denepanbHOE TOCYIapCTBEHHOE OIOKETHOE HAYTHOE YUPEKACHHE
«TOMCKMIii HAIIMOHAJIBHBII NCCJIEJAOBATEJIbCKHI MEAUIIMHCKAN
IEHTP POCCUMACKON AKAJTEMHH HAYK»
(Tomcxuit HUMII)

YTBEPXIAIO
% Jlupexrop Tomckoro HUMIT

/ /\/ B.A. Crenanos

Lk 2023 r,

£ »

PABOYAS ITIPOTPAMMA JUCHHUILINHBI
TEHETHKA COMATHUYECKHX KJIETOK

CrenuanbHOCTh
31.08.06 JlabopaTopHas reHETHKA

VpoBeHb BBICIIETO 00pa30BaHUS
[ToAroToBKa KaApoB BHICIICH KBaTH(HKAIMK B OPAUHATYPE

Kpanmuduxamms
Bpay — 1ab0opaTOpHEIHA TEHETHK

Tomck - 2023



CocraBuresnb{(iiu):
Ne Qamunnsg, uMd, VYuenas cTeneHb, 3aHuMaeMasl JOKHOCTh
T OTYECTBO 3BaHUE
1. | IlyzsipeB Banepuit Axanemuk PAH, 1.M.H., Hayunsnit pyxosogutens HHU
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PaGouas nporpamma o0cyxaeHa H 000peHa Ha 3ace/laHuu Y 4eOHO-METO/IHYECKOI0 COBETA
IIpotoxon Ne 2 ot «22» mag 2023 ropa.

Cexperapp ¥Y4eOHO-METOMIECKOTO COBETA ¢ ALE. Tymamosa
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OcHoBHass mpodeccuoHanbHas o0pazoBaTenbHas TpOrpaMMa  BBICHIETO 00pa3oBaHUA —
nporpaMma opjuHatypsl no cnemuansHocti 31.08.06 Jlaboparopuasi reneTuka odcyKaeHa H
ofo0peHa Ha 3aceJaHuy Y 4eHOTo coreta (mpoTokos Ne 6 ot «30» mas 2023 roxa).



1. Ileain ocBOEHMSI AU CIUTIIIMHBI

Llenpt0 M3yYeHUS TUCHUILIMHBI SBJISICTCS MOJATOTOBKA KBaIU(UIIMPOBAHHOTO Bpada —
1ab0paTOpPHOTO TeHETHKA, OOJAJAIIero CHCTEMOH YHHBEpPCATbHBIX MpodeccHnoHaTbHBIX
KOMITETCHIINH, CITOCOOHOTO ¥ TOTOBOT'O K CaMOCTOSITEIbHOM MPO(PECCHOHATEHON JIESITEIIBHOCTH,
B TOM YHCJIE OCHOBAaHHOIN HAa COBOKYMHOCTH COBPEMEHHBIX MPEACTABICHUI O 3aKOHOMEPHOCTSX
MYTAI[MOHHOTO MpOIlecCa B COMAaTHYECKUX KJIETKaX M HMX POJIM B BOSHUKHOBEHHH OOJIC3HEH
YeJI0OBEKA.

3amaun:

- U3yYEHUE 3aKOHOMEPHOCTEH MYTAIIMOHHOTO MPOIECCa B COMAaTUUECKUX KIETKAX YeJIOBEKa;

- TpUOOpeTeHHe 3HaHWKW O (yHIAMEHTAIBHBIX MEXaHW3MaX IMOJACPKaHUSI CTaOUILHOCTH
reHoMa B COMaTHYECKUX KIIETKaX;

- 3HAKOMCTBO ¢ MexaHu3Mamu pernaparuu JIHK;

- paccMOTpEHHE pPOJIM MYTAMOHHOTO TPOIECCa B COMAaTHYECKUX KIJIETKaX B BO3HUKHOBEHHH
0Oose3HeH UenoBeKa

2. MecTro0 MCHUIVIMHBI B  CTPYKTYpe OCHOBHOH  MNpo(ecCHOHAIBLHOI
o0pa3oBarteibHoil nporpammel (OIIOII) opaunaTypbl

VYyeOnas gucnuiuinHa «['€HeTHKa COMATHYECKHX KIIETOK» BXOJIUT B (DaKyIbTATUBHYIO
yacth OIIOII opaunaryps! no cnernuansuoctu 31.08.06 JIabopaTopHas reHeTHKaA.

3. TpeGoBaHus K pe3yJIbTATaM OCBOCHUS TUCHUIIMHBI

3.1. KomnereHuuu opauHaTopa, popmMupyemMsbie B pe3yibTaTe 0CBOCHHUS JHCIUIIIHHBI
HucuumnuHa «['eHeTHKa CcOMaTHMYeCKUX KJIETOK» CIocoOCTBYeT (POpPMUPOBAHUIO
CIENYIOIINX KOMIeTeHUuH, mnpenycMorpeHHelx @OI'OC opauHaTypbl 1O CHELMAIBHOCTH
31.08.06 JlabopaTopHasi reHeTHKA!
npogeccuonanbubie komnerenunu (IK):
— TOTOBHOCTb K MNMPUMCHCHHIO JUATI'HOCTHYCCKHUX na6opaToprlx T€HETHUYECKHUX METOJ0B
WCCIIeIOBaHM M UHTeprpeTanuy ux pesynbratos (ITK-6).

3.2. Pe3yabTaThl 00y4eHUs 10 TUCHHUILINHE

B pe3ynbprare ocBOCHUS AUCIUIUIMHBI OPJIMHATOP JTOJKEH:

3HaTh:

1. OcHOBHBIE 3aKOHOMEPHOCTH MYTAllMOHHOTO TIpOIlecCa B COMATUYECKUX KIIETKaX

JeJI0BEKa.

Mexanusmsl penapanuu JJHK.

OCHOBHBIE TPUHITUTIBEI OMOJIOTHIECKON MHINKAIIMA MYyTareHHBIX BO3IEHCTBUM.

DyHIaMeHTaIbHbIE OCHOBBI TIOICPKAHUS CTAOMIBHOCTH T€HOMA.

IToHsTHE 0 HECTAOMILHOCTH T'eHOMA. THIIBI FEHETUYECKOM HECTaOMILHOCTH.

[TonsTHEe 0 MO3auIIU3ME.

MexaHu3MBbl PETyISIIUU Tpoaudepaui COMaTHIECKUX KIETOK.

OcCHOBHBIE TE€HETHYECKHE 3aKOHOMEPHOCTH  3JIOKQ4eCTBEHHOW  TpaHchopmamnmu

COMAaTHYECKHUX KJICTOK.

9. T'eHermueckue OCHOBBI BOSHUKHOBEHHSI HACIIEICTBEHHBIX (hOpPM paka.

10. ITpuaIMIBI TPOPUITAKTHKHI HACICICTBEHHBIX (JOPM pakKa.

11. MonekynsipHO-TEHETUYECKUE  OCHOBbI ~ TapreTHOM  Tepamuu  3JI0KaYECTBEHHBIX
HOBOOOpa30BaHMIA.

12. Cunnpomsbl, 00YCIIOBICHHBIC MYTAIIUSIMU B COMAaTUYECKUX KIIETKAX.

13. MonekynspHO-TeHETUIECKNE METOAbl JUATHOCTUKN COMAaTHUYECKUX MYTaIUH.

N~ WN



YMmerh:

1.

I/II[CHTI/I(bI/II_[I/IpOBaTB OHJOI'CHHBIC W 3K30I'CHHBIC (baKTOpBI MYTalMOHHOI'O IIpoLecca B
COMATHYCCKHX KJICTKAX 4CJIOBCKA.

2. OmpenensiTb BO3MOXKHOCTh HAJIMYWS COMAaTWYECKUX MYTAIMH y TMAlMEeHTa, UCXOIsl U3
aHaJIn3a POJIOCIOBHOM.

3. OmueHuBaTh PUCK BOZHUKHOBEHHS TIOBTOPHBIX COMAaTHYECKUX MYyTallUi B CEMbE.

Baanern:

1. ba30oBbIMH HaBBIKAMH  MOJICKYJIIPHO-TEHETHYECKOW JMAarHOCTUKH  COMATHUYECKUX
MyTalui B KJIETKaX YeJIOBEKa.

2. IlpuHnmnamMu MEIMKO-TEHETHYECKOTO KOHCYJIBTHPOBAHUS CEMEH, MMEIOIUX OOIBHBIX C
3a00JIeBaHUSAME, O0YCIIOBIICHHBIMU MYTAIlMsIMUA B COMaTHYECKHUX KIICTKAX.

3. OcHoBaMu POQPHIAKTUKH HACIECICTBEHHBIX (POPM 3JI0KAUECTBEHHBIX HOBOOOPA30BaHHH.

4. TpynoeMKOCTb THCHHILIMHBI

OO0mias TpyA0€MKOCTh AUCIUILUIMHBI COCTABIISIET | 3aUeTHas €IMHUIa, 36 4acoB.

TpyaoeMKocTh KosauyecTBo yacoB
Oo6mas 36
OO6s13aTenpHas ayJUTOpHAs 27
B TOM YHCIIC:
Jlexuyu -

[IpaxTrueckue 3aHsATHA (B pOpMeE CEMHHAPOB) 27
CamocrosiTensHas paboTa 9
Bun utorosoii arrecranuu 3a4€T

5. CTpyKTYypa M cojep:KaHue TUCHUIIMHBI
5.1. Buabl yueOHoli padoThl

KonnuecTBo yacos 1o BHUIaAM 3aHITHN
Ne
— Pa3z[em>1 JAUCIHHUITIINHBI .HeK]_[I/II/I HpaKTI/I‘IGCKI/Ie CeMI/IHapCKI/IG CamocrosTeabpHas
3aHATHA 3aHATHA paGOTa
1 Tema 1 MyTanuoHHBIH Tipoliece B - - 13 5
COMAaTHYECKHX KJIETKaX
2 Tema 2 Bosne3Hu yenoBeka, - - 12 4
00YCIIOBJICHHBIE MYTallUSIMU B
COMATHYECKHX KIETKaX
3 Tewmsr 1-2 - - 25 9
4 3auer - - 2 -

5.3. Conep:xanue TUCHUIIMHBI

Tema 1. «MyTauMOHHBIH NMPOIECC B COMATHYECKUX KJIETKAX»

Cooepoicanue. Tutibl U 9acTOTa MyTaIlMii B COMAaTUYECKHUX KIIETKax udenoBeka. Knaccubukanus
¢dakTopoB, BbI3bIBaONINX MyTaluu. [lonsaTue o MmyrareHax u MutoreHax. dusnueckue QakTopsl
MyTareHe3a. buosnoruueckue (akTopsl MyTalMOHHOTO mpouecca. [TpuHIunsl GHoIornyecKkoi
WHJIUKAllUM MyTareHHbIX Bo3aeicTBui. OcHoBHBIE npuHLMNBL penapanuu JIHK. Mexanuzmbl
penaparuu onHonenodeyHsix nospexacnuid JIHK. TlonsaTtue o HecTaOMILHOCTH reHOMa. THIbI
HecTaOuIbHOCTU. Poib MOOMJIBHBIX TE€HETHYECKUX JJIEMEHTOB M BHPYCOB B HHIYKIIMH



HecTaOuiIbHOCTH. OCHOBHBIE MPUHIUIBI PETUCTPAllMM MYTAlMii B COMATUYECKUX KIIETKaXx.
[IpoGiema Mo3auiu3mMa B WACHTU(UKAIMM COMATHYECKUX MyTanuid. Bo3MoxHOCTH U
MEPCIEKTUBBI CEKBEHUPOBAHUSI HOBOT'O IIOKOJIEHHSI B IMATHOCTUKE COMAaTUYECKUX MYTALIMI.

Tema 2. «boJIe3HU YeJI0OBEKA, 00YCJI0OBJIEHHbIE MYTALMSMH B COMATHYECKUX KJIETKAX)»
Cooeporcanue. T'eHeTHUECKHE MEXAaHU3MBl PETYISIIIMU KJIETOYHOTO TOMEOCTa3a B OpraHU3MeE.
OnyxoJieBble CTBOJIOBbIE KJIETKH, UX MPOUCXOXKICHHE M POJIb B MHAYKIUHU 3JI0KAY€CTBEHHOM
tparcopmarnmu. [loHATHE 0 MPOTOOHKOTEHAX M TeHaX-CyIpeccopax onyxoiu. [ eHeTnyeckue u
SMUTCHETUYECKUE MEXaHHU3Mbl HHAKTUBALIUM  OMYXOJECYNPECCOPHBIX  T'eHOB.OCHOBHbBIC
TCHETHYECKNE MEXaHU3MBI Pa3BUTHUS HACIEACTBEHHBIX (hOpM paka. MeToasl MOJEKYISIpPHO-
FEHETUYECKON JHMarHOCTUKM MYyTalUd B TeHaX, AaCCOLUMUPOBAHHBIX C HACIeACTBEHHBIMU
dopmamu paka. [IpodunakTuka HacIeICTBEHHBIX (OPM OHKOJOTHYECKUX 3a00JIeBaHUN C
UCIIOJIb30BAHUEM  MOJIEKYJISAPHO-TEHETHUECKON  JMarHOCTUKM B  CEMbAX C  BBICOKUM
FEHEeTUYECKUM pHUCKOM. [loHATHE O TapreTHOM Tepanuu W €€ MEePCHEKTUBHI B JICUCHUU
OHKOJIOTHYeCcKuX 3a0oneBanuil. bosesnu, oOycnoBineHHble HapymieHusiMu pernapauuun JIHK.
[IpuHMIBI pacyeTa TEHETUYECKOTO pUCKa Uil 3a00JeBaHUM, OOYCIOBIEHHBIX MYTAlMsIMU B
comaruyeckux kierkax. [IpodunakTtuka HaciencTBEHHBIX (OpPM paka B CEMbSX C BBICOKHM
TEHETUYECKUM pUCKOM. [IpenMruianTaniMoHHas TeHEeTHYecKas IUAarHOCTHMKAa HACJIEeICTBEHHBIX
dbopM OHKOJIOTUYECKUX 3a00JIeBaHUH.

6. CamocrosiTesibHasi padoTa OPIAMHATOPOB

CaMocTtosiTenbHass paboTa OpPAMHATOPOB MO JUCHUILTUHE «['€HEeTHKa COMATHYECKUX
KJIETOK» BKIIFOUYAET B ceOsl:

- paboTy ¢ JHUTEepaTypHBIMH HCTOUYHUKAMH HMHGPOPMAIUM U C DIIEKTPOHHBIMU
00pa30BaTebHBIMH pECypcamy 10 U3y4aeMOil TUCIUIUINHE;

- paboTy HaJ KBaTM(PUKAMOHHBIMU TECTAMU U CUTYallUOHHBIMHU 3a/1a4aMy;

- TOATOTOBKY TPE3EHTALUN [0 HHTEPECHBIM JOCTH)KEHUSM B OO0JACTH TEHETHKHU
COMATHUYECKHUX KIJIETOK;

- TOATOTOBKY pedepaToB M JOKIAJ0B Ha KIMHUYECKUX pa3bopax, CeMHHapax,
KOH(pepeHIHIX

IIpumepHbIe TeMbl pedepaToB:

Paguanmonnble U XumMuueckue (hakTopbl MyTareHesa.

BupycHslii myTareses.

Meroas! MHAUKALIMY MYTareHHbIX BO3JAEUCTBUI. bruosiorndeckas 103uMeTpusl.
Monekynsapabsle ocHOBbI penapanuu JTHK.

bonesnu penapaunn JJHK.

OCHOBHBIE 3aKOHOMEPHOCTH OITYXOJIEBOTO POCTA.

HacnencrBennsie popmbl paka.

Oco0eHHOCTH  BO3HMKHOBEHHS M  KJIMHHYECKOTO TPOSBICHHS MyTaluil B
COMAaTUYECKUX KIIETKaX.

9. CuHOpOMBI, 00YCIOBICHHBIE MYTAIIUSIMH B COMAaTHIECKHUX KIIETKaX.

10. MeTtobl MOJIEKYJIIPHO-TEHETUYECKON IUAarHOCTUKY COMAaTHYECKUX MYyTaIUi.

ONoGaRwWdE

7. O6pa3oBare/ibHbIe TEXHOJIOTHHI
PexomeHnmyembie 00pazoBaTeNbHBIC TEXHOJIOTHU: TIPAKTUICCKAE M CEMUHAPCKUE 3aHATHS,
caMoCTOsITeNIbHAs paboTa OPJMHATOPOB.
[Tpu npoBeneHNH 3aHATHI UCHOIB3YIOTCS aKTHBHBIE U MHTEPAKTUBHBIC (POPMBI 3aHIATUN
(estoBBIE M POJIEBBIC WTPHI, MPOCKTHBIE METOAHMKH, MO3TOBOW IITYpM, pa300p KOHKPETHBIX



CUTyallui, KOMMYHUKATUBHBII 3KCIIEPUMEHT, KOMMYHUKATUBHBI TPEHUHT U UHBbIE (OPMBI) B
COUYETaHUM C BHEAYIUTOPHOI pabOTOM.

KoHkpeTHble MeTOIMYECKHE PEKOMEH ALK Pa3pabOoTaHbl OTAEIBHO 110 TEMaM 3aHIATHH B
pamkax YMKI/I.

[Tonydenune  mpodeccHOHANBHBIX  3HAHMH  OCYILECTBJIAETCS  IyTEeM  HM3y4YeHHUs
OPEIYCMOTPEHHBIX YYEOHBIM IUIAHOM TEM JHCLUUIUIMHBI Ha CEMHUHAPCKUX M MPAKTUYECKUX
3aHATUAX Ha 0aze HMM menunMHCKON IeHETHMKH, B paMKaxX OTBEJCHHBIX Y4YE€OHBIM IUIAHOM U
MPOTPaMMO 4acoOB.

CemuHapckue 3aHATHS HPOBOJATCS B HMHTEPAaKTUBHOW (opme, OpAMHATOPBI TOTOBST
NpPe3CHTAllMK,  JOKJIaabl, OOMEHHBAIOTCS MHEHHEM 10  MpoOJieMaTHKe CeMUHapa.
[TpenycmarpuBaeTcss camMoCTOsATeNIbHAs paboTa ¢ auTeparypoid. M3yueHuwe kaxporo pasnena
3aKaHYMBAETCSl CEMUHAPOM MJIM TECTOBBIM KOHTPOJIEM, TIOJTOTOBKOI pedepaToB.

8. (I)OprI TEKYLIECI0 KOHTPOJIA A l'lpOMe)KyTO‘lHOﬁ aTTeCTalu, KPUTEPUHU OLCHKHU

Texkymuii KOHTPOJIb KaueCTBa YCBOCHUS 3HAaHUM, YMEHUN U BJIAJCHUN 110 JUCLUIUIMHE
«['eHeTnKa coMaTHYECKUX KJIETOK» BeJeTcsa B (hopMe ydeTa IMOCEIaeMOCTH 3aHATHi, onpoca B
rpymIe, MOArOTOBKH JIOKJIaIa WK pedepara.

IIpoMeskyTouHasi aTTecTamusi IpoOBOAUTCA B (GopMe 3auyeTa, KOTOPBIH BKIIIOYAET
TECTUPOBAHUE U YCTHOE COOECEI0BaHUE 10 KOHTPOJIbHBIM BOIIPOCAM.

[lopsanok npoBeneHHs TEKYLIETO KOHTPOJSA U IPOMEXKYTOUHOM aTTeCTalluu OIpENesIcH
COOTBETCTBYIOILIMMHU OPIaHU3ALMOHHO-METOINYECKUMHU YKa3aHUSIMH (MHCTPYKIUSMH), BCE
BUJIbI KOHTPOJISL 00€CIIeUeHbl KOHTPOJIbHO-U3MEPUTEIbHBIMU MaTeprallaMH.

Kpurepun oneHk# pe3yibTaTOB TeCTUPOBAHMS:

TectoBoe 3agaHME 3aCUMTHIBAETCS C OLICHKOM «3a4TE€HO», €CJIM COUCKATEIb MPABHIBHO
OTBETUJI HE MeHee ueM Ha 70% TecTOBbIX 3aJlaHuM.

Kpurepun onieHKH nNpu yCTHOM CO0eceJOBAHMU:

- OLIEHKa «3a4TEHO0)» CTABUTCS, €CJIM OPJAMHATOp TBEPAO 3HAET MPOrpPaMMHBIN MaTepua,
IPaMOTHO U IO CYHIECTBY M3JIaraeT €ro, He JOMYCKAeT CYIIECTBEHHbIX HETOUHOCTEW B OTBETE HA
BOIPOC, MOXET MPAaBUILHO NMPUMEHATh TEOPETHUUECKUE MOJIOKEHUS U BIJIaJIee€T HEOOXOAMMBIMU
YMEHMSIMU U HAaBBIKAMU;

- OLIEHKAa «HE 3auTE€HO» CTaBUTCS, €CIM OpAMHATOP HE 3HAeT OTAEIbHBIX Ppa3/eJioB
IPOTPaMMHOT0 MaTepHuaia, I0MycKaeT Py OTBETE CYIECTBEHHbIE OIIMOKH.

9. OueHOYHBIE CPEACTBA AJISl TEKYIIEro KOHTPOJISA M IPOMEKYTOYHOM aTTeCcTalul

OI_ICHO‘-IHBIC cpeacTBa (KOHTpOHLHO-I/ISMepI/ITCJ'ILHLIC MarepuaJibl JiId BCEX BHIOB
aTTeCTaLIHH) COCTAaBJICHBI IPCTIOAABATCIIAMU, IIEPUOANICCKHU OOHOBJISTFOTCS.

IIpuMepsI OLIEHOYHBIX CPEACTB:
1) TecToBble 3a1aHus:

A. HA KAKUX CTAAUSIX KIIETOYHOI'O HUKJIA JOJDKEH BO3SHUKHYTh
JIBYHUTEBOI1 PA3PBIB JTHK (MJIN HECKOJIBKO), UTOBbI COOPMHUPOBAJINChH
ABEPPAIIMN XPOMATUJHOI'O TUIIA:

1. Bce cranun, kpome G1*
2. Bce craguu, kpome G2
3.S

4. M
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KAKHE THUITbI XPOMOCOMHBIX ABEPPAITUI MOT'YT UCIIOJIB30OBATHCS JIJIS
BUOJIOT' MYECKOM JO3UMETPUM:

1. ITapHble pparMeHThI

2. JIMLeHTpUYECKHUEe XPOMOCOMBI, TPAHCIOKAITH *

3. XpomaTuaHble pa3pbIBbI

KAKHUE TUIIbI PETTAPALIMU THK HATIPABJIEHBI HA BOCCTAHOBJIEHUE
JABYHUTEBBIX PA3PBIBOB JIHK:

1. Dxcuu3noHHAas pernapanus OCHOBaHUHN U HYKJIEOTHIOB

2. l'omonoruueckas pekoMOMHaIMS 1 HETOMOJIOTHYECKOE COeTUHEHNE KOHILIOB™

3. MucMmaru-penapanus

KAKHUE TUIIbI PETTAPALIMN JHK HATIPABJIEHBI HA BOCCTAHOBJIEHUE
OKUCJIMTEJILHBIX TTOBPEX/EHWI OTAEJIbHBIX HYKJIEOTHUJIOB:

1. Dxcun3noHHAas pernapanusi OCHOBAaHUN U HYKJICOTHI0B™

2. 'oMmonoruuHas peKoMOUHAIMs

3. HeromonornyHoe coeIMHEHUE KOHIIOB

KAKOW TUII PEITAPAIIVHN JITHK MOXET ®YHKIIIOHUPOBATh TOJIBKO B S 1
G2-®A3AX KIIETOYHOI'O LHUKIIA:

1. Dxcuu3noHHas penapanus OCHOBaHUI

2. DKCIU3MOHHAs penapanus HyKJI€OTH10B

3. 'omonornyHasi pekoMOuHanus ™

4. HeromMoornyHoe coeInHeHNe KOHIIOB

XPOMOCOMHOU HECTABMJIBHOCTBIO HA3BIBAETCS:

1. Hannuue B XxpoMocoMax HEKOTOPBIX MHIUBUIOB FOPSYNX TOUEK MyTallUN

2. [1oBbIlIEHHBIN YPOBEHb BOSHUKHOBEHHS YHMCIIOBBIX U CTPYKTYPHBIX HapyIIEHUH
XPOMOCOM, MPUBOASIINN K TOCTOSHHOMY U3MEHEHHUIO KaPHOTHUTIA B PATY KIETOUHBIX
IMOKOJIEHUI ™

3. [1oBbIlIEHHBIN YPOBEHD YMUCIOBBIX U CTPYKTYPHBIX HAPYIIEHUNH XPOMOCOM B KJIETKaxX

«DUIAJIEJIbOUNCKA S1» XPOMOCOMA — 3TO XPOMOCOMA,
OBPA30OBABHIACA B PE3VIJIBTATE:

1. PerunpokHoii TpaHcaoKanuu®

2. PobepTCcOHOBCKOM TpaHCIOKaLUN

3. NuBepcun

4. HecbanmancupoBaHHOM TpaHCIOKAUU

MVYTALIMU B TEHAX BRCA1 U BRCA2 OBYCJIABJIMBAIOT HACJIEACTBEHHVYIO
OOPMY:
1. Paka ToJIcTOrO KHIIEYHUKA

2. 'mnobnactoMsbl
3. Paka nmerxkmx
4. Paka MOJIOYHOM xKene3br*

OHKOI'EHbI — 9TO HOPMAJIbHBIE KJIETOUHBIE I'EHBI, [TPO/IYKTHI
KOTOPBIX:
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1. Marnbupyrot kiieTouHyo nposiudeparuio
2. CTUMyYIHPYIOT KJIETOUHYIO Tposndeparuio™®
3. He BIUSIIOT Ha KJIETOYHYIO TIPOJIUEpaIIUio

J. OHKOCYITIPECCOPHBLIE I'EHbI — 9TO HOPMAJIbHBIE KJIETOYHBIE I'EHBI,
[MPOAYKTHBI KOTOPBIX:
1. UHruOupyroT KIeTouHy0 poiudepanuio™®

2. CTUMYNUPYIOT KJIETOUHYIO posudepanuio
3. He BOUSIOT Ha KJIETOYHYIO IPOJIU(pEpALIUIO

2) Bompochl 1151 yCTHOTO onpoca:

1. TIlepeuncnuTe OCHOBHBIE IK30T€HHBIE U SHIOTCHHbIE (PaKTOPhI MYTAI[HOHHOTO
rpoIriecca B KJIETKax 4eJIOBEKa.

Xumuueckue coeOunenus:, paouayuoHHoe usiyderue, yibmpagpuonemogoe usiyyeHue,
8UPYCbI, OKUCTUMENbHBI CIMPecc, aKmMugHble )opMbl KUCIOPOoOd.

2.  Ha xakom ¢ynnamentansHom cBoiictBe JJHK ocHoBanbl nmpuHIuUmb! €€ penapamnuu?
Komnnemenmaprnocmo yeneu.

3. HazoBute npuMepsl CHHAPOMOB, 00YCIOBICHHBIX HapylieHueM penaparuu JJHK.
Tuemenmmnas kcepodepma, cunopom Kokatina, cunopom Pobepmca, cunopom brnoma,
anemusi Dauxonu.

4.  Tlepeuucnute OCHOBHBIE TPOOIEMBI MOJICKYISIPHO-TEHETUYECKON TMAarHOCTUKU
COMaTHUYECKUX MYTallUM.
Tranecneyuguunocmoe Mymayuii, OHMO2eHeMUYeCcKas CneyuGuIHoCms Mymayutl,
HU3KOYPOBHEBHbIU MO3AUYUM.

5.  Kakum s¢pdextom o0nanaroT MyTaliuu B OHKOreHax?
HHomunanmuvim.

6. Kakoe koJm4ecTBO MyTanuii HEOOXOUMO ISt MTHAKTUBAIIUN OITYXO0JIECYIPECCOPHOTO
reHa?

Jlse, no 00Holl 6 Kaxcoom aniere.

7.  KomOuHanuein Kakux 1o MPOUCXO0XKACHUIO TUTIOB MYyTaIluil 00yCIOBIEHBI
HacJeACTBEHHbIE POpPMBI paka?

I'amemuyeckoii u comamuueckou.

8.  IlpuBemute mpuMepsl 00JIe3HEH, 00YCITOBICHHBIX MYTAIMSMH B COMAaTHIECKIX
KJIETKaX.

Cunopom CLOVES, cunopom MaxKviona-Onopaiima, nuemenmuvle negycwl bekkepa.

9.  Kakwue TUIIBI XpOMOCOMHBIX MYTAIlUil MOTYT OBITh UCTIOJIB30BAHBI 111 OMOIOTHIECKON
VHIMKAIMU MyTareHHbIX BO3/ICUCTBUIA?

Juyenmpuueckue xpomocomvl, Kolblyesbie XpOMOCOMblL, CMAOUNbHBLE
coanancuposanuvle mpaHcioKayuu.

10. TlpuBemuTe mpuUMeEpHI HACTIEACTBEHHBIX (DOPM OHKOJIOTHUYECKUX 3a00ICBaHHIA.

Pax monounoii sceneswvl, cemetinas pemunooaracmoma, cunopom Jlu @paymenu,
cunopom Jlunua, nacneocmeennvlli a0eHOMAMO3HbI NOAUNO3 KUUEUHUKA.

10. YueOHO-MeTOAM4YECKOE M HH(POpMALMOHHOE 00ecnieYeHUe TUCIHIIIMHBI

10.1. JIuteparypa:
OcHoBHas:

1. boukos, H. I1. Knuanueckas reneruka: yueonuk / H. I1. boukos, B. I1. ITy3sipes, C. A.
CmupHuxuna. — 4-e usn., nepepad. u gom. — Mocka: [DOTAP-Menua, 2020. — 592 c. — ISBN
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978-5-9704-5860-0. — Texcr: snexktponnsbiii / IbC "KoncynpranT crynmenrta': [cait]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=http://www.studentlibrary.ru/book/ISBN9785970458600.
html

2. HacnencTBeHHble 00JIE3HU: HAIMOHAIBHOE PYKOBOJICTBO : KpaTkoe m3nanue / pen.: E. K.
I'uaTep, B. I1. ITy3sipeB. — MockBa: [DOTAP-Menuna, 2017. — 464 c. — ISBN 978-5-9704-3969-
2. — Tekcr: osnexkrponnsii // OBC "Koncymprant Bpaua"': [caiit]. — URL
http://ezproxy.ssmu.ru:2048/login?url=http://www.rosmedlib.ru/book/ISBN9785970439692.htm
I

3. Umzens, T. H. JluddepeHnumanpHpiii nuardHo3 TEHETHYECKH JIETEPMUHHUPOBAHHBIX

CHHJIPDOMOB M HacleacTBeHHbIX 3aboneBanmii / T. H. Muzens. — MockBa: MeauuuHcKoe
uHpopmanmonHoe arerrcrBo, 2016. — 192 c. — ISBN 978-5-9986-0276-4. — Tekcr:
anektporuslt // DBC "MenunuHckoe uHMopManuoHHoe areHTcTBO": [cait]. — URL:

http://ezproxy.ssmu.ru:2048/login?url=https://www.medlib.ru/library/library/books/3205
4. Kopd B.P., Ilputuapn J./x. Harnsnnas meauuuHckas renetuka / Pen. Boponnna E. —
M.: I'DOTAP-Menma, 2018. — 304 c.

JlonmosiHMTEIBLHASA:

1. Kpe6e Hx., Kununatpuk C., l'onamreitn O. 'enst no JIstouny / Pen. Pebpukos /[.B. —
M.: Jlabopatopust 3uanuii, 2019. — 919 c.

2. bapanos B.C., Ky3nenoBa T.B., Kameea T.K. u np. IlpenaranpHas aumarnoctuka
HacjeACcTBeHHBIX Oosie3Heil. CoctostHue u nepernekTuBbl. — CI16.: M3a-Bo H-JI, 2020. — 471 c.

3. Kaccumepuc JI., Okc P., JIstoun b. Knetku no Jlstouny / Pen. Kaccumepuc JI., JIptoun
b. — M.: JIabopaTopus 3nanuii, 2021. — 1056 c.

10.2 IlepeyeHb MeTOANYECKHX PEKOMEHIALMIA /ISl ayIMTOPHOH H CAMOCTOSATEIbHOI
padoThHI OPAMHATOPOB

1. Tumomesckuii B.A., Jlebenes W.H., Hazapenxo C.A. buonorudeckas WHIUKAIHS
MYTareHHbIX BO3JEHCTBMI: aHAJIW3 YHCIOBBIX XPOMOCOMHBIX HapylleHHH B HHTep(a3HbIX
kieTkax uenoBeka (HacmencTtBeHHOCT, U 370poBbe): YueOHoe mocodue / monm pen. B.IL
ITy3bipéBa. — Tomck: «IledatHast Manydaktypay, 2006. — 40 c.

2. ApxuTeKkTypa TE€HOMa W XpOMOCOMHBIE Oosie3HH. CHHAPOMBI PEIHITPOKHBIX
MUKpOJEIEIM M MHUKpoAyIUIMKanuil [TekcT] : amiac : Uil CUCTEMBI IOCIEBY30BCKOTO MU
JOTIOTHUTEIBHOTO MpPO(ecCHOHATFHOrO 00pa3oBaHUsl Bpaued, MHTEPHOB, OPAMHATOPOB,
aclMpaHTOB, NPOXOAALUIMX OOyueHHe IO CclenualbHOCTAM 'reHeTuka" u '"maboparopHas
renetuka" / A. A. Kamesaposa, U. H. Jlebenes, JI. I1. Hazapenko ; mox pen. B. II. ITy3sipesa ;
HUU menununckoi renetukn THL[ CO PAMH (Tomck). - Tomck : IledyatHas manydaxTypa,
2014. - 56 c.

10.3 HopMaTHBHO-TIPAaBOBbIE JOKYMEHTBI:

1. ®enepanbubiit 3akoH ot 01.11.2011 Ne 323-®3 «OO0 ocHOBax OXpaHbl 370POBBS
rpaxkaan B Poccuiickoit ®eneparun» [OnexkTpoHHBIH pecypc]. — Pexum mgoctyma:
http://nasci.ru/education/clinic_recommendations.

2. TlpaBuna mnpenocTaBi€HUS MEIUIMHCKUMHU OpPraHM3alMsIMH IUIATHBIX METUIIMHCKUX
YCIIyT, YTBEPXACHHbIMU TmocTaHoBieHHeM IlpaButensctBa Poccuiickoit ®enepauun ot 4
okTsa0pst 2012 r. N 1006 (Cobpanue 3akoHonatenbetBa Poccniickoit @eneparuu, 2012, N 41, cr.
5628);

3. TlonmokeHre O TOCYIapCTBEHHOM KOHTPOJE KauyecTBa M O€30MacHOCTH MEAUITMHCKON
JIeATEIIbHOCTH, YTBEPXKIAEHHBIM ItocTaHoBieHueM lIpaBurensctBa Poccuiickoit denepanuu OT
12 mos16pst 2012 r. N 1152 (Cobpanue 3akoHonatenbcTBa Poccutickoit @enepanun, 2012, N 47,
cT. 6501; 2016, N 38, ct. 5567; 2017, N 52, ct. 8148);
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4. TlonmoxxeHwe 00 OpraHW3aldd OKa3aHUs TEPBUYHOW MEIUKO-CAHMTAPHON TOMOIITH,
YTBEPXKJICHHBIM MpPUKAa30M MMHHUCTEpCTBA 3/IpaBOOXPAHEHWHM U COLMAIBHOTO Pa3BUTHS
Poccuiickoit ®@eneparuun ot 15 mas 2012 r. N 543n (3apeructpupoBaH MUHHCTEPCTBOM
toctuiin  Poccuiickoit @epepauuun 27 wutons 2012 r., peructpaumonusii N 24726), c
W3MEHEHHUSMH, BHECEHHBIMH IpHKazaMu MuHHUCTepcTBa 3apaBooxpaHeHust Poccuiickoit
@®eneparun ot 23 utoHss 2015 r. N 361H (3apeructpupoBaH MUHUCTEPCTBOM OCTULIMU
Poccutickoit @enepanuu 7 utons 2015 r., peructpanmonssii N 37921), ot 30 centsiops 2015 r.
N 683H (3apeructpupoBad MuHucTepcTBOM rocTrIiK Poccuiickoit @eneparuu 24 HosiOps 2015
T., perucTpannoHubiii N 39822);

5. IIpukasz Munucrepcersa 3npaBooxpanenust Poccuiickoit @enepanuu ot 20 gexabps 2012
r. N 11771 "O6 yrBepxkaenuu [lopsiaka maun nHGOPMUPOBAHHOTO TOOPOBOJIBHOTO COTJIACHs Ha
MEIUIIMHCKOE BMEIIATEJIbCTBO M OTKa3a OT MEIUIMHCKOTO BMEIIATEIbCTBA B OTHOLICHUU
OTIpeIeIEHHBIX BUIOB METUIIMHCKUX BMEIIATENbCTB, (hOpM HHGDOPMUPOBAHHOTO JOOPOBOJIBHOTO
corjlacusi Ha MEJIMIIMHCKOE BMEIIATEeIbCTBO U ()OPM OTKa3a OT MEAMIIMHCKOIO BMeIIaTeIhcTRa"
(3apeructpupoBan  MuHucTtepcTBOM toctuiuu Poccuiickoit ®eneparun 28 wutons 2013 r.,
peructpanronHblii N 28924, ¢ u3MEHEHMSIMM, BHECEHHBIMH IpHKa3oM MuHHCTEpCTBa
3npaBooxpanenus: Poccuiickoit @enepanuu ot 10 aBrycra 2015 r. N 549H) (3apeructpupoBan
MunuctepctBoM roctuiuu Poccutickonn @enepanuu 3 centsiops 2015 r., peructpannonsbiii N
38783);

6. [lopsiok o3HaKOMJIEHUS MallMEeHTa JIM00 €ro 3aKOHHOTO MPEICTABUTENS C MEAUIIMHCKON
JOKyMEHTaIMel, OTpaXkarolleld COCTOSIHHE 30pOBBbSl IMAlMEHTA, YTBEPXKIACHHBIM IPUKA30M
MunucteperBa 31apaBooxpaHeHusi Poccuiickoit @enepauuu ot 29 wutons 2016 r. N 4251
(3apeructpupoBan MuHucTepcTBOM OCTHIMU Poccuiickoit ®enepanun 14 Hosi6ps 2016 1.,
peructpanronssiii N 44336 (nanee - [lopsinok, yrBepkaeHHbIN npukazoM Munsapasa N 425H);

10.4 MIpodeccuonabHbIe 6a3bl JAHHBIX, HHGOPMAIIMOHHBbIE CIPABOYHbBIE CHCTEMbI:
1) DnexTpoHHBIE OMOTUOTEYHBIE CHCTEMBI
OBC "KoncynpTaHT cTyAeHTa" pexxum goctymna: http://www.studentlibrary.ru
OBC "KoncynbsTant Bpaya" pexum goctymna: http://www.rosmedlib.ru
9BC "Book-Up" pexum goctyna: http://books-up.ru

EastView Information Services(MBUC. Iloanucka Ha nepuogudecKie u3ianus)

pexum nocryna: https://dlib.eastview.com/
O9BC Menununckoe nH(GopMannonHoe arenrctso (MUA)
pexum gocrtymna: https://www.medlib.ru

2) Ba3bl 1aHHBIX
e Polpred.com
e ScieceDirect

e ClinicalKey
e SpringerLink
e Science

e Wiley Online Library

e eLIBRARY.RU

e HanuonanbHas DnexkTpoHHas 6ubmuoreka HA0.pdh
e MEDLINE Complete EBSCO Publishing

e Nature Publishing

e Scopus

e 7zbMATH (marematuka)

e Web of Science

11. MarepuajJibHO-TeXHHYECKOEe 0OecredeHue


https://www.medlib.ru/

03567,

11

[IpenomgaBanue AUCIUIUIMHBI OcymiecTBiIseTcs Ha 0aze HUM meaummHcKol reHeTHKH U
reHeTHnuecKoi kKmHuku. OOpa3oBaTeNbHBIN MPOIEcC 00ECIIEUEH CIIeNUaIbHO 000PYI0BAHHBIMU
MTOMEIICHUSMU ISl IIPOBEJICHUS YIeOHBIX 3aHATHH, B TOM YHCIIE:

1.

2.

5.

VY4yeOHast (JIEKIMOHHAS) ayTUTOPUS: aBTOMAaTU3UPOBAHHOE pabodyee MECTO JIEKTOpa,
MYJIbTUMEIHIHHOE 000pYy10BaHUE.

[Tomemienusi, NnpeaycMOTPEHHBIE JUIsi OKa3aHUS MEIMKO-TEHETUYECKOW MOMOIIN
MmaleHTaM, B TOM 4YHCJIE CBS3aHHBIE C MEIMIMHCKMMH BMEIIATCIbCTBAMH,
OCHAII[CHHBIC CIICIMATU3UPOBAHHEIM 000pyAOBaHHEeM U (WIH) MEIUIUHCKUMU
M3ACIUSIMUA U PACXOJHBIM MaTE€pPUAJIOM;

ITomenieHnss B KIMHMKO-IHArHOCTHYECKOM, ITUTOICHETHYCCKOM, OHMOXMMHYCCKOM

nabopaTopusix  JUIsi  TPOBEACHUS  J1aOOpPaTOPHBIX ~ METOJOB  JUArHOCTHKH
HacCJIeICTBEHHOM NaTOJIOTHUH;
[Tomemenuss I CaMOCTOSITENIBHOM ~ pabOThl  OOy4arolUXCS ~ OCHAIICHBI

KOMIIBIOTEPHON TEXHUKOM € BO3MOXKHOCTBIO MOAKIIOUYEHUs K ceth "HTepHeT" n
o0ecreyeHreM JI0CTyna B 3JIEKTPOHHYIO MH(POPMALMOHHO-00pa30BaTEIbHYIO Cpely
OpraHu3aluHm.

Tabnu1ibl, CXeMBbI, CTEH/IBI.

IIporpammHoe obecnieuenue

Onepanuonnas cucrema Windows;

nporpamMmel, obecrednBaromue paboty ¢ qokymentamu (MS Office 2010; Apache Open office;
Adobe Reader; apxuBarop 7-Zip):

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

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

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

[Iporpammel, o6ecnieunBatomue npocmotp meaua dainor (Windows Media Player ; cpenctso
npocmotpa gortorpapuit Windows).

12. KagpoBoe o0ecnieyeHne 00pa3oBaTe/ibHOIO Mpouecca

Mecto paboThI 1
JOJDKHOCTB 110

HanmenoBanue damums, um4, YyeHas OCHOBHOE MECTO

pa3aesnoB WM TeM
JIACIUIIINHEI

OTYECTBO
npenoaaBaTeiis

CTCIICHBD,
Y4YCHOC 3BaHUC

paboTHI,
JOJDKHOCTB

COBMECTHUTEIILCTBY
(TIpy HANTHYIVIH)

1. Temsr 1-2

Kamesaposa
AHHa
AJexcaHapoBHA

Kaununar
OMOJIOTHYECKUX
HayK

Crapumii
Hay4HbIi
COTPYTHUK
nabopaTopun
IIUTOTCHETUKH
HUN
MEIUIIMHCKON
TE€HETHUKH
Tomckoro
HUMI],
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