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9. lenu 1 3apgaum y4e6HON AUCLMNIIUHDI

Llensimu oceoeHusi y4ebHOU OucyurniuHbl S8715IK0MCS:

MOHMMaHWE PONM HacneacTBEHHOCTU B ONpedeneHun 340poBbs M NaToNorMmM YenoBeka,
obyyeHne CTyOeHTOB MPUMEHEHUIO TFEHETUYEeCKMX MeTOOOB B [AMarHoctuke OGonesHewn,
NPMHUMNAM IevYeHnss U nNpodunakTUKM HACNeACTBEHHOM MaToNorMM, a Takke 3anoXutb
OCHOBbI FEHETUYECKNX NOAXOA0B NpU peLleHnn 3agay npodeccrmoHanbHON AeATENbHOCTY.

3adayu y4ebHoU OucyunuHbI:

- OCBO€EHME TeOpeTUYECKNX OCHOB FEHETUKY;

- (bopmupoBaHMe 3HaHMM O pas3nNUYHbIX Kraccax HacrneacTBeHHbIX ©onesHen 4venoseka,
MexaHu3Max WX pasBuUTMS W XapakTepa HacrnegoBaHUs, KIMHUYECKUX MPOSIBNEHUSIX,
0COBEHHOCTSX TeYEHUSA, MeToA4aX ANArHOCTUKK, NeYeHns N NPOOUNaKTUKK;

- oBfageHve MeTodaMW  U3YYEeHUS  HacneacTBEHHOCTW,  BKMAYas  KIMHUKO-
reHearniormyeckmin aHanms gaHHbIX CEMEHHOro aHamHe3a 1 onpegesieHMe Tuna HacrnegoBaHus
BonesHn, UMTOreHeTUYecknXx, OUOXMMUYECKNX W  MOMEKYNAPHO-TeHETUYECKUX MeToO0B
nccnegoBaHus;

- OCBOEHME TeopeTUYeCKUx 3HaHMM 06 opraHmsaumm n QYHKLMOHMPOBAHUN FeHoMa
yerioBeka B HOpPMe M nNpu nNaTtosiorMmM, reHeTUYecKonM reTeporeHHOCTU W KINMHUYECKOM
nonumopduname HacneacTBeHHbIx 6onesHen, AHK-nonmmopduame;

- O3HaKOMIIEHWE C COBPEMEHHbLIMM BO3MOXHOCTSMU M MeToAamu, HanpaBfieHHbIMU Ha
BbISIBNIEHNWE HAcCNeACTBEHHOW NpeapacnosioKEHHOCTM K LUMPOKO  pacnpocTpaHeHHbIM
(MynbTUakTopurarnbHbiM) 3aboneBaHUAM;

- (bopmupoBaHMe npencTaBneHUn O MpuHUMNAX JflevyeHns U NyTsax npounakTuku
HacneacTBEHHbIX N BPOXAEHHbIX 3aboneBaHui, BKMAOYass U3ydeHWe MeTOAUYECKUMX OCHOB WU
opraHuMsauun Meguko-reHeTudeckon cnyxbol B Poccuickon degepaumm n nokasaHuin Ons
HanpasBfeHns NauMeHTOB Ha MeANKO-reHeTUYEeCKOe KOHCYNbTMPOBaHMeE.

10. MecTo yyebHOM AncuMNIUHbLI B cTpyKType OOI:

YyebHaa gucumnnmHa «O0LWwas 1 MeguunHCKasa reHeTuka» OTHOCUTCA K ob6si3aTenbHOn
yacTtu Bnoka1 «OducumnnuHbl (mogynu)» depnepanbHoro rocyaapcTBeHHOro
obpasoBaTenbHOro craHgapTa Bbicwero obpasoBaHust no  cneumanbHocTn  30.05.02
MeguumnHckas 6uodumsmka (cneunanucr).

11. MNMnaHupyemble pe3ynbTaTbl O0y4YeHMA MO AucuMnMHe/Moaynio (3HaHUA, YMeHus,
HaBbIKW), COOTHECEHHbIE C NNaHUpyeMbiMU pe3yrbTaTamMuM OCBOEHUs oGpa3oBaTefibHOM
nporpamMmbl (KOMNETEHUUAMU) U MHAMKATOPAMM UX AOCTUKEHUS:

Kog HasBaHwe koMmneTeHuun Kog(bl) NugukaTop(bl) lMnaHnpyemble pesynbTatbl 06y4eHns
OlK- | CnocobeH mcnonb3oBatb 1 | OMNK-1.2 | NcnonbayeT 3HaTb: OCHOBHblE METOAbl FTEHEeTUYECKUX
1 NPUMEHSITb OCHOBHblE uccregoBaHUn  And  pelweHvs  3agad
dyHaameHTanbHble n €CTeCTBEHHOHay4Hbl | MpodeccnoHanbHON AeATenbHOCTH
npuknagHble € MOHATWA N MeToabI
MeaMLUHCKNE, nuccnegoBaHui  nMpu | YmeTb: ncrnonb3oBaTb meToabl
€CTeCTBEHHOHay4YHble peLueHnm reHeTN4eCKmX nccneaoBaHuii ans
3HaHUS Ans NOCTaHOBKA U npodeccuoHarnbHbIX | peweHna 3agad  npodeccrMoHarnbHoM
pelleHns CTaHOapTHbIX U 3agad AeATenbHOCTU
WMHHOBALIMOHHbIX 3agay
npodeccroHasnibHON BrnageTb: HaBblkaMu  UCMOMb30BaHUSA
AesaTenbHoCTH METOAOB TEeHEeTUYECKMX WCCNedoBaHUN
ans peLueHns 3agav
npod)eccnoHanbHON SeATeNnbHOCTH
OlK- | CnocobeH BbigBnsaTe U | OMNK-2.1 | Ucnonb3ayeT 3HaThb: obwyto XapakTepUCTUKY
2 oueHuBaTb pasnuyHble HacneaCcTBEHHbIX NaToNornn
MOpdOdYHKUMOHANMbHbIE, noaxonpl ans
dmsmonormyeckme onpegenexHus n | Ymetb: COCTaBWTb nporpammy




COCTOSIHMSA " OLEHKU obcrnegoBaHUs MauueHToB Ha npeamet
naTosiormyeckme npouecchl MOpP(OOYHKLNOHAN | BblSABNEHUS HacnegcTBEHHOM
B OpraHuMame 4eroBeka, BHOTO, npeapacrnonoXeHHOCTU K 3aboneBaHnsIM
MoLenvMpoBaTb PU3NoNorn4ecKkoro
naronormyeckne COCTOSIHUSA n | Bnapetb: HaBblKamMu NMOCTaHOBKM
COCTOSIHUSA in Vivo 1 in vitro naTosiorMyeckux nporHo3a W  COCTaBMNeHWa  nnaHa
npu npoBeaeHuu npoLieccos B | o6bcnenoBaHus BonbHOro c
BromMeanLMHCKNX opraHusme HacneaCTBEHHOW naTonornemn
nccnegoBaHun YyenoBeka
OlK- | CnocobeH onpegenate | OMNK-4.1 | OpraHusyet 3HaTb: NpUHLMNbI, 3Tanbl U coOaepXaHue
4 cTparteruio " nposeaeHne NpaKkTU4YecKoro  MeguKO-reHeTUYECKOro
npobnemaTuky Hay4HbIX KOHCYNbTUPOBaHMS GONbHbIX
nccregoBaHun, BblIbUpaTb nccrnegoBaHnm, pasnuMyHbIMK BMAAMW HacCNeACTBEHHON
onTMMarnbHble CNOCOoObI KX BKITHOYas BbIGOp | NaTonormm
peLueHms, NpoBOANTb uenm n
CUCTEMHbIV aHanus HPOpMYnMpPOBKY YMeThb: WHTepnpeTUpoBaTb
00BEKTOB  nMCCneaoBaHUS, 3agau, WHpOPMaLMIO O TFEeHEeTU4EeCKOM pucke
OTBeYaTb 3a NPaBUIbHOCTb nnaHnpoBaHus, pasBUTMS pasfMYHbIX HacnefCTBEHHbIX
7 060CHOBaHHOCTb noabop ageksaTHbIX | GonesHewn, oKasblBaTb nomMoLb
BbIBOJOB, BHeApeHne MEeTo0B, cbop, | KOHCYNbTUPYEMBIM CEMbAM B MPUHSATUK
NOMny4YeHHbIX pPe3ynbTaToB 06paboTKy M aHanu3 | NPaBWUMBHOTO  pPeLIeHMs Mo  BOMpOCYy
B npakTuyeckoe OaHHbIX BEPOSATHOCTU W MOCNEACTBUA POXOEHWN
3[paBOOXpaHeHne B CeMbsiX OONbHbIX HacneacTBEHHON
naTonorvemn
Bnagetb: HaBbIKaMK NMOCTaHOBKM
MporHo3a 1 COCTaBMeHUA  MfaHa
obcnepoBaHus 6onbHOro c
HacneCTBEHHOW NaTonornemn
OlK- | CnocobeH k opraHuzauum n | OMNK-5.1 | MNoHnmaeT 3HaTb: nabopaTtopHbie mMeToabl
5 OCYLLLECTBMNEHNUIO CYLLHOCTb ONarHoCTUKK HacneacTBeHHbIX
npuKNagHbIX 7] ONOXMMYECKUX 3aboneBaHumn
NPaKTU4ECKMX MPOEKTOB MU npoLieccos,
WHbIX  MEponpuaATMA Mo NMPOUCXOAALLMX B | YMETH! AmnarHoctnpoBatb

U3yyeHuto BModU3NYEecKmX
M WHBIX NpOLLECCOB MU
ABMEHUN, NPOUCXOAALLMX
Ha KNeTOYHOM, OpraHHOM U
CUCTEMHOM  YPOBHSIX B
opraHu3Me Yenoseka

KNeTKe 4YeJioBekKa

HacneacTBeHHble 3aboneBaHns

BnapeTb: WHTepnpeTaumen
nabopaTopHbIX MEeTOAOB OUAarHOCTUKM
HacneacTBeHHbIX 3aboneBaHui

12. O6beM AMcUuUNNMHbI B 3a4eTHbIX eaunHuuax/yac. — 9/324.

CDopma nNPpoOMeXyTou4 HOM aTTecTauum

3a4€eT C OLIEHKOW, 3K3aMeH

13. TpyaoemkocTb No BMaam y4yebHon paboTbl

TpyaoemMKoCcTb
Bupg yuebHow paboTbl Bcero [lo cemecTpam
5 cemecTtp 6 cemecTp
AyONTOPHbLIE 3aHATUS 214 102 112
nekuum 66 34 32
& ToM Ynche: |-IRaKTUdeckue
nabopaTtopHble 82 34 48
pynnoBble KOHCYNbTaL MK 66 34 32
CamocTosTensHas paborta 74 42 32
B TOM YmMcrie: KypcoBasi paboTa (NpoekT)
dopma NpomMexyTo4HOM aTTecTaLmm 36 36
(ax3ameH — 36 yac.)
UToro: 324 144 180




13.1. CogepxaHue QUCLUMNIUHDI

Peannzaunsa
pasgena
HanmeHoBaHue pasgena OVNCLUMNINHBI C
Ne n/n CopepxaHue pasgena guCuunIvHbl
ANCLUMNNNHBI NOMOLLbHO
OHnamnH-Kypca,
QYMK*
1. NNekumn
1.1 BBegeHue B reHeTuKy MpeomeT, 3agadn, MeTOAbl W OCHOBHble 3Tanbl
cTaHoBneHust reHeTukn. OCHOBHbIE MOHATUS TEHETUKN:
reH, reHoTun, ¢eHoTuMn, reHoMm, annenb, annenbHble
reHbl, roMo3urota, reTepo3urota, AOMMUHaHTHblIE W
peLeccrBHbIE NPU3HAKMN.
1.2 Crtpoenune OHK Ctpyktypa wmonekynbl [OHK, oTpaxawwas ee
cBouncTBa Kak MaTepuanbHOro HocuTens
HacneagCcTBEHHOCTH.
1.3 HacnegctBeHHOCTb Lintonornyeckne OCHOBbI HacneagCcTBEHHOCTH.
agepHas n BHesgepHast OcHoBHbIE 3aKOHOMEPHOCTH HacnegoBaHUs
npusHakoB (no . MeHgenio). XpomocomHas Teopus
HacnencTBeHHOCTU. BaamogencTeme reHos.
14 leHeTuka onpegeneHus | NeHeTuka nona. HexpomocomHas HacneaCTBEHHOCTb.
nona.
15 CoBpemeHHoe KoanposaHue reHeTn4ecKomn nHopmaumm.
npeacTaBfieHne o reHe. CoBpeMeHHOe NpeacTaBfieHMe O CTPYKType M Tunax
reHoB. OCHOBHble NOAXOAbl K W3YYEHUIO QOYHKLNN
reHoB. ['eHeTnKa nonynsaummn.
1.6 MN3meH4MBOCTb HeHacnegcTBeHHas (MoamdmkaunoHHas)
reHeTM4YecKoro matepmana. | uameH4nBocTb. Penapaums nospexaeHun JHK.
1.7 MyTtn nepegauun | LleHTpanbHas gorma monekynsapHon 6uonorun. MyTn
reHeTM4eckon UHdopMaunn | nepegayn reHeTUYeCKon MHOPMaLIMKN B KNETKe.
B KNneTke.
1.8 Perynauna akcnpeccun | OCOGEHHOCTN  CTPYKTYPHOM  OpraHm3auusi  reHoma
reHoB. npokapmMoT K aykapuoT. MobunbHOCTL reHoma.
MaTpunyHas akTMBHOCTb FE€HOB.
1.9 BeegeHve B MeauuuHCKyto | HanpasneHus pas3BuTMA  COBPEMEHHOW  TeHeTUKM,
reHeTuKy. OCHOBHbIEe | TEHETUKN 4YeroBeka, MeOMUMHCKOM WU  KIUHUYECKON
NMOMOXEHNss M MOHATUSA | FeHEeTUKN. MICTopuss U pornb OTEYECTBEHHbIX YYEHbIX B
KITMHWYECKON reHEeTUKN pasBuUTUN MeaULMHCKON reHeTukn. OCHOBHbIE 3Tanbl
pPa3BUTUSA TEHETUKN YenoBeKa.
MpegomeT K1 33agayYn  MeOUUMHCKOWM  FEHETUKM.
3HaunmMocCTb MeOMKO-reHEeETUYECKNX 3HaHUN B
npakTudeckon pabote. Mecto MeanLNHCKON FEHETUKN
B cUCTEME MEAULMHCKUX U OUMOMNOrMyeckux 3HaHuM,
B3aMMOCBSI3b MEOULMHCKOW TEeHEeTUKM C  APYruMu
Haykamun. Ponb HacnegcTtBeHHOW natonorun B
CTPYKTYPE  HacCefieHusl, MYXCKOrO U XKEHCKOro
becnnogus u T.4.
1.10 | NpuHuMnbI KnuHunyeckon | Obwme U1 YacTHble  acnekTbl  HacneACTBEHHbIX
ANarHoCcTuku 3aboneBaHuin. [MNEeNOTPONHOCTL AENCTBUS TEHOB, WX
HacnencTBeHHbIX 6onesHen | MHOXECTBEHHbI Xapakrep nopaxeHus npu
HacnencTBeHHOM naTtonorun. lNepBuyHas 1 BTopuyHasi
nnenotponus. KnuHMYEecKkMin acnekt nnernoTponuu,
CBAA3aHHbIN €  AaundpdepeHunansHON  OMarHoCTUKOWN
CUHOPOMAaIbHON U HECMHAPOMAasbHOW NaToNornun.
1.11 | N'eHom yenoBeka. | OCHOBHbIE NPUHLMMbLI OpraHM3aLMmM reHoMa 4YeroBeka.
HacneacTteeHHbIN HacneactBeHHass  M3MEHYMBOCTb.  TuMbl  FEHHbIX
Marepuan 7] ero | MyTauum: MUCCEHC- U HOHCEHC-MyTauuu, Aeneuuu,

N3MEHYMBOCTb. MyTaLI,VIVI n
HacneacTtBeHHada natoniorng

aybnvkauumn, HBEpPCUN, MyTaumm TUNa «caBura pamkm
CYUTBIBaAHUAY, CMMan-CUHIroBblE MyTaLUN.

MyTaumm MUTOXOHOPUAnNbHbIX FEHOB KakK MPUYMHbI
HacneacTBEHHbIX OonesHen. «dnHamnyeckune
MyTaUUn», UM SKCMAHCUS HYKNEOTUAHbIX MOBTOPOB




KaKk MpWYMHBbI  “HOBOrO” Krnacca HacregCTBEHHbIX
6onesHen. AhdeKTbl POANTENLCKOrO NPOUCXOXKAEHUS
MyTauWn:  TEHOMHbIM ~ UMMAPUHTUHE,  TEHHbIN WU
XPOMOCOMHbIN UMMNPUHTUHT, ofHopoauTenbckas
ancomusi.  PasHoobpasve  NpoOsiBNEHUM  FeHHbIX
MyTauMi Ha  pasHblX  YPOBHAX  (KMMHUYECKUNA,
BUOXMMUNYECKNIA, MONEKYNSAPHO-TEHETUYECKUNA).
OddekTbl NOCTHATaNbLHOM peanu3aumm BO3OEUCTBUS
MYTaHTHbIX FE€HOB.

1.12 MeToapbl ONArHOCTUKM | -
HacneacTBEHHbIX
naToniornn Yenoseka
1.13 | XpoMOCOMHble BonesHu OO6uas xapakTepucTMka XpPOMOCOMHbIX 6onesHen.
MecTo XpPOMOCOMHbIX ©onesHem B  CTPYKType
HacrneaCcTBEHHOW naTonorunu. Knaccudukauyms
XPOMOCOMHbIX 60one3Hen. XpOMOCOMHBIN UMIPUHTUHT.
MeToabl AMarHOCTUKM XPOMOCOMHbIX BonesHen.
Xapakrepuctuka KNMHNYECKON KapTUHBbI y
HOBOPOXAEHHbIX. CneumndunyHocTb "Habopa"
BPOXOEHHbIX NMOpoOKOB pasBuTUA "
MOPOreHETUYECKMX BaPUAHTOB MNPU XPOMOCOMHbIX
bonesHsaAx. Wcxogbl XpOMOCOMHbIX — 3aboneBaHun.
BosmoxHOCTM Tepanuu n peabunutauumn 60nbHbIX.

1.14 | HacnepctBeHHble Gonesnun | Obwme  Bompochbl  3TMOMOMMM M MnaTtoreHesa
obmeHa. MOHOreHHbIe | MOHOreHHbIX 3aboneBaHN.
bonesHu MexaHu3ambl natoreHe3a MOHOTEHHbIX 3aboneBaHW:

cneundmnyHoCTb MyTauui, MHOXXECTBEHHOCTb
MeTaboNMYecknx MNyTen, MHOXECTBEHHOCTb (OYHKLINIA
Genkos.

HacnepcteBeHHble 6GonesHun obmeHa. CoBpemeHHas
Knaccudukaums, KpaTkas XapaktepucTtuka rpynmn,
TpyaHocTn  knaccudpmkauun. Cxema naToreHesa
HacneacTBeHHbIX 6bonesHen obmeHa, meTabonnyeckue
6noku.

1.15 | bonesHu ¢ | MHoroo6pasve B3aMMOOTHOLLUEHWIA HACNEACTBEHHOCTU
HacneacTBEHHbIM W cpegbl B pasBuUTUM MOObLIX BWAOB NaTOMOMMW.
npeapacrnonoXxeHneM. lMoHATME O HacneaCcTBEHHOW MpeapacronoXeHHOCTU
[eHeTMKa OHKOMOrMYECKUX | UM NoABEPXEHHOCTU. [eHeTnyeckuin nonumopdusm
3aboneBaHumn nonynsaunin.

O6uwas  xapakTepucTuka  MyrnbTudaKToOpUanbHbIX
3aboneBaHu.

eHeTMKa  HeKoTOpbIX  (POPM  3rOKa4YeCTBEHHbIX
3abonesaHni. MoHOreHHble 1 MynbTUdakTopransHo
06ycnoBneHHble POPMbI.

1.16 | O6wwme npuvHUMNbl nedyeHnsa | OOwme  nNpuHUMNBL M NOAXOAbl K Tepanuu
HacneACTBEHHbIX HacrneAacTBeHHon  naTtorormn.  CumnTomaTuveckas
OonesHen, npodunakTuka | Tepanus. MaToreHeTu4eckoe neveHuve.
HacneaCcTBEHHOM OTnonornyeckas Tepanusi HacneACTBEHHbIX
naronorum bonesHen.

eHeTHKo-gemorpaduyeckmne npovecchl n
pacnpoCTpPaHEHHOCTb  HACMNEACTBEHHbIX  BonesHen.
Buabl " HanpaBneHus NpocUNakTnKu
HacneacTBeHHbIX BonesHewn: nepBnYHasi N BTOpUYHas
npogunakT1Ka.

1.17 | NpumeHeHune MeTofoB | -

MOJEKYsipHON reHeTuKu
npu ONarHOCTUKM
3abonesaHni YenoBeka
2. JlabopaTopHbie 3aHATUSsA

2.1 BBegeHue B reHeTuKy -

2.2 Crtpoenune JHK -

2.3 HacnencTtBeHHOCTb -
agepHas v BHesigepHas

2.4 leHeTuKka onpegenenus | Onpegenexnve nona ¢ nomouwbko MUP SRY n DAZ




nona. NOKYCOB.

2.5 CoBpeMeHHoe -
npegcTasneHne o reHe.

2.6 M3MeH4YnBOCTb WaoeHTudukaums nosiMmoppnsmos B reHax
reHeTUYecKoro MaTtepuvana. | oTBeTCTBEHHbIX 3a penapauuto OHK.

2.7 MyTtn nepegauu | -
reHeTM4YecKon MHopmaLmm
B KNneTke.

2.8 Perynauusa akcnpeccun | deHon-xnopodopmMHbI MeTon BeligeneHme OHK.
reHoB. BolgpeneHnem [OHK ¢ nomowpblo  cOpBLMOHHBIX

KOMNOHOK.

O6HapyxeHue Alu- nosTopoB metogom [LP.
O6HapyxeHue hot-spot mytauun MNMLP.

Onpegenenve cpegHem [AfWHbI TEeroMep MeToAoM
nupP.

lMocTpoeHne dunoreHeTU4YecKnx OepeBbLEB.
O6GHapyXeHune u npegckasaHue NPOMOTOPOB U CAWTOB
CBSA3bIBAHUSA TPAHCKPUMNLUMOHHBLIX DaKTOPOB.
OGHapyxeHne canTom METUITMPOBAHMS.
Metun-cneuundpuyxas MNLP.

2.9 BeepeHne B MeaMUMHCKYHO | -
reHeTuKy. OcHoBHblE
MOMOXEHNsT M MOHATUSA
KIMHNYECKON rEHETUKU

2.10 | MpuHumnsl KnuHn4eckon | -

ONarHOCTUKM
HacneacTBeHHbIX 6onesHen

2.11 | leHom yenoseka. | -
HacnepnctBeHHbIN
mMaTtepuan " ero
U3MeH4MBoCTb. MyTaumm u
HacrneacTBeHHasa naTonorus

2.12 | MeTogbl aunarHoctukn | OCHOBHbIe aTansl nposefeHus KIUHWKO-
HacneaCTBEHHbIX reHeanorn4eckoro obcnepoBaHus. CemumoTuka.
naTosiorMm YyenoBeka CvHOPOMONOrnYeckun MeTog.

2.13 | XpomocomMHble 6onesHn OCOBEHHOCTN KIMMHUYECKUX MPOSABMEHUA OTAENbHbIX

XPOMOCOMHBbIX cuHapomoB: [layHa, Natay, OaBapaca,
"koa4vbero Kpuka", Bonbda-XupLuxopHa,
LepelwieBckoro-TepHepa, KnanHdenbTepa, Tpunno-X,
NosIMCoOMMM Mo Y-XpOMOCOME.

2.14 | HacnepctBeHHble 6ones3Hn | MoOHOreHHble bonesHu c YCTaHOBIEHHOM
obmeHa. MoOHOreHHble | MOBpPEXAeHHON BUOXMMMYECKOn hyHKLMEN; BonesHmn c
bonesHu NMaeHTUUUMPOBaHHBIM MPOAYKTOM MYTAHTHOIO reHa.

2.15 | bonesHu c|-

HacrneacTBEHHbIM
npeapacnonoXxeHneMm.
[eHeTMKa OHKONOrM4eCcKmx
3aboneBaHui

2.16 | O6wwme npuHUMnbl NneyveHnst | Gopmbl NMPOPUNAKTUYECKUX MEPOMNPUATUA:  MELMUKO-
HacneACTBEHHbIX reHeTUYEeCKOe  KOHCYNbTUPOBaHWE; MpeHaTanbHas
OonesHen, npodunakTnka | QUarHoCTUKa; MaccoBble npocevBatoLme
HacneaCcTBEHHOM (CKpyHMpYylOLWME) nporpamMmbl;  MEPUKOHLIEMLMOHHAs
naTtosnoruu npodunaktuka, “"reHeTudeckas" AucnaHcepusaums

HacerneHus (perucTpbl); OXpaHa OKpyXaroLen cpeabl
KOHTPOIb 3a MyTareHHOCTbI0 PaKTOpPOB cpefbl.
2.17 MpumeHeHne meToaoB | Beiaenernne OHK n PHK.
MOMEKYNsipHON reHeTukn | OBpaTHas TpaHCKpUNuus.
npwu anarHoctuku | NMonumepasHasa uenHas peakums.

3aboneBaHuin YernoBeka

AnekTpodopes.

MUP B peansHOM BpemeHU.

Mouck HyKNeoTUOHbIX MOCreAoBaTeENbHOCTEN reHOB B
cucteme  Genbank. [logbop nparimepoB  Onis
amnnudukaumm reHoB. Pabota B cucteme BLAST.




Basa gaHHbIx Central Mutation & SNP Databases.
Monck SNP accoummpoBaHHbLIMM C  BPOXOEHHLIMU
naTonornsiMun.

Mopbop npanmMepoB M 3HOOHYKINEea3 pPecTpukuMM Ang
naeHTuumkaumm  MytaumMim B reHe. MpuHUMN
nposefeHusa mytareHHown MNMUP-MOP®.

Paspabotka Tagman 30HOOB ANs maeHTudukauum
MyTaLui, onTumMm3auus peakuuu, OCHOBHbIE
NPUHLMMNbLI NPOBEAEHMS aHanunaa.

MoarotoBka Npob K NPOBEOEHU0 CEKBEHUPOBAHUS MO
Cenrepy. Ounctka npoaykrta MNUP, nurnposanne OHK
B Nnasmuay.

MoprotoBka npo6 K NnpoBeaeHNIo NGS
cekBeHMpoBaHus Ha nnatdopme lon tor-rent. AHanua
BbIXOAHbIX AaHHbIX.

13.2. Tembl (pasaenbl) QUCUUNIMHBI U BUAbI 3aHATUN

Ne
n/n

HaumeHoBaHue Tembl
(pasgena) gucuunnuHbl

Bugb! 3aHATUI (KONTMYECTBO YacoB)

Jlekunun

Fpynnosbie JlabopatopHble

CamocTonATenbHas
KOHCYnbTauun pa6oTa

Bcero

1

BeeneHue B FT€EHETUKY

2 0 0 4

2

Crtpoenune JHK

2 0 0 4

HacneactBeHHOCTb
A0epHad U BHeAOepHada

4 6 0 6

16

eHeTuKa onpegeneHuna
nona.

19

CoBpeMeHHoe
npeacTaBneHNe O reHe.

19

MN3meH4MBOCTb
reHeTn4ecKoro
Martepuana.

20

MyTtn nepegayu
reHeTuyeckom
WHopMaLInn B KNeTKe.

14

Perynauua  akcnpeccuu
reHoB.

44

BBenenve B METUITMHCKYIO
TEHETHUKY. OcHoOBHBIE
MOJIOXKEHUST W TOHATHUS
KIMHAYECKOH TeHETHKU

10

MpuvHUUNBI  KNMHUYECKOW
ANarHoCcTUKn
HacneacTBEHHbIX
bonesHemn

11

FeHom yernoBeka.
HacnepnctBeHHbIN
Martepuarn " ero
N3MEH4YMBOCTb. MyTaumm
7] HacneacTBeHHas
natonorus

10

12

MeToap! OMarHoCTuKun
HacneacTBEHHbIX
naTosiorMm YenoBeka

14

13

XpOMOCOMHble Gone3Hu

18

14

HacnencTtBeHHble
bonesHun obmeHa.
MoHoreHHble 6onesHu

18

15

BbonesHu c
HacneacTBEHHbIM
npenpacnosioXXeHneMm.
"eHeTMka OHKOMNOrM4YecKnx

12




3aboneBaHumn

O6uwume NPUVHUMMbI
neyeHuns
HacneacTBEHHbIX
bonesHen, npodunakTnka
HacnencTBeHHOM
naTonorum

16

MpumeHeHne MEeTOL0B
MOMEKYNSIPHON  FeHEeTUKn
npu ANarHoCTuKun
3aboneBaHunin YenoBeka

17

OKk3ameH 36

NToro: 66 66 82 74 324

14. MeToan4yeckune ykazaHMA Ans o6y4aroLWmnxca No 0CBOEHUIO AUCLUMNIIUHDI:

CTyOeHTbl 3HaKOMATCS C TeOpeTUYECKMM MaTepuanomM B NpoLecce NeKLMOHHOro Kypca,
CaMOCTOATENBHO NpopabaTbiBalOT U yCBauBaKOT TeOpPeTUYECKNe 3HaHUA C UCNOSb30BaHUEM
pekomMmeHayeMon yyebHon nutepaTypbl, y4ebHO-MeToanYeCcKnx Nnocobuin cornacHo ykasaHHOMY
cnuncky ( n.15).

OucumnnmHa  peanu3dyeTca C  MPUMEHEHWEM  OUCTAHUMOHHBbIX  TEXHOMOrNM
(https://edu.vsu.ru/course/view.php?id=10081).

Ha nabopaTopHbIX 3aHATUAX CTyAeHTbl Nnbo nHameuayanbHo, NMbo B cocTaBe Maromn
rpynnbl  BbINONHAT nabopaTopHyto paboTy. B xoge BbinonHeHusi nabopaTopHbiX pabot
CTYAEHTbl NpuobpeTaloT HaBblkM obpalieHns ¢ Buonornyeckumm obbektamm, nabopaTopHbIM
obopyaoBaHMEM W UWHCTPYMEHTaApUEM, CaMOCTOATENIbHO OCYLLUECTBASAT 3KCNEePUMEHTDI,
PErMCTPUPYIOT, aHANU3NPYT U UHTEPNPETUPYIOT pesynbTaTbl reHeTUYEeCKNX MccrneaoBaHun.
Peasynbtatel nabopatopHon paboTbl, BKMYasi  HeobOXoOguMble pacyeTbl, 3aKYeHus u
BbIBOAbI, OTBETHI HA BOMPOCHI (3agaHns) oopMnsoTca B paboyen TeTpaanm CTygeHTa B Buae
oTyeTa. B «koHue nabopaTopHOro 3aHATUA pesynbTatel WM Matepuanbl  y4yebHo-
nuccrnegoBartenbckon paboTbl  AokNnagblBalOTCA  npenogasaTtento, npu  HeobxogumocTu
obcyxpgatotca B rpynne (ot4eTr ©O nabopaTopHOM 3aHATMM). B cnyyasx nponycka
nabopaTopHOro 3aHATUS NO KaknMm-nmbo npuymHam cTygeHT obsi3aH ero camMoCTOSATESIbHO
BbINOSTHUTbL NOA KOHTPONEM NpenofaBaTens BO BpeMsl MHAMBUAYaNbHbIX KOHCYNbTaLMWNA.

Tekywas artrectaums obecneymMBaeT MPOBEPKY OCBOEHUA Yy4yebHOro martepwuana,
NnpuobpeTeHns 3HaHWA, YMEHWUA M HaBbLIKOB B Mpouecce ayauTopHOM U CaMOCTOATENbHOW
paboTbl CTYOEHTOB.

lMpy noarotoBke K TeKyllen aTtTectaumm CTyOeHTbl W3y4alT U KOHCMEKTUPYHT
pekoMeHayemylo npenogasaTeniemMm y4yebHylo nuTepaTypy no TemaM NEeKUUOHHbIX WU
nabopaTopHbIX 3aHSATMI, CaMOCTOSTENbHO OCBavMBalOT MOHATUWHBIA annapaT, 3akpennsawoT
TeopeTu4eckne 3HaHus.

Tekywas artrectaunsa sBnaetTca oba3aTenbHOW, ee pe3ynbTaTbl OLEHMBAKTCA B
GannbHOM cucTeMe W Mo pelleHnto kadeapbl MOryT ObiTb yYTEHbl MPU MPOMEXYTOYHOM
aTTectauum oby4varowmxcs. PopmMor NPOMEXYTOUYHON aTTecTaunmn 3HaHUM, YMEHUN U HABLIKOB
obyyvaroLMXCcs ABNAETCS YCTHbIN 3a4eT C OLEHKOM M 3K3aMeH.

O6yyeHune nuy ¢ orpaHMYeHHBIMN BO3MOXHOCTSAMU 300POBbS OCYLLIECTBASIETCH C Y4EeTOM
X NHOMBMAYAIbHbIX NCUXOPU3NYECKUX OCOOEHHOCTEN M B COOTBETCTBUM C MHAMBMAYANbHOM
nporpamMmmon peadbunuraumm.

Ona nuy ¢ HapylweHrneM criyxa Ha NEeKUMOHHbIX 3aHATUAX U NabopaTopHbIX 3aHATUSIX
npy HeoBXO0ANMMOCTM LONYCKAEeTCs NPUCYTCTBME aCCUCTEHTA, a TaK e CypOonepeBOAYMKOB U
TUocypaonepeBoayvmKoB.

lMpomexyTodHass aTTectauua Ans nuy C  HapylweHusMuM  crnyxa npoBoAUTCA B
NMMCbMEHHON dopMe, NpU  3TOM  MCMNOMb3YKTCA obuwme Kputepum oueHmBaHus. [lpu
Heo6Xxo4MMOCTH, BPEMSA MOArOTOBKM HA 9K3aMeHe U 3a4eTe C OLLEHKON MOXET ObiTb YBENUYEHO.

Ana nvy Cc  HapyweHnem 3peHus [ornyckaeTca ayaumanbHoe npefocTaBrieHune




UHopMauumn (Hanpumep, C WCNOSb30OBaHUMEM MNPOrpaMM-CUHTE3aTOPOB peyn), a Tak Xe
MCnonb3oBaHMe Ha neKkuMsx 3ByKO3anucbiBalOWUX YCTPOUCTB (AukTopoHoB wn T.4.). Ha
NEKLUMOHHbIX 3aHATUAX U nabopaTopHbIX 3aHATUSX MNpU  HEeobXoAMMOCTM AonyckaeTcs
NPUCYTCTBME acCUCTEHTA.

Ana nyy ¢ HapyLeHNsSMN ONopHO-ABUraTenbHOro annaparta 4acTb 3aHATUI MOXET ObITb
peanu3oBaHa OUCTAHUMOHHO. Ha NEeKUMOHHbIX 3aHATUAX M NabopaTopHbIX 3aHATUAX Npu
HeobXxo4MMOCTN AonycKaeTcs NpUCyTCTBUE accucteHTa. lNpomexyTodHas aTrectaunsa anga nuu
C HapyLlleHUsIMW OMOPHO-ABUraTeNbHOro annaparta NpoBOAMTCH Ha OBLWMX OCHOBaHMSAX, Npu
Heobxo4MMOCTU Npoueaypa 3k3aMeHa MoxeT bbITb peanu3oBaHa ANCTAHLUNOHHO.

15. lMepeyeHb OCHOBHOM W [AONONHUTENILHOW NUTEpaTypbl, PeCypCoOB MWHTEpPHET,
Heo6XxoAUMbIX ANA OCBOEHUA AUCLMMNIIUHDbI

a) OCHOBHas nuTeparypa:
Ne n/n McTOYHUK

1 WHre-Beutomos C.I". eHeTuka c ocHoBamu cenekuun: y4ebHuk ansa ctyq. sysos / C.I. UHre-
BeutomoB —. Cl16 ;. M3g-Bo H-J1, 2010. — 718 c.
KypuaHoB H.A. 'eHeTuka yenoseka ¢ ocHoBamu obuen reHetukn / H .A. KypuaHos. — Cl16.: CneuJluT,
2009. — 192 c. — Pexxum goctyna: http://biblioclub.ru/index.php?page=book&id=105728

2

6) gononHuTenbHasa nuTeparypa:
Ne n/n McTOYHUK

1 Kumynes N.®. O6was n monekynsapHas reHetuka / U.@. Xumynes. — Hosocubupck: M3g-so CO
PAH, 2007. — 480 c. — Pexum goctyna: http://www.knigafund.ru/books/18890
Hukonaes A.ll. OcHoBbl uyutonorun u reHetukn / A.MN. Hukonaes. — M.: U3g-Bo MITY um. H.3.
BaymaHa, 2011. — 39 c. — Pexum goctyna: http://e.lanbook.com/books/element.php?pll id=52549
AbpamoBa 3.B. lNpaktnkym no reHeTuke / 3.B. AbpamoBa. — M.:. ArpoHnpomunsgar, 1992, —225 c.
leHetuka / B.N. MiBaHoB [n  ap.]. — M.: AkagemkHura, 2006. — 638 c.
3agayn No coBpeMeHHON reHeTuke: ydebHoe nocobuve / B.M. Masep [u gp.]. — M.: KOY, 2005. - 224
C.
KapmaHoBa E.[1. MNMpaktukym no reHetuke / E. . KapmaHoBa, A.E. bonros. - NeTposasoack: M3a-8o
Metply, 2004. — 204 c.
7 Knar Y. OcHoBbl reHeTukn / Y. Knar, M.P. KammuHre. - M.: TexHocdepa, 2007. — 896 c.
Kopskoe [O.E. Xpomocombl. Crtpyktypa wu dyHkumm / O.E.  Kopskos, N.®. Kumynes. —
Hoeocubupck: M3a-so CO PAH, 2009. — 258 c.
KoHunueB A.C. MonekynsipHas 6uonorusa / A.C. Konnyes, I'.A. CeBacTtbsiHOBa. - M.: Akagemusi, 2005. —
400 c.
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B) MH(pOPMaALIMOHHbIE SNEKTPOHHO-06pa3oBaTenbHble pecypchl (omunaneHble pecypcbl MHTEPHET)™:

Ne n/n Pecypc
1 OnexTponHbIit Katagor Hay4noit 6ubnnotekn BOpOHEKCKOTO roCymapcTBEHHOTO yHHBepcuTera. — http://
www.lib.vsu.ru
2 BAnekmpoHHbIU yHUsepcumem - https://edu.vsu.ru/course/view.php?id=10081
3 OBC YHuBepcutetckas 6ubnmorteka oHnanH. — URL: http://biblioclub.ru

16. NMepeyeHb y4e6HO-MeTOANYECKOrO o6GecneyeHUs Ans caMoCToATeNIbHOW paGoThl

Ne n/n M CTOYHMK
1 MpakTukym no reHeTuke Yenoseka / B. H. Kanaes [ n gp.] ; nog obw,. pea. B. H. Kanaesa ;
BopoHexcknin rocygapcTBeHHbIN yHUBepcuTeT. — BopoHex : Msgatenbckun gom BIY, 2019. — 206 c.

17. OOpasoBaTesfibHble TEXHOJNIONMU, MUCNOMb3yeMble NpU peanusauum Yy4ebHoOWM
ANCLUMNSINHBI, BKIOYas AUCTaHUMOHHble oOOpa3oBaTenbHble TexHonoruu (OOT,
3neKTpoHHoe obyyeHue (30), cmewaHHoe oby4yeHue):

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


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

18. MaTepnanbHoO-TeXHUYECKOEe obecneyeHme AUCLUNIINHDI:

YyebHas ayauTtopus Ansa npoBeAeHUA 3aHATUMN NIEKLMOHHOro Tuna: 394018, r. BopoHex, nnowaab
crneumanuaupoBaHHaa Mebenb, npoektop ACER x115 H, HoytOGyk Lenovo | YHuBepcuteTckas, 4.1, nom.l,
B590 ¢ BO3MOXHOCTbLIO MOAKITIOYEHUST K ceTu «MHTepHeT», 3KpaH HacTeHHbi | ayd. 190

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

YyebHas ayautopusi Ans npoBedeHUA 3aHATUW cemMuHapckoro Tuna | 394018, r. BopoHex, nnowanp
(nabopaTtopHble  3aHATUA), ansa nposeneHus rpynnoBbIX n | YHuBepcuteTckas, 4.1, nom.l,
MHAMBUAYanNbHbIX KOHCYMNbTauun, TeKyLiero KOHTponsA m | ayg. 187

NPoOMeXKyTOYHOWN aTTecTauuu:

crneumanuaupoBaHHaa mebenb, npoektop NEC V281W, askpaH HacCTeHHbI
Digis optimal, HoyTOyk Lenovo B590 ¢ BO3MOXHOCTbIO MOAKMIOYEHUS K CETU
«MHTepHeT», WKad C BbITSXKHBIM YCTPONCTBOM Manblii, MUKpoLeHTpudyra-
BopTekc "MukpocnuH" FV-2400, amnnucukatop "Mastercycler personal,
[03aTopbl, KaMepa Ang ropu3oHTanbHOro anekTpodopesa, ueHtpudyra 5418
C pOTOpPOM, TEpMOCTAT TBEPAOTENbHLIN ¢ Tanmepom TT-2-"Tepmut", WinPro 8
RUS Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

OucnnenHbIn Knacc, ayauTopuss AOnsi npoBedeHus rpynnoBbix U | 394018, r. BopoHex, nnowanb
MHOMBMAYaNbHbLIX KOHCYMNbTauuni, MOMeELleHWe ANA CaMOCTOATENbHOW | YHuBepcuTeTckasd, A4.1, nom.l,
paboThbl: ayn. 67

cneumanuanpoBaHHasa mebenb, KOMMblTepbl (cMcTeMHbI 6ok Intel Celeron
CPU 430 1.8 GHz, moHutop Samsung SyncMaster 17) (12 wT.) c
BO3MOXHOCTbIO MOAKMNIOYEHMS K ceTu «NHTepHeT»

KomnbloTepHbIn Knacc, ayauTopusi Ansi npoBegdeHus rpynnoBbix u | 394018, r. BopoHex, nnowagb
MHAUBMAYaNbHbIX KOHCYNbTauui, MOMeLleHue ANsi CaMOCTOATenbHOW | YHuBepcutetckas, 4.1, nom.l,
paboThbl: ayn. 40/5
cneumnanuanpoBaHHasa Mebernb, KoMMNboTepbl (CMcTeMHbIM 6ok Pentium Dual
Core CPU E6500, moHutop LG Flatron L1742 (17 wT.) ¢ BO3MOXHOCTbIO
NOAKMYeHUs K ceTn «MHTepHeT»

KomMmnbloTepHbIN Knacc, noMelleHre AN caMoCTOATeNbHON paboThl: 394018, r. BopoHex, nnowiagab
cneumanuanpoBaHHas mebenb, KoMnbloTepbl (cuctemHbin 6nok Intel Core i5- | YHuBepcuteTckas, 4.1, nom.l,
2300 CPU, MoHutOop LG Flatron E2251 (10 wr.) ¢ BO3MOXHOCTbIO | ayad. 40/3

NOOKITOYEHUS K ceTu « IHTepHeT»

MomeweHne pansa xpaHeHus wu npodumnakTuiyeckoro obGenyxuBaHusa | 394018, r. BopoHex, nnowaab
y4yebHOro obopyanoBaHus: YHuBepcuteTckas, 4.1, nom.l,
cneumanuaupoBaHHasa mebenb, npoektop ACER x115 H, HoytOyk Lenovo | ayg. 184a

B590 ¢ BO3MOXHOCTbIO nofgkrntodeHus k cetn «UHTepHet», WinPro 8 RUS
Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

19. OueHo4HbIe cpeacTBa AN NPOBeAEeHUA TEKYLen U NPOMEXYTOYHOM aTTecTalum

MopsidoK OLEHKM OCBOEHMs obydarlummnca yd4eGHoOro maTepuana onpenensieTcs
coaepxaHMeM creayoLwmnx pa3aenos OUCUMNIIVHBI

NugukaTop(bl)
Ne KomneTeH OueHo4Hble
i HanmeHoBaHwWe pasgena ancunnnuHel (Mogynsi) umsi(n) OOCTUXEHUS cpencTsa
KOMNeTeHL MU
1 BBeaeHue B reHeTuky OlK-1 OlK-1.2 Tect
2 CtpoeHune JHK OrlK-1 Orl1K-1.2 Tect
3 HacneactBeHHOCTb sigepHast u BHesiAepHas OlK-1 OlK-1.2 Tect
"eHeTuKa onpegeneHns nona. OlnK-1.2 Tect
4 OrlK-1 MpakTnyeckne
3agaHus
5 CoBpemMeHHOoe npeacTaBfieHNe O reHe. OrlK-1 Orl1K-1.2 Tect
M3mMeH4YnBOCTb reHeTUYECKOro maTepuana. OrlK-1.2 Tect
6 OrlK-1 MpakTnyeckne
3agaHus
7 MMyt nepenayn reHeTUHECKON MHpopMaLIMK B KNETKE. OrK-1 OlK-1.2 Tect
Perynauua akcnpeccuu reHos. Tect
8 OrK-2 OrikK-2.1 MpakTnyeckue
3agaHus




NHankaTop(bl)
Ne KomneTeH OueHoYHble
HanmeHoBaHwWe pasgena ancunninuHel (Mogynsi) DOCTUXKEHUSN
n/n ums(un) cpeacTea
KoMneTeHuumn
BeenoeHne B MeguuUMHCKYyt0 reHeTuky. OCHOBHbIe Tect
9 A AvLHCKY STKY OnK-1 OMK-1.2
NMOMNOXXEHNSA U MOHATUSA KITMHNYECKON FEHETUKN
MpuHUMNBI KIMMHNYECKon MarHOCTUKN TecTt
10 | PvHl ¢ A OnMK-4 OnMK-4.1
HacneacTBEeHHbIX 6onesHen
eHOM yernoBeka. HacneacTBeHHbIN maTtepuan u ero Tect
11 | N3MEH4YMBOCTb. MyTauuu 7] HacneacTBeHHas OriK-2 OrikK-2.1
naTonorusi
12 MeToabl AOMarHOCTUKM HaCNeACTBEHHbIX NaTonorumn Orik-4 OMK-4.1 TecTt
yenoBeka )
XpOMOCOMHbLIE BOMNe3HN Orik-4 TecTt
13 | 7P OnMK-4.1
Pedepart
HacneactBeHHble 6one3Hn obmeHa. MoHoreHHble OriK-4 Tect
14 OriK-4.1
0onesHu Pedepart
15 bonesHn C HacneacTBeHHbIM MpPeapacnonioXeHUeEM. OriK-4 OnK-4.1 Tect
"eHeTnKa OHKOMOrnM4yecknx aabonesaHuin '
OOwure  NpuHUMMbI  NeYeHUst  HacneACTBEHHbIX OriK-4 TecT
16 | 6onesHen, npodunakTuka HacnencTBEHHOM OrK-4.1 Pedepat
naTonorum
MpymeHeHne MeTOO0B MONEKYNSAPHON FEHETUKN Mpu Or1K-5 Tect
17 | gmnarHocTukmn 3aboneBaHuii YeroBeka OrlK-5.1 MpakTnyeckne
3agaHuns
Komnnekt
lMpomexyToyHasa aTTectaums
. pasHOypOBHEB
dhopma KOHTPOIS — 3a4€eT C OLEHKOW, 3K3aMeH M
bIX 3a4aHuN

20. TunoBble OLEHOYHble cpencTBa U MeToAMYEeCKMe MaTepuanbl, onpegensilowume
npoueaypbl OLeHUBaHUA

20.1. TekyWw M KOHTPOSb YyCNeBaeMocTu

KoHTponb ycneBaeMocTy NO AUCLMMNIIMHE OCYLLECTBIAETCSA C NOMOLLBIO CNeaytLmnX OLEeHOYHbIX
CcpeacTs:

Pedepar

Tect

MpakTnyeckue 3agaHus

lMpumepHble TeMbl pedepaToB

1. Knaccudpmkauma HacneacTBeHHbIX 3abonesaHnin HEPBHOM CUCTEMBI.

2. Knaccndmkaumsi HacneacTBEHHbIX HEPBHOMbILLEYHLIX 3a6oneBaHni.

3.Xopesi [eHTUHIToHa.

4. CnnHouepebennsapHble gereHepauun. bonesHe pugpenxa.

5. Heripodpmnbpomartos PeknuHrayseHa.

6. X-cuenneHHasa nporpeccupytowasa moiwevHaa anctpodpus (bonesnb AoweHa, bonesHb Bekepa).

7. HacnegcteeHHble nonvHesponaTun. bonesHs LWapko- Mapw.

8. HacnencteBeHHble crnvMHanbHble amuoTpodumn (bonesHb BepgHura- [oddpmaHa, BonesHb
Kyrenbbepra BenaHgepa).

9. NenaTo-UepebpanbHas gereHepauus.

10. Atakcua — TeneaHrnoaktasms — 6onesHb Jlyn-bap.

11. HacnencTtBeHHble HapyLleHna obMeHa aMUHOKUCTIOT. PEeHUNKETOHYPUN.

12. MuacteHu4.

13. CupvHromuenusa n cupmHrommenobynsbus.

14. HacnepnctBeHHble HapyLeHUsa NMnMaHoro obmexa.

15. OpdhaHHble 3aboneBaHusa — bonesHb Momne.

16. bonesHb Pabpn.



17. KnuvHnyeckme w napakinnHM4eckne MeTOAbl ANArHOCTUMKM BPOXOEHHOW W HacnencTBEHHOM
naTonornn.
18. Meaunko-reHeTu4eCcKoe KOHCYNbTUpOBaHMe.

TpeboBaHNA K BbINOMHEHMIO 3a4aHUIA (UMK LWKanbl U KpUTEPUM OLLEHNBAHMS)
CtpykTypa pedepaTa:

. TUTYNbHbIN NACT.

. OrnaBneHue.

. BBegeHwe.

. OcHoBHas 4acTb.

. 3aknoyeHue.

. Bubnmorpadmueckuin cnnco.

. Mpunoxenuns (npu HeobxoanMMoCTH).

NOoO O, WN -

Kputepum oueHkn pedepara.

CteneHb packpbiTUst CyLWHOCTM BOMpoca: a) COOTBETCTBME nnaHa Teme pedepara; 0)
COOTBETCTBME COAEPXaHUA Teme W nnaHy pecdpepaTa; B) nonHota M rnybuHa 3HaHWA MO Teme; )
0060CHOBaHHOCTb crnocoboB M METOAOB paboTbl C MaTepuanom; €) ymeHme obobuwaTb, genaTb BbIBOAbI,
COMOCTaBNATb Pa3fMyHble TOYKM 3PEHMS NO OAHOMY Bonpocy (npobneme).

O60cHOBaHHOCTb BbIOOpa MCTOYHMKOB: @) OLIEHKA MCMOSIb30BAHHOW NUTEpaTypbl: MPUBIIEYEHDI
nn Hanbornee n3BecTHble paboTbl MO TeMe UccrnedoBaHna (B T.4. XXYpHanbHble NyOonukauum nocnegHnx
neT, nocrnegHne ctTaTUCTUYeCKne AaHHble, CBOAKM, CMPaBKM 1 T.4.).

CobntogeHne TpeboBaHU K OCOPMIEHUIO: @) HACKONbKO BEPHO OCOPMMEHbl CCbIIKA Ha
ncnonb3yemylo nutepaTtypy, CIMCOK nuTepaTtypbl; 6) oueHKa rpaMOTHOCTU WU KyNbTypbl U3NOXeHUs (B
T.4. opdhorpacpmnyeckomn, NyHKTYaUunMoHHOW, CTUITMCTUYECKOW KyNnbTypbl), BlageHNe TEPMUHOIOTNEN.

OueHka 5 - BbINONHEHbI BCce TpeboBaHWs K HanMcaHuio pedepaTta: Tema packpbiTa MNOMHOCTbIO,
AaHbl NPaBuUIibHbIE OTBETLI HA AOMOSTHUTENbHbIE BONPOCHI.

OueHka 4 — oOCHOBHble TpeboBaHMA K pedepaTy BbINOMHEHbl, HO WMEKTCA HETOYHOCTM B
N3NOXeHNn Martepuana; OTCYTCTBYEeT formyeckas nocnefoBaTerNibHOCTb B CYXXAEHUSX; UMelTCA
ynyLweHns B oopMIeHNN; Ha AONONHUTENbHbIE BONPOCHI NPU 3almTe AaHbl HEMOSHbIE OTBETLI.

OueHka 3 — uMMelTCHA CyLleCTBEHHble OTCTynneHna oT TpeboBaHuh K pedbepupoBaHuio. B
YacTHOCTW, Tema OCBelLleHa /Ub YaCTUYHO; OOoNylleHbl ¢akTu4eckne owmnbkn B coaepXaHuu
pedbepaTa nnm nNpm oTBETE HA AOMNONMHUTENbHbLIE BONPOCHI.

OueHka 2 — pedepaT OTCyTCTBYET.

MpumepHbIe TecToBbIE 3aa4aHMsA
1. HaszoBuTe roa poxageHus reHetukn: a) 1865; 6) 1900; B) 1953
2. Hanuwute popmynbl FOMO3UIOT MO OAHOW M ABYM MAPAM MEHOB ......ceveineieieaaeananannns
3. Boigenute Tunbl HacnNeaCcTBEHHOW U3MEHUYMBOCTM.
a) MoandukaumoHHas; 6) KombuHaTtusHas; B) MytaumoHHas; r) OHToreHeTnyeckas
4. Kak Ha3blBaeTCsa MyTaLus, CBA3aHHAs C HEKPATHbIM YMHOXEHNeM reHoma Bnaa?
a) AsTononunnoungus; 6) Annononunnongus; B) AHeynnongms
5. Kak Ha3bIiBaeTCca XpOMOCOMHasi abeppauus, CBA3aHHasA ¢ NePEeHOCOM yyacTka OAHOM XPOMOCOMbI Ha
APYTYHO (HETOMOTIOTUMHYKO)? .ottt et eeaees
6. KTo aBnsieTca cosgarenem XpoOMOCOMHOW TEOPUM HACNeACTBEHHOCTN?
a) T. MopraH; 6) I'. Mennep; B) le ®pu3s; r) Y. CettoH m T. Bosepn
7. K KakoMy Tvny reHOMHOM MyTaumn MOXHO OTHECTU KapuoTun yenoeeka 945, x?
a) AHeynnougus; 6) MNannovaus; B) MNonunnonansa
8. Kakow non siBnsieTcs romorameTHbIM y NTuy, n 6aboyex?
9. MNpwu KakoM TUNe B3aMMOLENCTBMSA rEHOB OAWH annesnbHbIN reH NogasnseT 4ENCTBME APYroro?
a) KogomuHnposaHuu; 6) loMMHaHTHO-peLeccuBHOM; B) Anncrase
10. Kak Ha3biBaeTCcs HeNpPosBIieHWe MYTaHTHOMO reHa Y HEKOTOPbIX ero HocUTenen B Nonynauumn?
a) SKcnpeccuBHOCTb; 6) NeHeTpaHTHOCTb; B) JlabunbHOCTL
11. Kak HasbiBaeTCcs opraHu3m, y KOTOporo OTCyTCTBYET 0Ha Xpomocoma?
a) MoHocomuk; 6) Hynnmucomuk; B) TpucoMmk
12. Kak Ha3blBaeTCsi CMHAPOM Y YernoBeka C KOMMMEKCOM NOSTOBbIX XPOMOCOM XXY?
a) Wepwesckoro-TepHepa; 6) KnanHdenbTtepa; B) [kekobca
YKaxute, Kako npu 3ToM PeHOTUMN — MYXXCKOM (F') UNMN KEHCKUM (D)2 ooveeneeiiiieieieieeeane



13. Y notomctBa 6OMbHbIX XOpeen [eHTUHITOHa MPOUCXOAUT YBENUYEeHUEe 4ucra TPUHYKIEOTUOHbIX
NMOBTOPOB, YCUNeHne TsxKecTn 3aboneBaHua n bonee paHHee ero nposiBneHve. Kak HasblBaeTcst 310
SIBIIEHUE? Lottt

14. Ha3oBUTE OCHOBHbIE XapPaKTEPUCTUKN TEHETUYECKOTO KOLA. +..euverenraneeereearenananennns

Kputepun oueHku:

«OTIIMYHO» BbICTaBNSAETCA CTYAEHTY, ecnn oH HabupaeT 75-100 % oT MakcumarnbHO BO3MOXHOMO
6anna 3a TecT.

«XOPOLLO» BbICTaBNAETCS CTYAEHTY, ecnun OoH HabupaeT 50-74 % OT MakcumanbHO BO3MOXHOMO
6anna 3a TecT.

«YOOBMNETBOPUTENBHOY» BbICTABMAETCS CTYAEHTY, ecnu oH HabupaeT 30-49 % OT mMakcMmanbHO
BO3MOXHoOro 6anna 3a Tecr.

«HEeY[40BNeTBOPUTENbHO» BbICTABMAETCHA CTyAEeHTY, ecnn OH HabupaeT meHee 49 % % ot
MakcMMaribHO BO3MOXHOro 6anna 3a TecrT.

MprMepbl NpakTU4eCKoro 3agaHus

1. XeHuwuHa 42 net, 6epemeHHoOCTb 11 Hepenb. [peHaTanbHbIA CKPUHWHE NEPBOro TPUMeCTpa
©epeMeHHOCTM He BbISIBUIT MOBLILUEHNE pUCKa POXOeHUS pebEéHKa C XPOMOCOMHOWN naTosriornen. Tem He
MeHee, XEeHLLUMHA Xenana UCKMYMTb XPOMOCOMHbIe BonesHn y Byayulero pebeHka u HacTamMBana Ha
npoBeaeHnn npeHaTanbHON ANarHOCTUKM.

Bonpoc: KakoB Hanbonee 6e3onacHbiil METOA WCKIHOYEHUA XPOMOCOMHLIX 6onesHen nnoga B
nepuog BHyTPUYTPOOHOro pasBuTunNa?

2. MpobaHg, manbumk 1 mecsd, 2- pebEHOK y heHOTUNMYECKN 340pOBbIX poauTenen, 1-n
pebEHOK — heHOTUNMYECKM 3a0poBas AeBoYka. AHaMHE3 BONesHn - ANMTenbHOEe KPOBOTEYEHME NOcne
B3ATUA KPOBM M3 MATKA HOBOPOXAEHHOro Ans npoBedeHuss ckpuHuHra Ha HBO. MonekynspHo-
reHeTM4yecKoe nccnegoBaHme BbIsIBUNO MyTaLMiO MHBEPCUIO B MHTPOHe 22 reHa F8, B cBA3n ¢ Yem Gbina
AnarHoctupoBaHa remodounus A.

Bonpoc: lNpegnonoxnte Tun HacrnegoBaHWst 4aHHOW reHeTudeckon natonornn? KakoBbl pUCKM
poxaeHusl ewé ogHoro GonbHoro pebéHka B OaHHOM cembe? KakoBbl COBpEMEHHbIE BO3MOXHOCTU
nabopaTopHO reHEeTUKN NOMOYb 3TOKW Nape poauTb 340POBOro pebeHka?

3. Manbuuk 1,5 net, nepBbii pebeHOK OT MONOALIX 340POBbLIX poauTenen. bpak HEpOACTBEHHbIN.
BepemeHHOCTb, poabl — 6e3 ocobeHHocTen. C poxaeHns — NynovHasi, naxoBasi rpbbku, ¢ 1-x mecsiLeB
XU3HU — pUHOGAPUHIUT, 3a4epKka MOTOPHOIO, AOPEYEBOIO U PEYEBOro pa3BuTus, ¢ roga — HebonbLuoe
nomMyTHeHne poroBuubl. deHoTMn: rapraunmam (Makpouedanusi, BbINYKMblA, HaBUCAKOWWA 106,
KOPOTKWI, YNMOLLEHHBIV C LUMPOKOW NEPEeHOCULEN HOC, TONCTbIE rybbl), rMasHon runepTenopuam, rycrole
XEeCTKue BOSMOChl, TMNepPTpPUxo3, peakme 3ybbl. YKopodeHue Tynosullia, KudOCKONMO3 cpefHe- U
HWKHErpyaHblX  OTAENOB  MO3BOHOMHMKA,  TYrOMOABWXKHOCTb  MPaKTUYECKM  BCEX  CYCTaBOB,
KaMNTOAaKTUNNA, «KOITUCTas KUCTb», runepTpodumyeckas kapavomuonaTtnsa. >XuBOT  yBENUYEH,
renatomMeranus, NynoyHas rpbika. 3agepka NCUXOMOTOPHOrO Pa3BUTUS N PEYEBOro pasBUTUS.

Bonpoc: Kakoe 3abonesaHve MOXHO 3anogo3puTb?

4. Manbuuk 12 neT, eQUHCTBEHHbIN pebeHOK 0T MOMoAdbIX 340POBLIX poanTenen. bepemeHHoOCTb,
poabl — 6e3 ocobeHHocTen. C poXaeHns — apaxHOO4AKTUNUS U TEHOEHUNS K YBENTMYEHMIO ANVHBI TeNa, B
roq — AuMarHocTMpoBaH nMoABbIBUX XpycTanuka; B 4,5 roga — cdopmmpoBanuch KuneBugHas
aedopmaumsa rpyaHon KNneTkn 1 LONMXOCTEHOMENWS, K 7 rogaM — BbisiBlieHa TEHAEHUMSA K YBENUYEHUIO
AnameTpa aopTbl Ha YpoBHE cvHyca Banbcanbsbl.

Bonpoc: Kakoe 3abonesaHne MOXHO 3anogo3putb?

20.2. NMpomexyToyHas aTrecTauus

[MpomexyToyHass artTectauuss Mo AUCUUMIIMHE OCYLLECTBNAETCH C MOMOLbIO  CnegyroLmnx
OLEHOYHbIX CpeaCTB:

KomnnekT pasHoypoBHEBbIX 3a4aHUN:

Bonpochkl K 3a4eTy C OLEeHKON U 9K3amMeHy

lMepeveHb BONPOCOB K 3a4eTy C OLIEHKOW
1. Nctopua reHeTnkn. OCHOBHbIE 3Tanbl pa3BUTUA reHeTukn: oT Mengensa Ao Hawux gHen. OCHOBHbIE
pasfenbl COBPEMEHHON reHEeTUKN.
2. MoHornbpugHoe ckpelwmaHue. epsbii 1 BTOpoW 3akoH . MeHaens. Llutonormyeckne OCHOBbI
pacwenneHus. NoHATMe AOMUHAHTHOCTM U PeLecCMBHOCTW, annenuamMa, roMmo- U reTepo3vroTHOCTW.



"eH, reHoTMN, peHoTUN.

3. OurmbpugHoe ckpewmBaHne. TpeTun 3akoH . Mengens. KoMOGMHaunoHHas N3MEHYMBOCTb U €€
3HayeHue.

4. TpurmbpmngHoe ckpewmBaHue. Pacwennenne no deHotMny u reHotuny. MpvHUMN OUCKPETHOCTM
reHoTuna.

5. Tvnbl B 3aMMmogencTBus annenbHbIX reHoB. PeuunpokHoe, BO3BpaTHOE, aHanmsupytollee
CKpeLLMBaHue 1 Nx 3HayeHue.

6. HacnegoBaHwe npv B3aMMOAEWCTBUW HeannenbHbIX [EHOB: KOMMMEMEHTapHOCTb, 3NucTas,
nonuMepus, NAenoTponua u Moanduuupytollee AencTBUe reHoB.

7. Onpegenenne nona. Tunbl XpOMOCOMHOIO onpeaenenunsa nona. banaHcoeas Teopusa onpeaeneHuns
nona. lNonoeon xpoMaTuH.

8. HacnepoBaHwe npusHakoBs, cUemnneHHbIX ¢ nosioM. COOTHOLLEHWE NOMNOB B NMPUPOAE U 3HaYEeHue.

9. 3akoH cuennenus reHoB T. MopraHa. Pacwennenue y rubpnaos npu cuenneHHOM HacnegoBaHUN.
KpocuHroeep n ero 3HayeHue.

10. OCHOBHbIE NONOXEHNST XPOMOCOMHOW TEOPUN HACNeaCTBEHHOCTMU.

11. LintonnasmaTtuyeckans HacneactBeHHocTb. OcoOBeHHOCTM HacnedoBaHWs 4vepe3 nnacTvabl,
MUTOXOHOPUN.

12. OpraHu3aumsi TeHeTMYeckoro maTepuana y MnpokapuoT U 3ykapuoT. [lpocTpaHCcTBEHHas
opraHM3aumsi XpOMOCOM Yy ayKapuoT.

13. amenumBocTb. Knaccnduvkaumsa nameHunsoctn. KombmHaunmoHHas M3aMeH4YMBOCTb, MEXaHU3MbI €€
BO3HUKHOBEHWS U 3HAYEHME.

14. Knaccupmkaums mytauun. 3HayeHne mMyTaumoHHOW U3MEHYMBOCTU. [eHHble MyTaumun. MpuymHbl 1
MEeXaHN3Mbl NX BO3HUKHOBEHUS, 3HAYEHNE.

15. MHOXecCTBeHHbIN annenuam. MexaHn3mbl BO3HUKHOBEHUS, 3Ha4YeHWe U NpUMEHEHNe.

lMepeyeHb BOMPOCOB K 3K3aMeHy

1. OnpegeneHne MeANUMHCKON reHeTUKN Kak Hayku. MNpeameT v 3agadun MeanLUHCKON reHEeTUKMN.
KpaTkasa ncropus MeauMUMHCKON reHETUKN. 3Ha4YeHne reHeTMKN ONsl MeguUMHbI.

2. Knaccudumkaums HacnenctBeHHbIX 6onesHen yenoseka. MNoHATUE O MynbTUdaKTopuanbHbIX
3aboneBaHuNAX.

3. Otmnonorua HacnencTtBeHHbIX GonesHen. Knaccmudukaums mytaumn. O6wmne ocobGeHHOCTU
naToreHesa u CEMMUOTUKN HacneaCTBEHHbIX OonesHen.

4. MonekynapHasa guarHoctuka. Metogbl. O6nactu npuMeHeHus.

5. HenHBasnBHble MeTOAbLI NPeHaTarbHON AMarHOCTUKU.

6. HBa3unBHbIE MeTOAbl NpeHaTanbHOM ANarHOCTUKM.

7. XpoMmocoMHas natonorus. PacnpocTpaHeHHOCTb B nonynauun. FeHOMHble MyTaunn.

8. XpoMoCcOMHble MyTaumn. Ix Buapl.

9. MNaToreHes3 n HOMeHKNaTypa KapnoTUNoB XPOMOCOMHbIX 3aboneBaHuin.

10. CuHgpom KnanHdenbTepa. BapuaHThl. PacnpoctpaHeHHocTb. KnuHuka. JleueHue.

11. CuHapom Tpucommm no X-xpomocome. BapuaHTel. PacnpoctpaHeHHoCTb. KnuHuka. JleueHue.
12. CvHgpomllepelweBckoro-TepHepa. BapnaHnTbl. PacnpoctpaHeHHOCTb. KnuHuka. Jledenue.
13. CvHagpom [ayHa. BapuaHTtbl. PacnpoctpaHeHHOCTb. KnuHuka. JleueHue.

14. CvHpowm lNaTay n cungpom daBapaca. PacnpoctpaHeHHOCTb. KnuHuka. JleveHue.

15. Knaccudpmkaumns reHHbix 6onesHen.

16. M'eHeTMYecKkasa reTeporeHHOCTb U KIMMHUYECKUI NoSTMMOpPn3Mm.

17. HacnepnctBeHHble gedektbl obmeHa yrneBogos. Manaktosemus. [atoreHes. [QuarHocTumka.
KnuHuka. JleueHwne.

18. [Oedbektbl obmeHa aMuHOKUCNOT. DeHunketToHypus. AnbObuHu3M. Tunbl HacnegoBaHus.
PacnpocTtpaHeHHocTb. dnarHocTtuka. KnuHuka. Jleuenme.

19. HacneacrteeHHble gedektol obmeHa nunugoB. bonesHn Tea-Cakca, Humana-lNuka, Nowe.
PacnpocTtpaHeHHoCTb. [AnarHocTtuka. KnuHuka. JleveHue.

20. HacnepnctBeHHble gedekTbl BnocuHTesa ropmoHoB. CuHgpom JloypeHca-MyHa-bapaoebuans.
ApnpeHoreHuTanbHbI cMHAPoM. PacnpocTpaHeHHoCTb. [AuarHocTtuka. KnuHuka. JledeHune.

21. HacnenctBeHHble paedbekTbl coeAuHUTENbHOM TkaHu. CwuHgpom MapdaHa. CuHgpom
Onepcallanno. PacnpocTpaHeHHoCTb. [QuarHoctuka. KnnHuka. JleueHue.



22. HacnegctBeHHble 6onesHn cuctembl kpoBu. Nemonutuyeckasi 60nes3Hb HOBOPOXOEHHbIX.
remocpunusa A. PacnpocTpaHeHHOCTb. [lnarHocTtuka. KnuHuka. JledeHue.

23. OcHoBbl natoreHesa MynbTUdakTopmanbHblix 3abonesaHunn. 'eHbl NPeapacnonoXeHHOCTU.
HacneactBeHHble W HeEHAcNeACTBEHHblE  KOMMOHEHTbl  MynbTUakTopuanbHbiX — 3aboneBaHun.
HacnegyemocTs.

24. YpoBHU N MeToAbl NPOUNAKTUKA HACNeaCTBEHHbLIX 60ne3Hen.

25. Uenb ¥ 3ag0auM  MeAMKO-TeHETUYECKOro  KOHCynbTupoBaHus. [MokasaHus  ans
KOHCYNbTUPOBaAHMSI.

26. OTanbl MEOUKO-TEHETUYECKOTO KOHCYNbTUPOBAHMA.

27. HenHBasunBHble METOObLI NPEHaTaNbLHOW ANArHOCTUKN.

28. HBa3nBHbIE METOAbI NPeHaTanbHON AMarHOCTUKM.

29. MNpodunakTnka HacneacTBeHHbIX 60Ne3Hen Ha NOCTHaTaNbHOM YPOBHE.

MpuMep KOHTPONBHO-U3MEPUTENbLHOIrO MaTepuana ansi 3Kk3aMmeHa

YTBEPXOAKO

W.o. 3aBeytomm
Kadbegpown

reHeTUKM, LLMTONOrm
N BUOVHXeHepun

B.H. Kanaes
20
CneumanbHOCTb 30.05.02 MeanumHckasa bnodusunka
OucumnnnuHa 51.0.49 O0wasa n meauuMHCKas reHeTuka
dopma 0by4veHns OYHas
Bua koHTpong 3K3aMeH
Bup atTectauum NPOMEXYTOYHbIN

KoHTponbHO-u3meputenbHbIn matepmuan Nel
1. CuvHgpom LepelueBckoro-TepHepa. BapuaHTtbl. PacnpocTpaHeHHOCTb. KnuHuka. JleyeHune.
2. HenHBa3mBHble MeTOAbl NpeHaTanbHON AMAarHOCTUKM.

MpenogaBaTenb M.1O. CblpOMATHUKOB

Kputepuu oueHku:

«OTNUYHO» BbLICTABISAETCA CTYAEHTY, €Cnu OH pacKpbiBaeT BOMPOCbI No Teme Ouneta u
OoTBEYaeT Ha AOMONHUTENbHbIE BOMPOCHI.

«XOpOLLO» BbICTaBNS€TCS CTYAEHTY, €ClM OH packpbiBaeT BOMPOChl Guneta, HO He oTBeYaeT
Ha HEKOTOpble AOMNOMHUTENbHbIE BOMPOCHI.

«yOOBNETBOPUTENBHO» BbICTABMSIETCA CTYAEHTY, €Cnn OH OTBeYaeT GuNneT Mo HaBoASLMUM
BOMPOCaM M HETOYHO OTBeYaeT Ha AOMNONHUTENbHbIE BOMPOCHI.

«HeyOoBNeTBOPUTENbHOY» BbICTABMNSETCA CTYAEHTY, €CNM OH He pacKpbiBaeT Tembl Mo
BOMpocam GuneTta n He OTBeYaeT Ha AONONHUTENbHbIE BOMPOCHI.

BbibpaTb NpaBUIbHbIN OTBET:
1. Kakme  HacnegctBeHHbl — 3aboneBaHuMsi  OMArHOCTMPYHOTCS € MOMOLLbLHO
LUMTOreHeTn4eCcKoro nccnegoBaHmsa?
1) AyTOCOMHO-AOMUHAHTHbIE;
2) MynbTUakTopuanbHble 3aboneBaHns;
3) 3aboneBaHns o6MeHa BELLECTB;
4) XpOMOCOMHbIe 3aboneBaHus.



2. Y Monogonm XeHwuHbl Habniopaetca Hepopassutue AnvHuKoB. OBGHapyxeHa
Tpucommna no X-xpomocome (kapmotun XXX). Ckonbko Teneuy bappa Oyger HanmgeHo B
COMaTUYECKMX KneTkax?

1) 1;
2) 3;
3) 4;
4) 2.

3. MyTaumm B Kakux reHax siBfsoTCs B NoAaBnsAloLWLEM YMcne crydaem ABnsoTCs
npuYMHON HacneacTeeHHon 6onesHn Anburerimepa

1) APP/PSENI

2) PARKIN/DJ1

3) p53/MDM2

4) VEGFRL/EGFR1

4. Kak Ha3bIBaeTCs Kraccuyeckas KrneTtoyHas nnHnG, kotopad bbinia nonyveHa n3s
pPaKoBOW ONYyXOSW LLUENKN MAaTKM N UCNONb3YeTCA BO MHOXECTBE Hay4HbIX UCCIe40BaHUN
B obracTtn Guonornun n oapmakonorum

1) MeTa
2) HelLa
3) LaLa
4)HaNa

5. MeToA BbISIBNEHNSA TOYHOW NoKannsaumm Toro UM MHOro KNeToYHOro UM TKaHeBOro
KOMMNOHEHTAa 6narop,ap;| CBA3bIBAHNIO €ro C MeYeHbIMN aHTUTENMaMN Ha3blBAeTCA.

1) NupP
2) CekBeHnpoBaHue
3) UmmyHormctoxmmms

4) DA

6. Kakne u3 nepeyncrieHHblX CUMNTOMOB SIBMSIIOTCA OUArHOCTUYECKMMW MNpU3HaKaMu
cnHgpoma MapdaHa:

1) ymMCTBEHHasi OTCTanoCTb, yBeNMYeHne nevyeHn n ceneseHkun, obLasa ouctTpodus, kKatapakra;
2) Mukpouedanus, MukpodTanbmus, ABYXCTOPOHHUE paclUeNnuHbl BepxHen rybbl un Heba,
CUHOAKTUINUA nanbueB Hor, gedeKkTbl MeXOoKenyoo4vkKoBOW neperopofkn cepaua, 3agepkka
NCUXNYECKOrO pa3BUTUS;

3) NoABbLIBUX XpycTanuka, MNOPOKM cepaua, BbICOKAW POCT, AOSNIMHHbIE TOHKME narnbupbl,
BOPOHKOOBpa3Hoe BAaBrEHNE rPYANHBI;

4) rony6ou LBeT cKknep, BPOXKAEHHAN rNyxoTa, TIOMKOCTb KOCTEW;

7. YKaxuTe BO3MOXHble BapuaHTbl M3MEHEHU CTPYKTYpbl rEeHeTMYeckoro martepuana,
KOTOpble NexaT B OCHOBE BO3HUKHOBEHUSA XPOMOCOMHbIX 60onesHei:

1) TPMCOMUK, HOHCEHC-MYTaUMK, AeNeumu;

2) HOHCEHC-MyTaLuKn, MUCCEHC-MYTaLMK, COBUT PAMKX CYUTbIBAHMS;

3) HBEpPCUM, MOHOCOMMU, COBUI PAMKU CYUTbIBAHUS FTEHETUYECKOro KOAa;
4) aynnukauun, TpaHcnokaumm, geneuuu;

8. YKaxute BO3MOXHble BapuvaHTbl M3MEHEHWUA CTPYKTYpbl FrEeHeTUYECKOro martepuana,
KOTOpble NnexaT B OCHOBE BO3HUMKHOBEHUSI 6onesHen o6MeHa BeLLECTB:



1) TPUCOMUN, HOHCEHC-MYyTaLUuUN, Aeneumnm;

2) HOHCEHC-MyTaLuKn, MUCCEHC-MYTaLMK, COBUT PAMKX CYUTBIBAHMS;

3) HBEPCUWN, MOHOCOMMU, CABUT PaMKK CYUTLIBAHUS FEHETUYECKOrO Koaa;
4) aynnukauun, TpaHcnokaumm, geneumu;

9. [Ina yTOYHEHUsA OuarHo3da «TanaccemMusi» OOMNOMHUTENbHO HeobXo4MMO NPOBECTM
nccnegoBaHue:
1) anekTpodopes ppakumii reMmornobuHa;
2) onpefeneHune cogepxaHusi BUTammHa B12 B CbIBOPOTKE KPOBMU;
3) onpeneneHue cogepxaHus oonaToB B CbIBOPOTKE KPOBU;
4) onpefeneHune TpaHcdepprHa B CbIBOPOTKE KPOBMW.

10. Ins yTOYHEHUs AnarHosa «CeprnoBUOHOKIETOYHAs aHeMUsi» HeobGX0AMMO NPOBECTU
nccnegoBaHue:

1) oueHka meTabonmama xenesa;

2) onpeneneHune cogepxaHnsa ButammHa B12 B CbIBOPOTKE KPOBWU;
3) uccnegoBaHne ¢ MeTabucynbUTOM HaTpUS;

4) peakums Kymbca.

11. MNo4vemy mrnoamnctpodums [dioweHa NpenMyLLLECTBEHHO NopaXaeT Manb4YmMKoB?

1) MyTaHTHbIA reH HaxoanTCs Ha X-XPOMOCOME;
2) MyTaHTHbIN reH HaXoaUTCA Ha Y-XpOMOCOME;
3) HacnegyeTcda N0 ayTOCOMHO-AOMUHAHTHOMY TUNY;
4) HacnegyeTcsa NO ayTOCOMHO-PeLeCcCUBHOMY TUMy.

12. lMo4eMy HekoTopble 3aboneBaHusi, Hacnegyemble MO ayTOCOMHO-AOMWHAHTHOMY
TUNY, HA NPOTSPKEHMM MHOTUX MOKONEHUIN COXPaHSATCS B NonynsumMm?

1) aKTUBHOCTb rOMOJSIOrMYHbIX FEHOB Y UHAMBMAA 3aBUCUT OT pOAUTENBbCKOro Nona;
2) NosiBNEeHne HOBbIX MyTauun Y NOTOMKOB;

3) MaHuecTaumss CUMNTOMOB MOCHE NOTOBOrO CO3PEBAHUS;

4) pasHble KITMHUYECKNE NPOSBNEHUS.

13. K 6onesHamM HakonneHns oTHOCUTCS:
1) HacneacTBEHHbIN MUKPOCHEPOLINTOS;
2) MyKOBMUCLMOO03.
3) cmHapom 3Anepca — [aHno;
4) mykononucaxapungos | Tuna (cuHgpom Nypnepa);

14. Ona ngeHTudmKaumm XpoMOCOM UCMONb3YIOTCA CrieayroLme rnaBHble NpU3HaKku:
1) BennymHa XpoOMOCOM, pacnosfoXeHne LeHTPOMEpDI;
2) pacnonoxeHne NepBUYHON NEPETIKKN;
3) HanMyne BTOPUYHON NEPETSIKKM;
4) nonocaTas nc4epYeHHOCTb Npu anddepeHumanbHOM OKpaLLMBaHUN.

15. B reHe U3MeHWUricsi COCTaB HECKOSIbKMX TPUMMETOB, HO, HECMOTPSA Ha 3TO, KneTka
npogospkana CUHTE3NpoBaTb TOT e 6enok. C KakMm CBOMCTBOM FEHETMYECKOrO Koaa 3To
MOXET ObITb CBSA3aHO?

1) yHMBepcarnbHOCTbIO;
2) TPUNNETHOCTLIO;



3) BbIPOXOEHHOCTLIO;
4) HenepekpbIBAEMOCTbIO.

16. Mpw pasroBope C poauUTeENAMN Bbl BbISCHUIN, YTO Y CEMENHOM Napbl POAUNCS CbiH,
6onbHOM remocunuen. [anee Bbl YCTAHOBMMAW, YTO pOAUTENW 340POBLI, a Aedyllka Mo
MaTepUHCKon NnHMM 6oneH remodununen. Kakon tmn HacnegosaHns y 60ne3Hn?

1) peueccuBHbIN, CUENNEHHbIV C NOSIOM;
2) ayTOCOMHO-PELIECCUBHbIMN;
3) OOMWHAHTHBLIN, CLENSEHHBbIN C MOSIOM;
4) ayTOCOMHO-A0OMUHAHTHBbIN.

17. MNpun ocmoTpe pebeHka HabnwgaeTcss OKpaluMBaHWE CKIep, CAM3UCTbIX 0BOMOYEK.
BbisicHeHO, 4YTO BblAeNsAeTCcAa Moya, TEMHeLWwas Ha Bo3gyxe. [Npu ganbHenwmnx nadbopaTtopHbIX
nccnenoBaHnsiX B KPOBM M MoYe obHapyXeHa roMoreHTU3nHoBasi KucroTta. YTo moxeT ObITb
NPUYNHOWN JAHHOIO COCTOSAHUA?

1) anbbuHn3wMm;
2) ranakrosemus;
3) UMCTUHYpPUS;
4) ankanToHypus.

18. PaccTosiHue mexay reHaMmm B XpOMOCOME U3MepsieTcs B:
1) aKk30Hax;
2) MopraHugax;
3) onepoHax;
4) HaHOMeTpax.

19. CoBOKYNHOCTb XpPOMOCOM COMaTM4Y€CKOW KINETKN JaHHOro BMaa:
1) reHoTvR;
2) peHoTUN;
3) kapuoTun;
4) reHodoHA.

PasBepHyTble OTBETLI:

- Kakon kapmoTun noaTBep>X4aeT AnarHo3 «noamcommst X»?

- KoHbloraums XpoMoCoM - 3TO coeguHeHMe ABYX FOMOSIOMMYHbLIX XPOMOCOM B npouecce ...

- Kak HasbiBaeTcs meToq penapauumn asyxuenodyeyHon OHK, nsobpaxeHHbIn Ha npuBeaeHHOn

HWXKe cxeme?
Pazpbie uenu
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- MpurotoBneHne GuUGNMOTEKN ANA CEKBEHNPOBaHMA TpebyeT oba3aTenbHbIA 3Tan KoHanbHON
amnnupukaumn. Kakon us tunos [MLP ucnonb3yembix Ons KnoHanbHoM amnnudukauum
n3obpakeH Ha pUCyHKe

o, (ydV, el ”” l#i

uuﬂlll';'n“ un“nn'n“ unuln‘n” nlullﬂg\“

- bepemeHHON XeHwwuHe 50-TM neT, oOTey KOTOpOM Obll remModUIMKOM, MPOU3BENN
aMHMoLeHTe3 Ans Toro, 4Tobbl onpeaennTb NON NMoAa, a TakkKe BbIIBUTb Y HEFO BO3MOXHbIE
XPOMOCOMHbIE aHOManuu. Ho BbIpacTUTb KyNbTypy KNEeTOK nnoda AN KapuoTUNMPOBaAHUS He
yaanocb, 3TW Knetkn nornbnu. [1o3TomMy UMTOreHeTU4yeckMe wuccnegoBaHns MNPULLINIOCH
OrpaHNYUTL onpeferieHneM MOfoBOro XpomaTuHa. YCTaAHOBMEHO, YTO KMeTKW nroga He
cogepxart nonoBoro XxpomaTtuHa. CrnegyeT N Ha 3TOM  OCHOBaHUM  pPEKOMeHOOoBaTb
npepbiBaHne 6epemMeHHOCTN?

- «MepneHHble» annenbHble BapuaHTbl reHa NAT2 obecneunBatoT BbICOKUI PUCK OCITOXHEHWI
npu fie4eHnmn Kakoro 3abonesaHna?

- F'eH GSTM1 npuvHMMaeT y4yacTue B UHaAKTUBaLUUKN Yero?

- ['penncpyTOBbLIN COK MOXET BbI3BaTb Cepbe3Hble HebnaronpuaTHble NOBOYHbLIE peakuun Ha
rleKapCTBEHHbIE CpeacTBa npu nonnmopdusme:

- [Mpwn npoBeaeHUn reHeTUYEeCKOro NccreaoBaHus nroda Bbl 0OHapYXUnNn aeneumnto KOPoTKOro
nneya 5 xpomocomel. Kakoe 3aboneBaHne 3T0 MOXET Bbi3BaTb?

- B monekyne OHK cymma ageHuHa v ryaHuHa paBHa CyMMe TUMWHA M LUTO3UHA, NpUYEM
KONM4YecTBO ajleHMHa BCeraa paBHO KONMYECTBY TMMMHA, @ KONMYECTBO FyaHuWHa - KOJIMYeCcTBY
uMTO3MNHA. Tak popMynmpyeTcs NpaBuno:

- MNMonapHoe conuxeHne roMonornMYHbIX XPOMOCOM U NepenneTeHne nx XxpomaTtma HasbliBaeTcs:
OTBeT — KOHblorauus

- YkaxuTte cbopmyny Kapnotuna MyxX4uMHbl nNpun cnHapome ,El,ayHa.

- Mepeyncnnte oCcHOBHbIE KOMMOHEHTLI AN nposegeHus MNLP. Kakon komMnoHeHT
obecneunBaet cneumdumyHocTb MLP.

- MepeyncnnTe OCHOBHbIE 3Tarbl 3KCNEePUMEHTANbHOMO UCCMefoBaHNs, KOTOpble HE0BX0aAMMbI
AN OLEHKN YPOBHS aKcrpeccumn reHoB. Kak HasbiBaeTcsa NpuGop, ¢ NOMOLLbIO KOTOPOro
OLieHMBAaEeTCH YPOBEHb SKCNPECCUN reHoB?

- [locne cekBeHUpOBaHMA NO meTony CaHrepa Obina nony4yeHa cnegyrulada HykneotngHas
nocnenoBaTesibHOCTb.



YKaxute, B KAKOM MONOXEHUN N Kakasi MyTauns COOEpPXUTCS, ecnu pedepeHcHas
nocneposatensHocTb criegyowasn: 200 TGAGTGGCAGCCGGGAGCAGG 220

- B cembe umeetcsa pebeHoK 5 neT ¢ yMCTBEHHOW OTCTaNoCTbio, MUKpouedanmen, KMblLUUHLIMY»
3anaxoM, NOBbILEHHbIM TOHYCOM MbILLL, CYAOPOXHBbIMU 3NnNenTUOpPMHbIMIU NpUnagkamu,
cnabou nurmeHTaumen KOXn n Bosioc:

a) Kakoe 3aborieBaHMe MOXHO NPeanosIoXNTL?

b) kak noctaBuTb ANArHO3?

C) KakoBa BEPOATHOCTb NOSABEHUS B 9TOMN CeMbe crieayrouiero pebeHka ¢ Takom xe
natosniornen?

d) kakue meTobl NpeHaTanbHON AUAarHOCTUKN MOXHO NPUMEHUTb OS5 YCTaHOBIIEHUS 3TON
HacrneacTBEHHOM naTonornn?

- B monopon cembe pogunca pebeHok, nnay KoToporo HanoOMUHAaET Kowlavbe MsykaHbe. [Mpu
obpalleHnn B MEANKO-TEHETMYECKYIO KOHCYNbTauuo y pebeHka obHapyxmnu nyHoobpasHoe
NNLO, MbILLEYHYIO TMNOTOHMIO, MUKpOLiedbanumio, Kocornasme, HU3KO pacrnofoXeHHbIe
AeopMnpoBaHHbIe YLIHbIE PAKOBUHbI, 3a4EPXKY NCUXNYECKOTro Pa3BUTUS:

a) Kakoe 3aboneBaHMe MOXHO NPeanosIoXNTbL?

b) kakne meToabl cnegyeT NCNONb30BaTb A4S NOCTAHOBKM AuMarHo3a?

C) Kakou NPOrHo3 AanbHenLen Xmn3HecnocobHocTn aToro pebeHka?

d) kakme meTogbl NpeHaTanbHOM AMarHoCTUKN criegyeT NPUMEHUTb ANS BbiiBNEHNS
3abonesaHua?

- Bawa 3apava paspabotate MeToa naeHTudmkaumm naToreHHon MyTauumn (OAHOHYKNeoTnaHas
3aMeHa) U NPOBECTU LUMPOKNIA CKPUHWHT HaceneHnsa Ha Hanmyune aton MmyTtauun. Kakon metopq,
Bbl Bbibepute 1 noyemy?

- Bam Heobxoammo pasgenutb pparmeHTol AHK, ncxoga ns nx gnvHel. Kakon metoa Bbl
BblbepeTe anga atoro? Kakon npuHumn pasgenenus gparmenTtos [JHK y atoro metoga?

- Bam Heobxoammo paspaboTtaTte meToa naeHtudpmkaumm natoreHHon SNP myTauum ¢
nomoubto MUP-MOP®. Nepeuncnnte oCHOBHbIE 3Tanbl Npu pa3paboTke Takoro meToaa.



- 3BecTHO, 4TO Hanuyue myTtaumin B reHe HER2 koppenupyeT ¢ arpeccrMBHbIM NpoTEKaHNEM
bonesHn paka xxenyaka. MytaHTHasa annenb reHa HER2 He cogepXuT cant pectpukumm ons
3HOOHYKNeasbl pectpukumm Ahll, Torga kak B HopManbsHOW ansenu oH NpUcyTCTByeT. YKaxuTe
HoMepa HERZ2 nonoxutesnbHbIX NauMeHToOB HAa OCHOBaHUM arekTpodoperpaMmmbl NMONy4YEeHHON
nocne MNMUP-MAaP® aHanus.

- Manbunk B BO3pacTe 2 Mec., MOCTynNun B CTauuoHap C MOAO3PEHMEM Ha Hanuyune
BPOXAEHHOro nopoka cepaua (AMXKI). Mama xanyeTtca Ha nnoxon annetut pebeHka (B Bece
3a nepBbIN MecsL NpubaBun B YeTbipe pasa MeHbLLE HOPMbI), OTCYTCTBME dUKCauumn B3rnsaa,
yactoe 6ecnokoncTBo M nnay. AHamMHe3: pebeHoK OT TpeTben BepemMeHHOCTN, NpoTeKaBLLEN C
rectosom, MHorosoguem (Mame 28 neT), BTOPbIX pogOB B CPOK (NepBble poAbl 3aKOHYUIUCH
poxageHnem 3gopoBon aeBodku). Macca Tena npu poxgeHum 2130 r. Ha umckyccTBEHHOM
BCKapmnmBaHun. OcmoTp: gonuxouedannyeckas dpopma yepena, MUKPOreHNa U MUKPOCTOMMS,
KOpOTKME rnasHble Lenu, CTonbl C BblAalLWwencs NSTKoOn M NpoBMcaloLLMM CBOLAOM, NynovHas
rpbika. MbileyHas runoToHMSA, NPU3HaKKM gucnnasnm Ta3obeapeHHbIX CyCTaBOB.

1. lNocTaBbTe NpenBapuTENbHLIN AMarHo3. Yem xapakrepuadyeTcs AaHHoe 3aboneBaHue?

2. KakoBa 4actoTa ero Bctpe4aemoctm?

3. Cpeau kakoro nona BCTpevaeTcs yaile?

4. Kakve aHomanuu passutus Npu JaHHOM 3aboneBaHun Bbl 3HaeTe?

5. Kak gmnarHoctmpoBaTb faHHoe 3aboneBaHme?

- Ha oakcneptnsy noctynuna kpoBb pebeHka v npeanonaraemMoro otua ANA yCTaHOBIEHWUS
oTuoBcTBa. Bam HeobxoOuMO NpOBECTU reHeTUYeCKUin aHanua Ha yCcTaHOBMeHue OTLIOBCTBA.
Onuwunte nocneposaTensHOCTb AencTBui. Kakon yyactok HK aHanuaupyetcs n nodemy?

Kputepum oueHnBaHus:

OTnnyHo — ctyaeHT Habpan 80% oT MakcMmanbHOro konuyectea 6annos 3a TecT u
pa3BEpHyTble OTBEThI U BbILLE

Xopowo - cTygeHT Habpan 60-79% oT MakcumanbHOro Konmyectsa 6annos 3a TecT U
pa3BEpHYTble OTBETHI

YaoBneTBopuTENbHO - cTyaeHT Habpan 45-59% oT makcumanbHOro konuyectasa 6annos
3a TeCT M pa3BEépPHyTble OTBETHI

HeynoBneTBopuTenbHO - CTyaeHT Habpan 44% 1 MeHee OT MakCUMarbHOro KOnmMyecTsa
6annoB 3a TecCT 1 pa3BEPHYTbIE OTBETHI



