://e.lanbook.com/books/element.php?pl1_id=52549
http://www.knigafund.ru/books/18890

HacTeHHbIn Digis optimal, WinPro 8 RUS Upgrd OLP NL Acdmc, OfficeSTD
2013 RUS OLP NL Acdmc

YueGHasa ayautopusa ANA NpoBeAeHUs 3aHATUIA CeMUHaApPCKOro Tuna
(naGopaTopHble  3aHATWSA), ANA NPOBeAeHMs  TPYyNnoBbIX U
MHAUBUAYAJTIbHbIX KOHCY/ibTauuii, TeKyLiero KOHTpOSA "
NPOMEXyTOUYHOW aTTecTauun:

cneunanmanpoBaHHasa mebesnb, npoektop NEC V281W, 3kpaH HacCTeHHbIi
Digis optimal, HoyT6yk Lenovo B590 ¢ BO3MOXHOCTbIO NOAK/TOUYEHUS K CETU
«HTepHEeT», WwKadg C BbITSXKHbIM YCTPOWCTBOM Masiblii, MUKPOLEHTpUAyra-
BopTekc "MwukpocnuH" FV-2400, amnnaudukatop "Mastercycler personal”,
[o3aTopbl, kamepa 41 TOPU3OHTa/ILHOTO anekTpodopesa, LeHTpudyra
5418 ¢ poTtopoMm, TepMocTaT TBEPAOTE/bHbIA ¢ Talimepom TT-2-"Tepmut”,
WinPro 8 RUS Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

394018, r. BopoHex, nnowiab
YHuBepcuteTtckas, 4.1, nom.l,
ayfn. 187

AucnneiiHblii knacc, aygutopuss A1 NPOBEAEHUA TpPynnoBbiX U
MHAUBUAYANIbHbIX KOHCY/MbTauuii, NoMeleHne A/l CaMOCTOATE/IbHOM
paGoThl:

cneumanM3npoBaHHasa Mebesb, KOMMNbTePbl (CMcTeMHbI 610k Intel Celeron
CPU 430 1.8 GHz, monutop Samsung SyncMaster 17) (12 wrt.) c
BO3MOXHOCTb NOAKIYEHNA K ceTh «NHTepHeT»

394018, r. BopoHex, nnowiaib
YHuBepcuteTckasa, 4.1, nom.l,
ayn. 67

KoMnbloTepHbIi Knacc, aygutopus Ans npoBefeHUus TpynnoBbIX U
MHAUBUAYANIbHbIX KOHCY/MbTauuii, noMelweHne Aisi cCaMOCTOATENbLHOM
pa6oTbi:

crneymanm3npoBaHHass Meb6esnb, KOMMNbTEPbl (CUCTEMHbIA 610K Pentium
Dual Core CPU E6500, MoHutOop LG Flatron L1742 (17 wt.) c
BO3MOXXHOCTb NOAK/IYEHNA K ceTh «NHTepHeT»

394018, r. BopoHex, niowanb
YHusepcutetckas, 4.1, nom.l,
ayn. 40/5

KoMnbloTepHbIii Knacc, noMelleHne A/19 CaMOCTOATE/IbHO paGoThl:
crneymanm3npoBaHHas mebesib, KoMnbloTepbl (CUCTEMHbIN 610K Intel Core i5-
2300 CPU, MoHuTOp LG Flatron E2251 (10 wWwT.) € BO3MOXHOCTbIO
NOAKNKYEHUS K CETU «/HTepHET»

394018, r. BopoHex, nsowanb
YHuBepcuteTckasa, 4.1, nom.l,
aypa. 40/3

MomelweHe p[NA XpaHeHUA U NPOPUNaKTUUECKOro OOGCYXUBaHUA
y4yeGHOro o6opyaoBaHuA:

cneunanmanposaHHaa mebesnb, npoektop ACER x115 H, HoyToyk Lenovo
B590 ¢ BO3MOXHOCTbO MOAK/IOYEHUS K ceTu «MHTepHeT», WinPro 8 RUS
Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

394018, r. BopoHex, nnowiaib
YHuBepcuteTckasa, 4.1, nom.l,
ayn. 184a

19. OuyeHouUHbIe cpeacTBa ANA NPOBeAEHNA TEKYLLEe N NPOMEXYTOYHOW aTTecTayuii

MOpsSiAOK OLEHKM OCBOEHUS 06y4aloLMMUCA Y4yeBHOro MaTepuana onpegensiercs

coflepXXaHneM cneayrLwmnx pasaesio AUCUUNINHGI

MHaukaTop(bl)
o KomneTteH OueHouHble
HanmeHoBaHve pasgena gucuunsivHel (Mogyns) OOCTUXEHNS
n/n umns(un) cpefcTea
KOMMNeTeHL MK
1 BBefeHVe B reHeTuky OrkK-1 OrllK-1.2 Tect
2 CtpoeHue HK OrkK-1 OrllK-1.2 Tect
3 HacnefnctseHHOCTb afepHas 1 BHesgaepHas OrkK-1 OrllK-1.2 Tect
eHeTuKa onpegeneHna nona. OrkK-1.2 Tect
4 OriK-1 MpakTnyeckme
3a/laHus
5 CoBpemMeHHoe npecras/ieHNe 0 TeHe. OrlK-1 OriK-1.2 Tect
VI3MeHUYNBOCTbL reHeTUYeCcKoro marepuana. OrliK-1.2 Tect
6 OrkK-1 MpakTtuyeckue
3a/laHus
7 Myt nepeaayn reHeTM4ecKor MHdpopmaLnn B KIeTKe. OrlK-1 OrikK-1.2 Tect
Perynsauusa akcnpeccun reHos. Tect
8 OriK-2 Orik-2.1 MNpakTnyeckune
3a/laHus
9 BesepgeHve B MeaAMUMHCKYHO rEHEeTuKy. OcCHOBHble OMK-1 OMK-1.2 Tect
NMOIOXEHWS M NOHATUSA KNMHUYECKOWN FTeHETUKN
10 MpuHUMNbI K/IMHU4YECKOM [LMarHoCTuKn OMK-4 OMK-4.1 Tect
HacneACcTBEHHbIX 60/1e3HeN
11 | N'eHom 4YenoBeka. HacneacTBeHHbIN MaTepuan n ero OrK-2 OrllK-2.1 Tect




MHaukaTop(bl)
Ne KomneteH OueHoYHble
HavmeHoBaHMe pasgena gucunnanHel (Moayns) OOCTVXKEHNS
n/n umns(un) cpefcTea
KOMMNeTeHL MK
N3MEHYMNBOCTb. MyTauum " HacnefcTBeHHas
narosorus
12 MeTogbl [UArHOCTUKM HAaC/eACTBEHHbIX NaTO/IOMNiA Orik-4 OnK-4.1 Tect
yenioBeka '
XpPOMOCOMHbIE 60/1€3HU Orik-4 Tect
13 | 7P OrK-4.1
Pedhepar
HacneactBeHHble 6011€3HM 06MeHa. MOHOreHHble OrK-4 TecT
14 Orik-4.1
60/1e3HU Pedepar
15 BbonesHn c HacneAcTBEHHbIM MPeapacnosioXeHneM. OriK-4 OMK-4.1 Tect
eHeTVKa OHKO/I0rM4eckux 3abosiesaHuin '
O6uwme  NPUHUMMbI  fIeYEeHUs  HACMeACTBEHHbIX OriK-4 Tect
16 | 6onesHeid, npodmnakTnka HacneACTBEHHO Ork-4.1 Pedepar
narosiormu
MpuMeHeHne MeToA0B MOJEKY/ISIPHON FeHeTUKU npwu Or1K-5 Tect
17 | anarHocTtukun 3aboneBaHnin yenoBeka OrlK-5.1 MNpakTnyeckne
3a/aHus
MpomexyToyHasa aTTecTayms MepeyeHb
dhopma KOHTPO/IS — 3a4€ET C OLeHKOW, 9K3aMeH BONPOCOB

20. TunoBble OLIEHOYHbIE CpeAcTBa U METOAUMYECKME MaTepuasbl, onpegenswoume
npoueaypbl OLeHMBaHUSA

20.1. TeKywmii KOHTPO/1b yCNEBAeMOCTU

KoHTponb ycrneBaemocTv No ANCLUNANHE OCYLLECTB/IAETCA C MOMOLLLIO C/eayoWmnX OLEeHOYHbIX
CpefcTB:

Pedhepar

Tect

lNpakTnyeckne 3agaHus

MprmepHble Tembl pedhepaToB

1. Knaccudoukauus HacneacTBeHHbIX 3a60/1€BaHNn HEPBHOW CUCTEMBI.

2. Knaccndmkaums HacneACTBEHHbIX HEPBHOMbILLEYHbIX 3a60/1€BaHUIA.

3.Xopes eHTHHITOHA.

4. CnnHouepebennsapHble gereHepaumun. bonesvb ®pugpeiixa.

5. Helipodmbpomatos PeknnHrayseHa.

6. X-cuensieHHasa nporpeccupyroLas mMoiweyHasa auctpodma (bonesHs AoweHa, bonesHb bekepa).

7. HacnepcTtseHHble nonnHeBponatun. bonesHs LWapko- Mapw.

8. HacneactBeHHble cnMHanNbHbie amunoTpodun (6one3Hb BepaHura- FoddpmaHa, BonesHb
Kyrenbbepra BenaHgepa).

9. l'enaTto-LepebpasnibHasa fereHepauus.

10. Atakcusa — TeneaHrnoaktasunsa — 6onesHb flyn-bap.

11. HacnefcTBeHHble HapyLeHns obMeHa aMUHOKUCIOT. PeHUIKETOHYPUN.

12. MuacTeHus.

13. CupvHroMmrenusa n CMpuHrommnenobynsous.

14. HacneacTBeHHbIE HAPYLLEHWS NUMUAHOIO ObMeHa.

15. OpdhaHHble 3a6onesaHns — bonesHb Momne.

16. bonesHb ®abpw.

17. KnuHunyeckne wn napaknuHUYeckne MeTodbl OUArHOCTUKU BPOXAEHHOW M HacneACTBEHHOW
naTosiornu.

18. MeauKo-reHeTUYeCcKoe KOHCY/IbTUpOBaHMe.

TpeboBaHNsA K BbINOSTHEHWNIO 3aaHnii (MK WKasbl Y KPUTEPUN OLLEHUBAHWS)

CTpykTypa pedepaTa:
1. TUTY/bHBIA NNCT.



2. OrnaBsneHue.

3. BeBepgeHue.

4. OCcHOBHas 4acTb.

5. 3aknoyeHve.

6. bubnnorpadmyeckunii Crmcox.

7. MpunoxeHusa (Npy He06XoANMOCTH).

Kputepun oueHku pe@epaTa.

CTeneHb packpbITUA CYLWHOCTM BOMpoca: a) COOTBETCTBME M/iaHa Teme pedepara; 6)
COOTBETCTBUE COAEPXaHUA TemMe W nnaHy pedoeparta; B) MOMHOTA M rybuHa 3HaHWA MO TeMme; T)
060CHOBaHHOCTL CNOCOBOB U MeToA0B PaboThl C Marepuasiom; e) ymeHne o6obLartsb, genatb BbIBOAbI,
COMNOCTaB/IATb Pa3/IMyHble TOYKN 3peHMs Mo 04HOMY Bonpocy (npobneme).

O60CHOBAHHOCTbL Bbl6Opa MCTOYHMKOB: &) OLLEHKa MCNOIb30BaHHON NuTepaTtypbl: NPUBIEYEHb!
N1 Hanbonee N3BECTHbIe PaboTbl N0 TeMe UccnefoBaHus (B T.4. XypHasibHble Ny6svKaumm nocneaHmx
NneT, nocnefHne cTaTucTuyeckue faHHble, CBOAKW, CNpaBku U T.4,).

CobntogeHne TpeboBaHWA K OCQIOPM/IEHUIO: &) HACKO/IbKO BEPHO OMIOPMIIEHbI CCbIJIKM Ha
NCMONb3yeEMY0 NUTepaTypy, CMCOK NutepaTypbl; 6) oueHka rPamoTHOCTU U KYNbTypbl U3N0XeHUA (B
T.4. opgoorpadpnyeckoi, NyHKTYyaLNOHHOR, CTUINCTUYECKON KyNbTypbl), BageHne TEPMUHOMOIMEA.

OueHka 5 - BbINO/IHEHbI BCe TpeboBaHMA K HanucaHutio pediepara: TeMa packpbiTa NosIHOCTbHO,
AaHbl NpaBUbHblE OTBETbI HA AONONTHUTE IbHbIE BOMPOCHI.

OueHka 4 — OCHOBHble TpeboBaHus K pecpeparty BbINOAHEHbI, HO WUMEKTCA HETOYHOCTM B
N3N0KEeHUN MaTepuana; OTCYTCTBYEeT JiorMyeckas MocnefoBaTe/lbHOCTb B CYXOEHUSX; VMETCH
ynyLweHnsa B 0pOpMIEHNN; HA AOMNONIHUTE/IbHbIE BOMPOCHI NPY 3aliuTe AaHbl HEMOJIHbIE OTBETHI.

OueHka 3 — MMelTCA CyLeCTBEHHble OTCTYM/IeHUss OoT TpeboBaHuin K pedepupoBaHuio. B
4acTHOCTM, TemMa OcCBeljeHa /Wb YacTUMYHO; AOMyLleHbl lakTU4yeckme OWnbKM B copepXaHuu
pecbepata nnv npu oTBETE Ha A0MOJIHUTENIbHbIE BONPOCHI.

OueHka 2 — pedpepaT OTCYTCTBYET.

MprMepHble TecToBble 3afaHns
1. Ha3soBuTe rog poxaeHus reHetuku: a) 1865; 6) 1900; B) 1953
2. Hanvwute hopmy/ibl FOMO3UrOT MO OAHOW U ABYM MAPAM FEHOB .......cvvvneeeainieveniannnenns
3. Boigenvte Tunbl Hac/1eACTBEHHOW U3MEHUNBOCTH.
a) MogudmkaumoHHas; 6) KombmHaTueHas; B) MyTaumoHHas; r) OHToreHeTu4eckas
4. Kak Ha3blBaeTCs MyTauusi, CBA3aHHas C HeKpPaTHbIM YMHOXEHeM reHoMa Buaa?
a) Astononunnaoungus; 6) Annonoavnnongus; B) AHeynnionams
5. Kak Ha3blBaeTcs XpoMOCOMHas abeppaums, CBA3aHHas C NePeHOCOM yyacTka OZHON XPOMOCOMbI Ha
OPYTYIO (HETOMOSTOTUUHYHO)? ..uvrie it ee et ee e ete e et et e et ve e e aaeeaeees
6. KTO siBNsieTca cosgaresieM XpOMOCOMHOWN TeOpUKN HaceCTBEHHOCTU?
a) T. MopraH; 6) I'. Mennep; B) e ®pu3; r) Y. CettoH M T. boBepu
7. K KakoMy TUMy reHOMHOI MyTaunm MOXHO OTHECTM KapuoTun yenoseka ¢ 45, x?
a) AHeynniongus; 6) Fannovans; B) Nonunnonans
8. Kakoii non aBnseTcs romoraMeTHbIM y NTUL, U 6aboyek?
9. Mpu KakoM Tune B3anMOLENCTBUS TEHOB OAVH asliefibHbli TeH noAaBnsaeT AelicTBue apyroro?
a) KogomunHmnposaHuu; 6) JOMMHAHTHO-PELLECCMBHOM; B) dnuctase
10. Kak Ha3blBaeTCA HENpPOsiB/IEHNEe MYTaHTHOIO reHa y HEKOTOPbIX ero HocuTenei B nonynsauun?
a) DKCMPECCMBHOCTb; 6) MNMeHeTpaHTHOCTL; B) JTabubHOCTb
11. Kak Ha3blBaeTCs opraHunsM, y KOTOpPOro OTCyTCTBYeT 0ZHa XpoMocoma?
a) MoHocomuk; 6) Hynnvcomuk; B) Tprcomuk
12. Kak Ha3blBaeTCcqa CUHAPOM Y YesioBeka C KOMM/IEKCOM NOJI0BbIX XPOMOCOM XXY?
a) Wepwesckoro-TepHepa; 6) KnaitHhenbTepa; B) xekobeca
YKaxute, Kako npu 3ToM OEHOTUM — MYXCKOW (') UM KEHCKUM (2)? vevvnie i eeie e
13. Y notomcTBa 60/bHbIX XOpeeh [eHTMHITOHA MPOUCXOAUT YBEIMYEHUE YncAa TPUHYKNEOTUAHbIX
NOBTOPOB, YCWU/eHVe TshKecTn 3aboneBaHus U 6osiee paHHee ero nposie/ieHve. Kak HasbiBaeTcs 3To
ABJTEHUE? ettt et e e e e e e
14. Ha30BMTE OCHOBHbIE XapaKTEPUCTUKN FTEHETUUECKOTO KOA. ...uevvneeeeninnnaeannineaenannns

KpuTepum oLeHKu:



«OT/INYHO» BbICTABNAETCA CTYAEHTY, ec/in OH HabupaeT 75-100 % OoT MakCMasibHO BO3MOXHOIO
6asia 3a TecT.

«XOPOLLO» BbICTaBNAETCA CTYAEHTY, ec/in OH HabupaeT 50-74 % OT MakCUMasibHO BO3MOXHOIO
6asina 3a TecT.

«yOBNETBOPUTESNILHO» BbICTABASIETCA CTYAEHTY, ecfin OH HabupaeT 30-49 % OT MakCUMaslbHO
BO3MOXHOro 6asina 3a TecrT.

«Hey[0BNIeTBOPUTENIbHO» BbLICTaB/ISAETCA CTYAEHTY, ec/iM OH HabupaeT meHee 49 % % ot
MaKCUMasibHO BO3MOXHOro 6asina 3a TecT.

Mpumepbl NPakTUYecKoro 3agaHus

1. )XeHwuHa 42 net, 6epeMeHHOCTb 11 Heaenb. MNpeHaTanbHbIA CKPUHMHE NEepPBOro TpumecTpa
6epemMeHHOCTM He BbISIBW/1 MOBbILLEHNE pUcKa poxaeHns pebéHka ¢ XxpoOMOCOMHOI naTonornen. Tem He
MeHee, XeHLLMHa Xeslasia UCKTIUYNTb XPOMOCOMHble 601e3HM y Byayulero pebeHka n HacTavBasia Ha
npoBeAeHNN NpeHaTasIbHON ANarHOCTUKMN.

Bonpoc: KakoB Hanbonee 6e30MacHbIi METO/ UCKNHYEHNS XPOMOCOMHbIX 60n1e3Hein nnoga B
nepuos BHyTpMyTPOOHOIO pa3BuTusa?

2. NpobaHpg, manbunk 1 mecsy, 2-it pebEHOK y (DEHOTUMMYECKN 340POBbIX poauTenei, 1-i
pebEHOK — PeHOTMNNYECKN 340poBasi AeBoyka. AHaMHe3 60/1e3HM - ANTesIbHOEe KPOBOTEYEeHMe nocre
B3ATUS KPOBM U3 MATKA HOBOPOXAEHHOTO A5 npoBefeHuss ckpuHuHra Ha HBO. MonekynspHo-
reHeTnyeckoe nccrefoBaHve BbISBWIO MyTauuio MHBEPCUIO B UHTPOHE 22 reHa F8, B cBA3M € YeM bblna
AvarHoctmpoBaHa remouimns A.

Bonpoc: Mpeanonoxure TUn HacnefoBaHWA LAHHOW reHeTMyeckor natonorum? KakoBbl pUCKM
poXaeHns ewé oaHoro 60nbHOr0 pebéHka B AaHHOW cemMbe? KakoBbl COBPEMEHHblIE BO3MOXHOCTM
NnabopaTopHOli reHeTUKN NOMOYb 3TOM Nape poAnTb 340POBOro pebeHka?

3. Manibuuk 1,5 net, nepsblii pebeHoK 0T MON0AbIX 340POBbLIX poauTeneil. bpak HepoACTBEHHbIN.
BepemeHHOCTb, poabl — 6e3 ocobeHHocTel. C poXaeHusa — NynoyHas, naxosas rpbbku, ¢ 1-x Mecsues
XU3HW — PUHOAPVHIUT, 3a4epXXKa MOTOPHOr0, JOPEYEBOr0 1 PeyeBoro pasBuTus, ¢ roga — HebonbLloe
NOMyTHEHVE poroBuubl. ®eHoTUN: rapranansm (Makpouedanus, BbINYK/bIA, HaBucalwmnin 1006,
KOPOTKWiA, YNNOLLEHHBIV C LUMPOKOW NEPEHOCULEN HOC, TONCTbIE ry6bl), r1asHol rMNepTenopnsm, ryctble
XECTKMe BOJIOCbl, TUMEPTPUX03, peakne 3yObl. YKOpoueHue TynoBuLLa, KUGIOCKOSIMO3 cpepHe- u
HWKHErpyaHbIX  OTAEN0B  MNO3BOHOYHMKA,  TYrOMOABWMXXHOCTb  MpPaKTUYeckn BCEeX  CyCTaBOB,
KaMMNTo4aKTUANSA, «KOTTUCTass KUCTb», runepTpodmyeckas kapguomuonatvs. >KMBOT  yBe/IMYEH,
renaTtomerainsg, nynoyHas rpbhka. 3agepxxka ncMxXxoMoTOPHOIo pa3BUTUSA Y PEYEBOr0 PasBUTHUS.

Bonpoc: Kakoe 3a60/1eBaHMe MOXHO 3anofo3putb?

4. Masibuuk 12 neT, eAMHCTBEHHbIN pebeHOK OT MON0AbIX 340POBbLIX poauTeneil. bepeMeHHOCTb,
poabl — 6e3 ocobeHHocTel. C poXAEHNA — apaxHOLAKTUNNA N TEHAEHUMA K YBENIMYEHUO OJIMHbI Tena, B
ro4 — [AvarHocTMpoBaH nNoOABbIBUX XpycTanuka, B 4,5 roga — CcqOpMUPOBa/IUCh KuneBuaHas
Aecopmanmsa rpyaHoN KNeTkn U ONNXOCTEHOMENUSA, K 7 rogam — BbisiBNieHa TEHAEHUMSA K YBENIMYEHNIO
AvameTpa aopTbl HAa YpoBHE crHyca BanbcasbBbl.

Bonpoc: Kakoe 3ab6oseBaHne MOXHO 3anofo3puTb?

20.2. NMpomexyToyHas atTectauus

MpomexyToyHaa aTTectauMsa Mo AUCUMNJIMHE OCYLLEeCTB/SETCA C MNOMOLLbIO ClenyoLwmx
OLLEHOYHbIX CPenCTB:

Bonpochkl K 3a4eTy C OLEHKOW 1 3K3aMeHy

MepeyeHb BONPOCOB K 3a4eTy C OLEeHKOM
1. Victopus reHeTnkn. OCHOBHbIE 3Tarbl pasBUTUSA TEHETUKN: OT MeHaens [0 Hawux aHei. OCHOBHble
pasfesnbl COBPEMEHHOW reHEeTUKMN.
2. MoHornbpuagHoe ckpelvsaHue. lNMepBblii 1 BTOPO 3akoH . MeHgens. Liutonornyeckme OCHOBBI
paciienneHmsa. NoHaTe AOMUHAHTHOCTU U pPeLLecCUBHOCTU, ansiennuima, roMo- U reTepo3nroTHOCTMU.
'eH, reHOTMN, heHOoTUM.
3. AvrmbpugHoe ckpelwmBaHne. TpeTuii 3akoH . MeHgens. KombrvHauMoHHast M3MEHYMBOCTb M eé
3HayeHve.
4. TpurnbpugHoe ckpeluvBaHune. PacuienneHve no dpeHotuny v reHotuny. MNMpuHUMN OUCKPETHOCTU
reHoruna.
5. Tunbl B 3aMMOAENCTBMA annefibHbiX reHOB. PeuunpokHoe, BO3BpaTHOe, aHamsupylouee
CKpeLLmnBaHne 1 nx sHavyeHue.



6. HacneposaHve npu B3auMOOENCTBUM Heas1efIbHbIX T[EHOB: KOMM/IEeMEeHTapHOCTb, 3nucTas,
nonmmepwus, NaerkoTponns n moauduumpytoLllee AencTeme reHos.

7. OnpegeneHve nona. Tunbl XpOMOCOMHOrO onpegesneHns nona. banaHcosasa Teopus onpegeneHuns
nona. NonoBon XxpoMaTuH.

8. HacneposaHve nNpu3HakoB, cLenseHHbIX ¢ nosioM. COOTHOLUEHME MOI0B B NPUPOAE U 3HAYEHMe.

9. 3akoH cuenneHunsa reHoB T. MopraHa. PacuienneHune y ru6pmaos npu CuensieHHoOM Hacs/iefoBaHum.
KpocuHroeep 1 ero 3HayeHue.

10. OCHOBHbI€E MOA0XEHNST XPOMOCOMHOM TEOPUN HAC/1eACTBEHHOCTM.

11. LntonnasmaTtuyeckasd HacneactBeHHOCTb. OCOGEHHOCTM Hac/iefoBaHus 4depes niactuipl,
MUTOXOHOPUN.

12. OpraHmsauMs TreHeTMYeCcKoro martepvana y npokapuotr W 3ykapuoT. [lpocTpaHcTBeHHas
opraHusaumns XpoMoCcoM Yy 3yKapuor.

13. N3ameHunBOCTb. Knaccudmkaums nsmeH4YnBocT. KOMOGUHaLUMOHHAA N3MEHUYMBOCTb, MEXaHU3MbI €e
BO3HUKHOBEHMSA U 3HAYeHMe.,

14. Knaccudpmkauyss mytaumii. 3HayeHme MyTauuoHHOM N3MEHUYMBOCTU. 'eHHble MyTaumn. MpuynHbI 1
MexaHn3Mbl X BO3HUKHOBEHUS, 3HAYEHMe.

15. MHOXeCTBEHHbIn annennsm. MexaHn3Mbl BO3HUKHOBEHUS, 3HAYEHWE N NMPUMEHEHNE.

lMNepeyeHb BOMPOCOB K 3K3aMeHy

1. OnpepenexHvie MeQUUMHCKON reHeTUKM Kak Hayku. MpegMeT 1 3ajaydn MeauLUMHCKON reHeTUKN.
KpaTtkas uctopust MeamuMHCKON reHeTUKN. 3HaYeHne reHeTUKN AN MeguLMHbI.

2. Knaccudmkauma HacnenctBeHHbIX 60ne3Hel yenoBeka. MoHATUE 0 MybTUaKTopuabHbIX
3a60n1eBaHuUAX.

3. 9Tnonorma HacneactBeHHbIX 6onesHel. Knaccudmkaums myTtaumini. O6Lime 0CO6EHHOCTU
natoreHesa u CEMUOTUKN HacNeACTBEHHbIX GOME3HEN.

4. MonekynsapHasa gnarHoctuka. Metogpl. O61acTn NPUMEHEHMS.

5. HenHBa3nBHble MeTOAbl NPeHaTasIbHON ANArHOCTUKM.

6. VIHBa3MBHblE METO/Ibl NPEHATa/IbHON ANArHOCTUKMN.

7. XpoMmocoMHas natosiorna. PacnpoctpaHeHHOCTb B nonynsaunn. eHoOMHble MyTaLlun.

8. XpoMocomMHble MyTauuun. Ix sugsl.

9. NartoreHes 1 HOMeHKIaTypa KapyoTUMNOB XPOMOCOMHbIX 3a601€eBaHuIA.

10. CuHpgpom KnaliHdenbTepa. BapuaHTbl. PacnpoctpaHeHHOCTb. KnnHuka. JledeHve.

11. CvHgpom Tpucomum no X-xpomocome. BapuaHTbl. PacnpocTpaHeHHocTb. KnuHuka. fleyeHue.
12. CvHgpowmllepelwlesckoro-TepHepa. BapunaHTtel. PacnpoctpaHeHHOCTb. KnnHuka. fleueHue.
13. CuHgpom JayHa. BapuaHTtel. PacnpoctpaHeHHOCTb. KnnHuka. JleueHue.

14. CuHpom Matay u cnHgpom 3asapaca. PacnpocTtpaHeHHOCTh. KnvHvka. JleyeHwue.

15. Knaccudpmkaums reHHbIX 60/1e3HEN.

16. l'eHeTnYeckas reTeporeHHOCTb U KIMHUYECKUiA NONMMOPCOU3M.

17. HacneacTtBeHHble AeekTbl 0O6MeHa yrneBofoB. [anakrtozemus. MNaToreHes. [uarHoctuka.
KnnHuka. leueHue.

18. [edektbl 06MeHa aMWHOKUC/IOT. PeHWKETOHYpUS. ANbOMHM3M. Tunbl Hac/efoBaHUS.
PacnpocTtpaHeHHOCTb. [lnarHoctuka. KnuHuka. JleueHue.

19. HacneacTteeHHble AedhekTbl o6MeHa nunupos. bonesHn Tea-Cakca, HumaHa-MNuka, Mowe.
PacnpocTtpaHeHHOCTb. [lnarHoctuka. KnuHuka. JleueHue.

20. HacneacTteeHHble aedhekTbl OMOCUHTE3A rOPMOHOB. CuHApPOM JloypeHca-MyHa-Bapaebuans.
AOpeHOreHnTanbHbI CMHAPOM. PacnpocTpaHeHHOCTb. uarHoctrka. KnmHuka. Jleuexme.

21. HacnepncTtBeHHble pAedhekTbl COeAUHUTENBbHOW TKaHW. CuHgpom MapdaHa. CuHapom
AnepcalaHno. PacnpoctpaHeHHOCTb. [narHoctuka. KnnHuka. JleueHwve.

22. HacnefacTtBeHHble 60/1€3HU CUCTEMbI KpPOBW. emonutnyeckas 60/1e3Hb HOBOPOXAEHHbIX.
Femocpmnnua A. PacnpocTpaHeHHOCTb. AuarHoctuka. KnuHuka. JledyeHwue.

23. OcHOoBbI natoreHesa My/bTUhakToprasibHbIX 3aboneBaHuii. eHbl NpeapacnoNoXeHHOCTH.
HacnenctBeHHble M HeHac/1eACTBEHHble  KOMMOHEHTbl  My/ibTU(PakToprasibHbIX  3ab0o/1eBaHuii.
HacnepyemocTb.

24. YPOBHU N MeToAbl NPOIUIAKTUKA HACNEACTBEHHbLIX 6ONE3HENA.



25. Uenb wn 3apgaum  MeauKO-TEHETUYECKOro  KOHCYNbTUpoBaHuA. [okaszaHua  gnsd
KOHCY/IbTUPOBaHWA.

26. JTanbl MegUKo-reHeTUYeCcKoro KOHCY/IbTUPOBaHKA.

27. HenHBasnBHble MeTOAbl NpeHaTasIbHOW ANarHOCTUKMN.

28. VIHBa3MBHble METO/bI NPEeHaTaNIbHOWN ANAarHOCTUKMN.

29. MpodmnakTuka HacneaCTBEHHbIX 601€3HEl Ha NOCTHATa/IbHOM YPOBHE.

MpuMep KOHTPO/IbHO-U3MEPUTE/IBHOTO MaTepuasna AJisi 3K3aMeHa

YTBEP>XOAHRO
3aBepyowmin kachbegpoi
reHeTUKWN, LMTOMOrm

N BUOMHXEHEepPUK

B.H. lNonos
20
CneunasnbHOCTb 30.05.02 MepguumHckasa 6uodmavka
OucunnnnHa 51.0.49 O6wana n megmUMHCKasa reHeTuka
dopma 0by4veHng 0YHas
Bua koHTpong 3K3ameH
Bug artectauuu MPOMEXYTOYHbIN

KOHTpOnbHO-u3MmepuTtenbHblii MaTepuan Nel
1. CungpomllepelueBckoro-TepHepa. BapunaHTbl. PacnpocTpaHeHHOCTb. KnuHuka. JleueHue.
2. HenHBasmBHblE METOABI NPEHATA/IbHOM AMAarHOCTUKN.

lMpenopasaTesnb M.FO. CbIpOMATHUKOB

Kputepuu oueHku:

«OT/IMYHO» BbICTABNSAETCA CTY[EHTY, eC/iM OH packpblBaeT BOMPOCblI NO Teme 6uneta u
OTBeYaeT Ha A0MOJ/IHUTE IbHbIE BOMNPOCHI.

«XOPOLUO» BbICTAB/IAETCA CTYAEHTY, €C/IM OH packpbiBaeT BOMPOChl buneta, HO He oTBeYaeT
Ha HeKOoTopble AONO/IHUTEIbHbIE BOMPOCHI.

«y[0B/IETBOPUTENIbHO» BbICTAB/IAETCA CTYAEHTY, €C/iM OH OTBevyaeT OGueT Nno HaBOAALMUM
BOMpocamM 1 HETOYHO OTBeYaeT Ha AO0NOJ/IHUTE/IbHbIE BOMNPOCHI.

«Hey[l0BNIeTBOPUTE/IbHO» BbICTaBMAETCA CTYAEHTY, €C/IM OH He packpbiBaeT TeMbl Mo
BOMpocam 6uneTta 1 He oTBeYaeT Ha [40MNOoJSIHUTE IbHbIE BOMPOCHI.



	10. Место учебной дисциплины в структуре ООП:
	11. Планируемые результаты обучения по дисциплине/модулю (знания, умения, навыки), соотнесенные с планируемыми результатами освоения образовательной программы (компетенциями) и индикаторами их достижения:
	Код
	Название компетенции
	Код(ы)
	Индикатор(ы)
	Планируемые результаты обучения
	ОПК-1
	Способен использовать и применять фундаментальные и прикладные медицинские, естественнонаучные знания для постановки и решения стандартных и инновационных задач профессиональной деятельности
	ОПК-1.2
	Использует основные естественнонаучные понятия и методы исследований при решении профессиональных задач
	Владеть: навыками использования методов генетических исследований для решения задач профессиональной деятельности
	ОПК-2
	Способен выявлять и оценивать морфофункциональные, физиологические состояния и патологические процессы в организме человека, моделировать патологические состояния in vivo и in vitro при проведении биомедицинских исследований
	ОПК-2.1
	Использует различные подходы для определения и оценки морфофункционального, физиологического состояния и патологических процессов в организме человека
	Знать: общую характеристику наследственных патологий
	Уметь: составить программу обследования пациентов на предмет выявления наследственной предрасположенности к заболеваниям
	Владеть: навыками постановки прогноза и составления плана обследования больного с наследственной патологией
	ОПК-4
	Способен определять стратегию и проблематику исследований, выбирать оптимальные способы их решения, проводить системный анализ объектов исследования, отвечать за правильность и обоснованность выводов, внедрение полученных результатов в практическое здравоохранение
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