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@DoHA OIEHOYHBIX CPECTB MO NUCHUILIHHE «PaguanonHas TeHETHKa)
o HanpasieHuto moarorosku 06.03.01 «buonorus» @PTBOY BO «Henl'V»

cTp. 2

Hanpasnennocts (npodunn): I'enetnxa
Huctunnuza: PaananuoHHasi reHeTUKa

1. MACIIOPT ®OHJA OHEHOYHBIX CPEACTB
Hanpasnenue noarorosku: 06.03.01 buoJiorust

Cemectpbl uzyuenus: 7
@opMa NPOMEKYTOUHOM aTTECTALMH: IK3aMEH

2. MEPEYEHb ®OPMHUPYEMBIX KOMITETEHIIAM
2.1. KomnereHuuu, 3aKpenjiéHHbIe 32 THCHUTIMHOM

N3yuenne nucuuminasl «PaguanmoHHas reHeTHMKa» HalpaBieHO Ha (OpMUPOBAHUE
CHEAYIOIIMX KOMIETEHIIHI:

Konsr
KOMIIETEHIIUU
(mo ®I'oC)

Conepxxanue
KOMIETEHIINH
coritacHo PIT'OC

Konps! u conepxxanue
WHJUKATOPOB

IlepedeHsp TUIaHUPYEMBIX
pe3yIbTaTOB 00yUYEHUS IO
JTUCIUIUINHE

1

2

3

4

IK-1

Crioco0eH npuMeHsTh
COBPEMECHHBIC METO/IbL
00paboTKH, aHaM3a 1
CHHTE3a TOJICBOH,
MPOU3BOJACTBEHHOU M
nabopaTopHOM
OHMOJI0THYecKOn
nHpOpMaInH,
MpaBUJIa COCTABIICHUS
HayYHO-TEXHUYECKUX
IIPOEKTOB U OTYETOB

IIK-1.3 Cocrasiser
Hay’—IHO -TeXHI/I‘-IeCKYIO
JIOKYMEHTAITHIO.

[1K-1.4 Hcnonp3yer
TEOPETUYCCKUE 3HAHUS
00 OCHOBHBIX
OHOJIOTHMYECKUX
3aKOHOMEPHOCTSIX.

3HaTh:

Jlost JIOCTHKCHUS
MHAMKATOpa I1K-1.3
MpaBWIa  HAUCAaHUS W
ohopmIIeHHS Hay4HO-
TEXHUYCCKOM
JIOKYMEHTAITUH.

Jlost NOCTHKCHUS
WHIUKATOpa [1K-1.4:
3aKOHOMEPHOCTH JEHCTBUS
HOHU3HUPYIOITUX
W3JTy4YEHUI Ha
FeHETUYECKUMI ammapar
KJIETOK, OCHOBHBIE
MeXaHWU3MBI, Je)Kallue B
OCHOBE CIIOHTAaHHOIO H
WHIYIIUPOBAHHOTO
MyTareHesa.

YMerh:

Jlns IOCTYDKEHUS
WHIUKATOpa [1K-1.3:
KayeCTBEHHO IPEACTaBIATh
pe3yabTaThl
71a00paTOPHBIX,
MPAKTUYECKUX u
pedepaTuBHBIX paboOT B
dbopMe OTUETOB, CIIPABOK,
peLeH3uit
Jlns JOCTHKEHUS
MHJUKaTOpa [1K-1.4:
KOPPEKTHO  HCIIOJHh30BaTh
FeHETHYECKHE u
pPaanoONOIOTHYECKHE
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TCPMHHBI u IIOHATHA,
CBOOOJIHO
OPUEHTUPOBATHCS B

IIPUHSATHIX B paAUallMOHHON

TeHETHKE  CHUMBOJIaX |
0003HAYCHHSX.

Baangers:

Jlost JIOCTH)KCHUS
WHIUKAaTOpa I1K-1.3:
HaBBIKAMH HaITMCaHUS
OTYETOB, peueH3ui,
CIPaBOK U 0030pOB

Jlost JIOCTHKSHHUS
WHJIUKATOpa [1K-1.4:
HCITOJTb30BAHMS

CIIPaBOYHOW U HAy4HOH, B

TOM YHCJIE IEPUOTUYECKON,
JUTEpPaTyphl 1o
paauallMOHHON  TEeHETHKE,
pacdyera 1103 OOIy4eHHS,
4acTOThl MyTUPOBAHUS MPU
MCIIOJIb30BAHUU PA3IUYHBIX

MMOIXO0B.

3. COAEP)KAHME OHEHOYHBIX CPEJACTB IIO AUCHHUIIJIMHE

3.1 Buabl OleHOYHBIX CPeICTB

HanmenoBanue
HanmeHnoBanu
OIICHOYHOTO
Kon € OLIGHOYHOTO
No Konrponmupyemsbie CpeICTBa Ha
KOMIIETEHIINH/TIIAHUpyEMbIe CpeacTBa ajs .
n/m TEMbl/pa3ieibl MIPOMEXYTOYHOMN
pe3ynbTaThl 00yueHus TEKYILETO
arrectanuu Ne
KOHTPOJIS
3alaHus
1 [1K-1 Paznen 1: Bungl V eTHLI Bompocsr k
3HATB: MOHU3UPYIOIIETO ompoc sKameny 1-28
JInst MOCTMXKEHHS WMHAMKATOPIU3ITyUESHUS:
[1K-1.3 mpaBuna HamucaHHUs HxapaKTepUCTHKA, TUIBI | ITuCbMeEHHBIN
oopmieHHs Hay4YHO-B3aMMOICUCTBUS d ompoc
TEXHUYECKOM TOKYMEHTALMU. |BELIECTBOM. O6mas Pewrce
JlJis  MOCTMDKEHUsT HMHAWKATOpacxema PasBUTHS| oy
[1K-1.4: 3aKOHOMEPHOCTUITYYEBOTO  [OPAKEHUS
NEeCTBUS HMOHM3HPYIOIUXOPraHU3Ma.
W3Jy4YeHUM Ha TreHetudyeckuiiPaszmen 2:
anmapar  KJIETOK, OCHOBHBIGI eHETHYECKHE
MEXAaHHU3MBI,  JIEXKallue E3(heKTh
OCHOBE CIIOHTAHHOTO UpaJualioOHHOTO
WHAYLUPOBAHHOIO MYTAareHes3a. [BO3ICUCTBHUS. Turel
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YMerh: nospexaenii  JJTHK
s noctmkenus uHAMKatopdllpemyrannoHHbIe
[1K-1.3: Ka4eCTBEHHOTIOBPEKACHUSI.
[IPEACTABIAT pesynpTaTeiMexaHu3Mbl

1a00paTOPHBIX, MPAKTUYECKUXITOBPEIKACHUI JHK.
u  pedepaTHBHBIX paboT HPemaparus

dbopmMe  OTYETOB,  CHPABOK{IOBPEXKICHHUIA.
pereH3ui Paznen 3: MyrarenHnoe
JI1 NOCTM)KEHHS HMHAMKATOPANCHCTBHE — M3JTYUCHHM
[1K-1.4: KOPPEKTHOHA KJIETKH JYKapHOT.
WCIIOJIb30BaTh TEHETHYEeCKUE HWMETO IbI yuera|
paaroOHOIOTHYECKHE TEPMUHBIpaIUaInOHHO-

151 TIOHSATHUSA, CBOOOTHQWHTYITHPOBAHHBIX
OPUEHTHPOBATHCSA B IPUHATHINIIOBPEKICHUH.

B paauMallMOHHOW  TE€HETHKE
CUMBOJIaX U 0003HAYCHUSX.
Baaners:

Jlst  TOCTVOKEHUST WHIMKATOPA
[IK-1.3: HaBbIKaMM HamucaHu$
OTYETOB, PELECH3UMN, CIPABOK M
0030poB

JIns1 TOCTMXKEHUST WHAMKATOP4
[1K-1.4: HCIIOJIb30BaHNS]
CIIPAaBOYHOM W HAy4HOU, B TOM
quCIe NEPUOIUYECKON,|
MTEepaTyphl 10 paauallMOHHON
FEHETHUKE, pacuera 2107
o0my4yeHus, YacCTOTBH]
MYTUPOBaHUSA pu
WCII0JIb30BAHUU Ppa3IUYHBIX
[10JIXO/I0B.

Ipumeuanue: munogvle 3a0anus, Kpumepuu u noKa3amenu OYEHUBAHUS 8 DPAMKAX
meKywe2o KOHmMpOJisi NPeocmasienvl 8 paboueil npozpamme OUCYuniunvl (Mooyis). Iloanvle
KOMNIEKMbl OYEHOYHBIX CPEOCME U KOHMPOIbHO-USMEPUMETbHIX MAMEPUATIO8 XPAHIMCS HA
Kageadpe.

3.2 ConepxaHue OLICHOYHBIX CPEACTB
OneHoYHBIE CpEACTBA MPOMEXYTOYHOM aTTecTallui» TPEeACTaBIEHbl IEepeYHeM
BOIPOCOB JUTSI HK3aMEHa.

3.2.1 TeopeTnueckne BONPOCHI K IK3aAMEHY

1. Pagmanuonnasi 6mosorus. Leab, npeamer usydyenus. 3agauu u ocodeHHocTu. Ilons-
THE 00 OCHOBHOM PaJNo0MO0I0rn4ecKkoM napajaokce. CBsi3b ¢ ApyruMu JHCHUILINHAMU.

PagnanonHass reHeTHkKa, Hayka, JIeKallas Ha CThIKE TEHETHMKH U PagHOOHOJIOTHU U
M3yyYarolas reHeTUYECKOe ACHCTBUE U3IIyUYEHUU, T. €. BOBHUKHOBEHUE HACJIEAYEMBbIX W3MEHE-
HUW (MyTanuii) y OpraHu3MOB B pe3ylnbTaTe uX o00mydeHus. PaguoOuwosnoruss — Hayka,
M3y4Yaromas JeHCTBUE MOHU3HUPYIONIUX M HEMOHU3UPYIOMIUX W3IydeHUH Ha OUOJIOTUYECKUE
00BeKThI. PagroOuomnorus, siBIssICh CaMOCTOSTEIPHON KOMIUIEKCHON Hay4YHOU UCIUTLINHOM,
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MMEET TECHBIC CBS3U C PSAIOM TEOPETUYCCKHUX U MPUKIIAJHBIX 00JIacTell 3HAaHUN — OMOJIOTHUEH,
(U3HOJIOTHEH, IMTOJIOTHEH, TEHETUKOH, OWOXuMHeH, Omodu3WKOW, sAepHOW (HU3HKOU,
(dapmakosiorueii, TUTHeHONH M KIMHUYECKUMHU JUCHHIUIMHAMU. [lapagokc pammoOHOIoTHu:
boisbioe HECOOTBETCTBHE MEKIY MajON BEIMYHMHOMN IOTJIOIIEHHOM JHEPIrUM U BBIPAKEHHO-
CTBIO peakiuu Ouosiorudeckoro oowvekra. [Ipumep: npu obmydeHun yenoeka maccoit 70 Kr B
abcomoTHO cMmepTenbHol no3e 10 I'p mormomaercs Beero 167 kanopuid, 4To MpU MEPEBOJE B
TEIUIOBYIO PHEPTHUIO Oy/IET COOTBETCTBOBATH HarpeBaHuio opranu3ma yenoseka Ha 0,001 C.

2. EcrecTBeHHbIE M AHTPONOTeHHbIE NCTOYHUKH HOHM3MPYIOLIUX U3JTyYeHHUI.

KocMuueckoe u3inydeHrne — 3T0 MOTOK MOHU3HUPYIOIIKMX YAaCTHUL, KOTOPBIHM NajaeT Ha 3eMIII0
13 KOCMHYECKOTOo mpocTpaHcTBa. [lepBuunoe: ["anaktuueckoe nznydenue, CoHEUHOE U3ITyde-
Hue, M3nyuenune 3apsyKeHHBIX YacTHIl, 3aXBAaUE€HHBIX MarHUTHBIM TOJEM 3eMiu. BropuuHoe:
Bo3HukaeT npu B3auUMOAECHCTBUM MEPBUYHOTO H3IYUEHUSI C BEPXHUMHM CIOSIMH aTMOCQEpHI.
OHO JocTHraer MOBEPXHOCTH 3eMJIM M BO3JEHCTBYeT Ha Ouocdepy. Pammonyknuabl, mpu-
HaJJIeXkKallie paguoaKTUBHBIM ceMmeicTBaM./[pyrue paauoHyKIHAbI, HE MpHUHAJIeKalIue K
cemeiictBaMm. Pamnonyknuapl, oOpa3oBaBIIMECS IO ACHCTBHEM KOCMHUYECKOTO HW3JIYUYCHHS
(BTOpUYHOE U3IIyUEHHE).

[ToBeilIeHHOE O0TydYeHHE IPUPOTHBIMU PAJHUOHYKIUAMU: CKUTAHUE YIS, HCIIOJIb30BAHUE
¢docdaTHBIX pyn, CTPOUTEIbHBIE MaTepHaNIbl, paoH. O0IyYeHHEe TEXHOTEHHbIMU PaIUOHYKIIH -
JAMHU: NIPOU3BOJACTBO M MCIBITAaHHUE SIIEPHOTO OPYXKHUS, PAJUALUOHHBIE aBAPUH, MPEAIPUATHS
SJIEPHOTO TOIUIMBHOTO IIMKJIA, aTOMHBIA (UIOT, IPOMBIIUIEHHBIE SIEPHBIE B3PbIBBIL, JIOKAJIbHbIE
UCTOYHUKHU. Jlpyrue BUAbI A€ATEIBHOCTU: NIPEIMETHI OOIIEro NoTpedaeH s, ObITOBAs TEXHUKA,
aBHarepeseTsl, HapylleHUe 3alllUTHBIX CBOMCTB aTMOC(Ephl, MEIUIUHA.

3. Knaccnpukanus PaaIHOAKTUBHBIX H3JIyYeHUil. Kopnyckyasipabie U
3JIEeKTPOMATHUTHBIEH3JIYUeHHsl, HX XapaAKTePUCTHUKA.

lNamma-uznyuenue (y) — MOTOK KBAHTOB 3JEKTPOMArHUTHOM SHEpruu (BOJIH) BBICOKON ya-
cToThl. du3nYecKas MpUpOoJa 3TUX BOJIH Takas ke, KaKk U y PaJuOBOJIH, BUJIUMOTO CBETa,
yIbTPauOIETOBBIX U MHPPAKPACHBIX JIydel, PEHTT€HOBCKOTO HM3JIy4eHHUd. SnepHoe mpowuc-
xoxaeHne. OHU HCITYCKAIOTCS sSiApaMu aTOMOB Ipu anb(a- u Oera-pacnaze NPUPOIAHBIX U HC-
KYCCTBEHHBIX PaJUOM30TOINOB B TeX CIydYasX, KOT/Ia B JOYEPHEM SApPE OKA3bIBACTCS U30OBITOK
SHEpPruM, HE 3aXBAYCHHBIH KOPMYCKYISIPHBIM H3NydeHHeM. ['aMma-Iydun BO3HUKAIOT TaKKe
NpU AHHUTWISIUU 4YaCTHIBI M AHTUYACTHIBI. VICTOUYHUK pPEHTI€HOBCKOTO H3IY4eHHUS-
pEeHTreHoBcKass TpyOka. MHOrue yacTHIbI UMEIOT JBa Ha3BaHUS, KOTOpPbIE OTHOCSTCS K pas-
HBIM CII0OCO0aM UX MOJTYYEHHS — €CTECTBEHHOE U HCKYCTBEHHOE.

4. JInneitnas noreps 3nepruu. Kpusas bparra.

OTO0 3Heprus, nepeAaHHas 3apsHKCHHOM yacTHIel Ha eMHHULE JJIHHBI ee mpolera B Belle-
ctBe, K3B/MKkM. Penkononunsupytomue uznydenus — JIIID < 10 kaB/mxkM. Kpusas bparra —
rpaduK 3aBUCUMOCTH MOTEPH SHEPIMM YACTHUIBI OT ITyOMHBI MPOHMKHOBEHHUS B BEIIECTBO.
Jns anbda-yacTil U JPYruX HOHOB KPUBasi UMEET BhIPAKEHHBIN MUK HE3a/10JIT0 0 OCTAaHOBKU
YacTHUIlbl. DTOT MUK MPHUHITO Ha3blBaTh MUKOM bparra. Oty nanHble ObltM noaydeHsl B 1903
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rogy YwibsaMmoMm bparrom Ha mpumepe anbda-pacnana. Kpupas oTpakaeT AWHAMHKY B3au-
MOJEWUCTBUS YaCTULIbI C BellecTBOM. OCHOBHbBIE ITOTEPU SHEPTUU CBA3aHbI C MOHU3aLMEN 3apsi-
’KEHHOH 4acTHLIell aTOMOB BEILECTBA, CEYEHUE ITOrO IPOIEcca PacTeT C MaJCHUEM SHEPIHH,
BCJIE/ICTBUE YEr0 OCHOBHYIO YacCTh SHEPrUU YacTULIA TEPSET Mepe]l MOMEHTOM OCTaHOBKHU. JTO
00CTOSTEIILCTBO MCIIOJIB3YETCSl B IIPOTOHHOM TEPAIuH, sl TOTO YTOOBI COCPEIOTOYNTh OCHOB-
HYIO 103y B MOPa)KCHHOM TKaHU BHYTPEHHUX OPraHOB, MUHHUMAaJIbHO 00JydYasi 3710pOBbIE KIIET-
KU, PacrojokKeHHbIE OJIMXKE K TOBEPXHOCTH

5.0THOCcHTe/IbHAsi Ouojornueckass 3¢p¢pexTuBHocTh u3daydeHuii. Cesazb OBD ¢
XapakTepu- CTUKAMU MOHU3UPYIONUIEro U3JIyUYeHusl.

Bo3sgeiicTBre pa3HbIMH BUIAMU H3TYY€HUH, HO B paBHBIX MOTJIOMICHHBIX J103aX MPUBOIUT K
pa3IUYHBIM MO BenuuuHe 3 dekTam. ITO CBOMCTBO U3ITYUEHHs, YaCTO HA3hbIBAEMOE €ro Kade-
cTtBOM, ompeaensercs ero JIIID. [l koauyecTBEHHON OLICHKH KadyecTBa M3JTyYEHHS BBEIICHO
MOHSATHE OTHOCHUTENBbHOU Omosormueckoi 3ddextuBHoctrn (OB3D). OBD omneHuBaT cpaBHE-
HUEM J03bl WM3Ty4EHUs, BBI3BIBAIONICH OMpPEIACICHHBIN OuoIorudeckud >PQekt, ¢ 0301
CTaHJIapTHOTO M3Iy4YeHHs, oOycioBiMBaroie Tot xe 3¢ ¢exr. PaHee B kauecTBe craHAapT-
HOTO W3Ty4eHUs NMPUHUMAIOCh PEHTTEHOBCKOE H3JIydeHHE, TEHEPUPYEMOE IMPHU HAMPSKEHUU
Ha Tpyoke B 180—250 kB. Ceiifyac B kauecTBe CTaHAAPTHOTO MOXKHO HMCIIOJH30BATh Y-U3JIyde-
HHe. Tak Kak OHO IIUPOKO MPUMEHSIETCS MPH Jy4E€BOM TEpaMu OIYXOJIEH U AJIsl KOTOPOTO CO-
OTBETCTBEHHO M3BECTHBI KOJIMYECTBEHHBIE IaHHBIE O CBSI3U C JIO30M CaMbIX pa3HbIX 3(PPeKToB
nopaxkenus. Crnenyer umeth B BUIy, 4yTo OBD y-m3nydenus (3¢GeKTHBHOCTH NEHCTBHS Ha
€IMHUIY TIOTJIOIIEHHO! J103bl IO CPAaBHEHMIO C PEHTT€HOBCKUM H3IydueHueM) cocraisieT 0,8
—0,9. Cootnomenue JIIID u OBD umeer MmakcumyM. [IpuunHa 3TOro SABIEHUS COCTOUT B TOM,
YTO rudesnb KJIETKH IPOUCXOAUT MOCie MOTJIOMIEeHNUS J0CTaTOYHOTO KOJIMYECTBa SHEPTHH B He-
KOTOpOM Kputudeckom ooweme. EcrectBenHo, uto ¢ poctom JIIID Takas BeposATHOCTH yBEIu-
yuBaeTcs. Ho nmocne Hekotopeix BenuuuH JIIID HacTymaer HachllieHHe, U KaKaasl MOCIEAy-
IOI[asl YacTHIlA TepsAET PHEPTUI0 yKe B YOUTOH KIeTKe; cleaoBareiabHO, 3(PPEeKTUBHOCTD U3-
JIY4EHUM ¢ TakoW JocTaTo4HO BhICOKOM JIIID mamaeT, Tak Kak SHEpPrus pacxoyeTcs BXOJIO-

CTYIO.

6. lo3a HOHU3HMPYIOLLEro H3JIyYCHUS. IKCNO3UIHOHHAS, NOIJIOIEHHAs,
IKBUBAJIEHTHas, 3¢ dexkTUBHASA 103bl. Onpenenenne. ExmHnnbr n3mepeHus.

Jo3umetpust — (0T rped. dosis — A03a, MOPLUUS U Metro — U3MEPATh) — U3MEPEHUE pacces-
HUS U TOTJIOLIEHUS SHEPTUU MOHU3HMPYIOIIETO U3IIYYeHHs B ONpelereHHOM matepuane. Jlo3a
M3JIy4eHHS] CTPOrO 3aBUCUT OT SHEPIUU U BUJA MAJAIOLIET0 U3JIYyYEHUs, a TaKKe OT MPUPOJIbI
noryionarouiero marepuana. OCHOBHOM JO3UMETPUUECKON BEIMUYMHON ABIISIETCA 032 NOHU3H-
pyrolIero usnydeHus. Jlo3MMEeTpU4eCKUe BEIUYHMHBI CBS3aHbI C IOIVIOLICHHOM DHEpPruen us-
aydyeHusi. MHoroo6pasue yciaoBHii 00s1ydeHHst 1 MHOTO(AaKTOPHBIN XapaKTep ero nocieacTBUi
— Heo0X0/1UM LieNbIil Habop JO3MMETPUUYECKUX BEIMUYUH. DKCHO3UIMOHHAS J103a U3Ty4eHUs -
3TO KOJIMYECTBEHHAs XapaKTepUCTUKA HOHU3UPYIOIIEH ClIOCOOHOCTH PEHTI€HOBCKOTO U TaMMa-
U3IY4YEeHUs1 B BO3JyXe, MU3MEPEHHas IO KOJMYECTBY OOpa3oBaHHBIX 3apsAfoB (Ilap MOHOB) B
Bo3ayxe. Kiu/kr, penrtren. IlormomenHas no3a W3MydeHHsS - OCHOBHOW KOJIMYECTBEH- HBIif
MoKa3aTeNb BO3JCHCTBUS HOHU3UPYIOMIMX U3TyYeHUH Ha 00mydaeMble TkaHHu. Ompenens- eTcs
KOJIMYECTBOM SHEPIuu, MEepeaHHON B Impolecce 00ydyeHHs eIMHUIE Macchl 00Iy- 4aeMoro
BeniecTBa. [lornomenHas 1032 HOHU3UPYIOIIETO U3Ty4eHUs: D — 3TO OTHOIIEHNE MpHUpaleHHs
cpeaneit sHeprun dw, nepeaaHHON MOHM3UPYIOUIUM HM3JIy4eHHEM BELIECTBY B 3JIEMEHTapHOM
oObeme, k Mmacce dm BemecTBa B 3TOM oObeme. ['p, paj. DKBUBaJIeHTHas J03a - 3TO
MIOTJIOLIEHHAs 1034 B OpraHe WIM TKaHW, YMHOKEHHAsi HA COOTBETCTBYIOIIMM B3BEIIMBAOLINAN
k03 durmenT s nanHoTO BUa u3nydenus. H = Dnorn K. 3B, 63p. Dddek-
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THUBHAs /1032 - 3TO BEJIMYMHA, UCTIOJIb3yeMas KaK Mepa pUcKa BOSHUKHOBEHUS OTJAJICHHBIX I10-
CIIEZICTBUI OOJy4YEHHsI BCETO TeJla YeIOBEKa M OTACIBHBIX €r0 OPraHOB M TKAHEH C y4eTOM UX
paauouyBcTBUTENBHOCTH. E = H 1., 3B, O9p.

7.MeToabl 103MMETPHUH HOHU3UPYIOIIMX U3JTYYEeHUI.

buonornueckue — OCHOBaHBI Ha OIEHKE PEaKIUi, KOTOPHIE BO3HMUKAIOT B TKAHSAX MIPH
oO0NMydeHHH HMX OmpeneicHHON m030i MU (3puTemHas 103a, SMWIIIIMOHHAS 1033, JIeTalbHAS
703a). XMMUYECKUE — 3aKII0YAIOTCS B PETHCTPAllMA HEOOPATHMBIX XMUMHYECKUX DPEAKIUH,
MPOUCXOAIINX B HEKOTOPBIX BEIIECTBAX MOJ BIUSHUEM OOJIYYeHHH (paMOXUMUYECKUN Me-
Ton, Qororpaduueckuit meton). dusuyeckue — ocHoBaHbl Ha crnocobHoctn MU BbI3BIBATH
HMOHU3AIMIO BEIIECTBA U MPEBPAIATh JIEKTPUUECKUA HEUTPAJbHBIN T'a3 B 3JIEKTPOIPOBOIAIIYIO
cpeny (MOHM3AIMOHHAS KaMmepa, Ta30pa3psiIHbIA CUYETUUK, CIHUHTHIUISAIMOHHBIN ITO3UMETP,
TEPMOJIIOMUHECIICHTHBIN TO3UMETP, TOTYIIPOBOJHUKOBEIE JETEKTOPHI).

8. HauasbHbIe 3Tanbl Pa3BUTHA JIy4eBOoro nopaxenus. Ilpsamoe n Henpsimoe aeiicteue
HOHM3HMPYIOLEro U3JIy4YeHH!sl HA TeHeTHYecKHe CTPYKTYPbL.

[Tornomienue >HEpruu U3MTydeHHs! JTIOOBIM BEIIECTBOM — MOHHU3alUs U BO30YKIEHHE €ro
aTOMOB M MOJIEKYJl — MUTpalus MOTJIOIIEHHOW 3HEPTUU MO MAaKpOMOJIEKYISIPHBIM CTPYKTY-
pamM M MEXIy OTHEIbHBIMH MOJIEKYyJlaMHU — DPa3pbIBbl XMMHYECKHUX CBSi3ed — 0OpazoBaHue
CBOOOJHBIX PAUKAJIOB U PEaKLUU MEKIYy HUMH U IPYTHUMH, KaK YK€ MOBPEXKIECHHBIMH, TaK U
MHTaKTHBIMH Mouiekynamu. [Ipsimoe aeilicTBue m3mydeHus (MOTJIOLIEHUS SHEPTUU U3ITYYECHUS
CaMMMH MaKpOMOJIEKyJIaMH O€NKOB, HYKJIEONPOTEUJOB, CTPYKTYpaMH BHYTPUKIETOUYHBIX
MemOpan). Hempsimoe neiicTBrue u3nmydeHus (MOBPEXICHUE OMOMOJICKYS XUMUYECKH BBICOKO-
AKTUBHBIMH MPOJAYKTaMHU PaHO0JIN3a BOIbI )

9. Pagnosiu3 Boabl. PoJib CBOOOIHBIX PATUKAJIOB B OBPEKIEHNUH KJIETKH.

®dusndeckas CTaaus paauoid3a BOJBI 3aKIIIOYACTCS B Pa3JIOKEHUU BOJABI O] JCHCTBUEM
NU. Mouekynbl paciaaroTcsi — HacTymaeT (a3a nepBUIHBIX (GU3HKO-XUMHUECKUX PEAKIIUH

DU3NKO-XMMHYECKHE CBOWCTBA MOHU3UPOBAHHBIX M BO30YKJIEHHBIX MOJIEKYJ BOJIBI OymyT
OTJIMYATHCS OT MOJICKYJ BOJIBI DJIEKTPUUYECKA HEUTPAIbHBIX. [IpOI0IKUTEIRHOCTD CYIIIECTBO-
BaHUS MOHM3MPOBAHHBIX U BO3OYKIEHHBIX MOJIEKYJ BOJbI OY€Hb KOpoTKas. FiIMeHHO B Boje
pacTBOpeHbl OENKU, HYKIIEMHOBBIE KUCIOTHI, ()epMEHThI, TOPMOHBI U JAPYTUE KU3HEHHO Bax-
HBIE BEIIECTBA, SBIIAIOIIMECS OCHOBHBIMH KOMIIOHCHTAMH KJIETKH, KOTOPBIM JIETKO MOYET
OBITH TIEpEllaHa SHEPTHs, NEPBOHAYAIBLHO IOTJIONMICHHAs BoAOW. [lepBHUYHBIC paadaliMOHHBIE
MOBPEXKJICHHS HA OMOXMMUYECKOM YPOBHE MPUBOAAT K 00pA30BAHUIO HOBBIX XMMHYECKU BbI-
COKOAKTHBHBIX MPOIYKTOB, KOTOPHIE BBI3BIBAIOT JOTIOJHUTEIbHBIC MOBPEXKACHUS OUOIOTHYE-
CKHM BaXXHBIX MAKpPOMOJEKYJ. Takue MOBPEXICHHUS KacaroTCs HE TOJIBKO SACPHBIX KOMIIOHEH-
TOB, HO ¥ IIUTOIIA3MATHYECKUX U JPYTUX CTPYKTYP KJIETKH, BOBJIEKAs B PaJlOOHOIOTTUECKUe
3¢ deKThl Bce BaXKHBIE CHCTEMBI )KHBOW KIIETKU — (ePMEHTATUBHBIC, PErYIATOPHbBIE, 3allUT-
HBIE U JIpyTHE.

10. OcHOBHBIE MOJIEKYJIIPHbIE «KMHILIEHW» AeHCTBUSA PAIHAILUH.

1. THK — ocHOBHas MUIlIEHb B ICHCTBUY paauallii Ha KIETKU: HAPYIIICHHs CTPYKTYPHI a30-
TUCTBIX OCHOBAHUH, BBINIETIICHHE OTACTBHBIX OCHOBAHMH U3 1iemel, paspymenus gochordup-
HBIX CBSI3€H, MPUBOJSIINE K OJIMHOYHBIM M JBOMHBIM pa3pbiBaM enouek JJHK, cumku JTHK-
JHK u JIHK-O6enok, napymenus ctpykTypsl JHK-memOpanHOoro komrmiekca, akTHBaIus
JIHK-a3. Haubomnee cyiiecTBEHHbIC MPOSBICHHS TMOBPEKAAIONIETO NEHCTBUS paguallud Ha
JIHK: HemocpeCcTBEHHOM MPUYNHON PEMpPOYKTUBHOM THOETH KIETOK SBISIOTCS HEpermapupo-
BanHble oBpexaeHus JHK, npex e Bcero, nBoiiHble pa3pbiBhI Heneit u nospexaenus JJHK-
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2. MeMOpaHHOTO KOMILJIEKCAa; BOSHUKHOBEHUE HACIIEIYyEMbIX MOBPEXKACHUN T'€HETHUYECKOTO
MaTre- puaja — MyTallMii MOKET BbI3BaTh 3JI0KaYECTBEHHOE IEPEPOXKIECHUE COMATHUUECKUX
KIIETOK WK JIeeKThl pa3BUTHs Y OTOMCTBA; aecradmnusanus JJHK, mpouecc pemapammu ee
MOBpe- JKJICHUM MOTryT CIIOCOOCTBOBAaTh BHEAPEHHUIO B TI'€HOM KJIETKHM WIM aKTUBaLlUU
OHKOBHPYCOB, IIPE/ICYILIECTBOBABIINX B FTEHOME B PEIIPECCUPOBAHHOM COCTOSTHUU.

3. BHyTpuKiieTOUHBIE MEMOpaHBI: PEaKIuy CBOOOTHOPAANKAIBHOTO MEPEKUCHOTO OKHUCIIEe-
HUS JIMOWJIOB, JECTPYKTUBHBbIE W3MEHEHMsS MeMOpaH, IOpaKeHUe MEeMOpPaHOCBI3aHHBIX
(epMeHTOB, HapyllleHHEe MPOHMUIIAEMOCTH MeMOpaH, HapyllleHHE aKTHBHOIO TpaHCIOpTa Be-
LIECTB Yepe3 MeMOpPaHbl, CHI)KEHNE HOHHBIX TPaJINEHTOB B KJIETKE, HapyIIEHHUE Mpoliecca CUH-
te3a AT®, BbIX0J PEpMEHTOB U3 MECT MX CHEHM(PUUECKON JIOKAIU3alUK, TOCTYIUIEHUIO UX B
SJIpO U KaK CIEACTBHE 3TOTO JIe30praHu3alus sJIEpPHbIX CTPYKTYp U rubenb KiaeTku ("paHHui
HeKkpoOuo3"), narepdasnas rubenp kietok. Kierounsie MeMOpaHbl UTPAIOT POJIb B HEMHUIIIEH -
HBIX 3Qdekrax neiicteus NUN.

11. OcHOBHBIE peaKkIUuM KJIETOK Ha o0rydyeHue. JlerajibHble peakuum.

PenponykruBHas rubenb KieTok. BOdbIIMHCTBO OOMY4EHHBIX M CIIOCOOHBIX K JEJICHHUIO
KJIETOK MOTHOAIOT HE MOMEHTAJIBHO, a MOCJE MEePBOTo MOCTPaAMAalMOHHOTO MHUTO3a. Mopdo-
JIOTUYECKOM OCHOBOM HMHAKTHBAIMM PENpOAYKTUBHOW CHOCOOHOCTH KJIETOK  CIIy)KaT
XpOMOCOMHBIE abeppaliuu - (pparMeHTbl, BHyTPUXPOMOCOMHBIE U MEXXPOMOCOMHbBIE OOMEHBI.
BonbmnHCTBO 00JIYyYEHHBIX M CIIOCOOHBIX K JIEJICHHIO KJIETOK MOTrH0aroT HE MOMEHTANBHO, a
Mocje TIEPBOTO TMOCTPAAMAIIMOHHOTO MHTO3a. MOpGOIOru4ecKoil OCHOBOW HWHAKTHBAIIUU
PENPOIYKTUBHOM CITOCOOHOCTH KJIETOK CITYy)KaT XpPOMOCOMHBIE abeppanuu - (parMeHThI, BHYT-
PUXPOMOCOMHBIE U MEKXPOMOCOMHBIE OOMEHBI.

HNutepdaznas rubens kinetok. MHTEepda3HO, TO €CTh MO0 BCTYIUICHHS B TEPBBIA TOCIE
00Jy4eHHs] MUTO3, MOTUOAIOT KJIETKH KaK paJMO4YyBCTBUTEIbHBIX TKaHEW, TaK U pagrope3u-
CTEHTHBIX.PSIT CTPYKTYpPHBIX U3MEHEHUIM 3aKOHOMEPHO COMPOBOXKJIAIOT MHTEp(Da3HyIO THOEIb:
arornTo3 WA HEKPO3.

12. OcHOBHBIE peaKkIuM KJIeTOK Ha 00ayuyeHue. HesieTajabHble peakinum.

Paguanuonneiii 6710k MHTO30B. 3a/ep:kka MHUTO30B SBIISETCS MPUMEPOM HECTOXaCTHUYe-
CKOTO paAualvoHHOTO 3¢deKTa: ¢ yBeTUYCHHEM J03bl BO3PACTaeT HE JIOJI pearupyromux
KJIETOK, a BeJIMYMHA peakiuu.PainannoHHbIil 070K MUTO30B MPEIOCTABIISET KIETKE AOMOIHU-
TEJIbHOE BpPEeMs JIJIsl OCYLIECTBJICHHSI MOCTPAIUAIIMOHHOTO PENapaTUBHOTO CHUHTE3a HYKJIEHHO-
BBIX KHUCJIOT. PajivaninoHHble HapylleHUs crenupuueckux KiIeTouyHbIX (yHkiuil. Hapymenus
(GYHKIHMN KJIETOK, COXPaHUBIIMX >XKHU3HECTIOCOOHOCTh, MOTYT CYIIIECTBEHHO BIHUSATh HAa MaTo-
norudeckuil mpoiecc.M3Menenne GpyHKIIMOHATBHON aKTUBHOCTU HEPBHBIX KieToK. J[0303aBu-
CUMO€ YBEJIIMYEHHE aAre3UBHOCTH HEUTPO(UIBHBIX TPAHYJIOLUTOB, HAPYIICHHE MHUTPAIHH K
00BekTy (aromnurosa. Myranuu. HekoTopsie MyTallud COBMECTUMBI C MTPOXOKACHUEM KIETOK
gyepe3 ¢azy MuT03a. MOTYT SIBUThCS MPUYUHON Pa3BUTHS TaKUX IMOCIEICTBHUM, Kak 370Kayde-
CTBEHHbIE OMyXOJU. JIOMUHAHTHbIE MYTallUd B 3apOJIbIIIEBBIX KJIETKAX MOTYT SIBUThCS MpPHU-
YUHOW THOENH IJI0/1a WM BO3HUKHOBEHUS Y HETO TeHEeTHUECKUX aHOMalui. PereccuBHbie My-
TallMy B 3apOJIBIIIEBBIX KJIETKAX MOTYT MPOSBUTHCS B OECKOHEYHOM DSy MOKOJICHUMN, TTOIUH -
HASICh TEHETUYECKOMY 3aKOHY PacIIeIUICHHS] TPU3HAKOB.

13 IlepBuuHble mnoBpe:xaeHusi, Bbi3biBaemble B JIHK woHusupymwouieii paguanmeii.
Mocaen- creust noppexnenuii JTHK.

Ha nepBom »stame ob6mydenuss B JIHK oOpa3syeTcs crnokHbIi Makpopagukal ¢ JIByMs
TUIIAMU JIOKAIM3ALUM HECIAPEHHBIX IEKTPOHOB, KOTOPBIM COOTBETCTBYIOT IOBPEXKICHUS
OCHOBaHHUH (MOTEPH, BCTABKU U XUMUUECKUE MOAU(DUKAIINH) U TOBPEXIeHH caxapodocdar-
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HBIX Llenei (OJMHOYHBIE U JBOMHBIE Pa3pbiBbl (GOCHOIMIPUPHBIX U MEKYTICPOJHBIX CBS3EH).
[Tpryem HYKICOTHIHBIE OCHOBAHMS MOBPEXIAIOTCS Yale, 4yeM caxapodocdarnas yacts JJHK
(nmpumepHo B Tpu pasza). [lo mannsiM B. A. IllapnaTtoro, 80-90 % cBOOOAHBIX 3JIEKTPOHOB U
panuKanoB, OOpa3yOIIUXCS MPH OONYyYeHWH, PEArHpyloT C a30TUCTHIMH OCHOBAaHUSAMH —
CaMBIMH JIAOWJIBHBIMH YacTSIMH MOJIEKYJIBI — U TOJIbKO 10-20 % sHeprum pacxoiyercs Ha pas-
noxenue yriaesogopoaHoro ¢parmenta JJHK. Hanbonee paanoycToiduBBIME SBISIOTCS yTJie-
pOJIHBIE CBSI3U, KOTOphIE B 7,5 pa3a cradbuibHee, yeM (ocoandpupuble. 13 a30TUCTBIX OCHO-
BaHUU OoJblIel paguOYyBCTBUTEIBHOCTHIO 00Ja/1al0T MUPUMMIMHOBBIE, U3 KOTOPBIX CaMbli
nabuIbHBIM — TUMUH. [lyprHOBBIE OCHOBaHMS B JIBa pa3za ycTOHYMBEe MUPUMUIMHOBBIX. [lon
NENCTBUEM HOHHM3UPYIOIIEH paauanuu dvaimie noBpexnaercs onna uuth JIHK. D10 nesamu-
HHUPOBAaHNE OCHOBAHUH, AIKWIMPOBAHNE, BOSHUKHOBEHUE OKCUMOB LIMTO3WHA, JUMEPHU3ALUI U
TUApaTanys MUPUMUIUHOBBIX OCHOBAHMN U JIp.BTOpHYHBIE peakuu — 3T0 pa3pbIBbI BOJOPOA-
HBIX CBsI3€l, KOH(MOpPMalMOHHbIE W3MEHEHUs HaaMmoJekyasipHbix cTpykrtyp JAHK, a Ttaxxke
BHYTPH- U MEKMOJIEKYJIIPHbIE CHIMBKHU IMOJIMMEPHBIX Ieneid. Paspyiienre HaaMoIeKyIsspHOT
CTPYKTYpHI (Iecnupann3aiiys) oOyCIOBJICHO B MEPBYIO o4epeas MTBOMHBIME paspbiBamu JIHK,
KOTOPBIE BO3HHUKAKOT, €CIM OJMHOYHbIE pa3pbiBel HUTEN JIHK pacnonoxensl Ha paccros -
Huu He Ooiiee 10 map HykJI€OTHAOB pyr OT Apyra. [lox BiusiHuEM 00TydeHUS] TPOUCXOIUT HE
TOJBKO pa3pbiB monumepHor cTpyktypsl JIHK, HO u pa3sHOOOpa3HbIe M3MEHEHUS B XUMHYE-
CKOM CTpyKType MoieKysbl. OCOOEHHO BaXXHO TO OOCTOATENBCTBO, YTO ATU HU3MEHEHHs Ka-
CalOTCS a30THUCTBIX OCHOBAHWH, U3 KOTOPBIX COCTABJICH KOJ reHernyeckor nHpopmanuu. I[o-
1a/laHue KBAHTA SHEPIMU MPU OOIYUYEHUH KIETKH — MPOLECC CTOXACTHUECKHM, OJTHAKO KOHEY-
HOE MOBPEXKICHUE BO3HUKAECT IPEUMYILECTBEHHO B ONPEACICHHBIX Y4aCTKaX XPOMOCOM, B TaK
Ha3bIBAEMBIX TOPSIUUX TOUKAX. DTO SIBIEHUE MOXKHO OOBSICHUTh MUI'PALIUEH SHEPTHH UIIU 3apsi-
71a BOJIb XpPOMOCOMBI K HauboJiee «paHUMbIM» MecTaM. CyllecTBYeT MUTpanus 3I€KTPOHHOTO
Bo30OyxaeHuss mo wmotiekyne JIHK wa Oonbmume paccrosuuss — 103-104 map ocHoBaHwMiA.
O0pasyrouuiica noa neiicTBueM y-o0aydeHUs: aHUOH-PaJUKal MOXKET BO3HMKAThH CIy4aiiHO B
I000M U3 YeThIPEX HYKJIEOTHAOB, a 3aT€M HECIApEHHBIM 3JEKTPOH IepenaeTcs Ha TOT HYK-
Je0TU, KOTOPbIM 00sanaeT HamOOJIBIIUM 3JIEKTPOHHBIM cpoacTBoM. [locie 3Toro aHmoH-
panukan crabunusupyercsa. [IMpuMHUIMHOBBIE OCHOBaHMs Kak HamOosiee UyBCTBUTENbHBbIE U
SBJIAIOTCS IEPBUYHBIMU TOYKAMU IIPUIIOKEHUS TIOBPEXKIAIOLIETO JEUCTBYS paJAalliu.

14. JIsynuteBbie pa3pbiBbl JIHK. MHayknus nyHuteBbix pa3pbiBoB MU. Ilonstue o kna-
CTEPHBIX IIOBPEXKACHUSX.

JsynureBnie paspeibl ([P) B THK dopmupytorcs B pesynbrare: HempennamepeHHBIX €O-
OBITUI: BO3/IEHCTBHS SK30T€HHBIX areéHTOB, TAKHUX, KaK paJuals U OINpe/leIeHHble XUMHYe-
CKHUE BEILECTBA, YHIAOICHHBIX MPOLIECCOB, B TOM uMciie perukanuu u penapaunu JJHK. Hame-
penHoii uaaykuu 1P B meiioze I JIP BBI3bIBaIOT TOMOJIOTHYHYIO PEKOMOWHAIUIO; B XOJ€ pa3-
BUTHS COMATHYECKUX SJEP y HMPOCTEHIINX, NEPEKIIOYEHMs] THUIA CHAPUBAHUA y IPOAOKEH,
¢dopmupoBanus T-kinerouHoro peuenrtopa Ha T-muMponuTax U MepeKsItoYeHns KJIaCCOB UMMY-
HoroOynuHa y B-nmumdonuTos.

NN pazpsiBaer [JHK BHyTpn XpoMocOM. OTH pa3pbIBbl MOTYT NPOMCXOJUTH NPSIMO WIIU
KOCBEHHO. [IpsIMON IyTh: CTOJKHOBEHHE YACTHIl BBHICOKOH 3HEpruM WM (POTOHOB C IIETBIO
JHK u napymenue pochoansdpuproro ocroBa. Henpsimoit myrs: MU pacuienisier MOJIEKyIbl
Bozb!l psjoM ¢ JIHK, coznaBas Bomopox U cBOOOJHBIN T'MIPOKCHII-paauKal. ['MApOKCUIIbHbIE
panukanel Moryt pearupoBath ¢ cocegHeil JIHK, mpousBons omHoHuteBbie paspbiBel JTHK
(OP). IIpoTtuBosaexamue Ha HeOOIBIIOM paccTosHUU OP, co3aHHbIE TPSIMBIM MU HETIPSIMBIM
yTeM, MOTYT CIIOHTaHHO IpeBpaiathes B JIP. I'unore3y npocroro npeodpaszoBanust OP B JIP
CTaBAT 1Moj coMHeHue: 10-KkpaTHoe yBenrueHne ckopoctu oopazoBanust OP (nanpumep, ¢ 10-4
1o 10-3 Ha oMH WM JiBa BUTKA CIMpaJIM) JOJDKHA YBEJIIMYUTh CKOPOCTh oOpazoBanus /P B
100 pas3 (¢ 10-8 no (10-3 « 10-3) = 10-6). PaguarnronHo-unayiupoBanHbie J[P yBennuuBarotcs
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JIMHENHO C POCTOM JI03bl MU3IY4YEHHUs A0 HECKOJBbKUX coTeH ['p. CTOIKHOBEHHE ¢ OJJHOW MOHU-
3UpYIOILIEN YaCTHUIIEH CO34aeT MHOKECTBEHHbIE IOBPEXK/ICHNUS, B TOM YHUCIIe OJIU3KHUE IPOTHUBO-
nexamue OP. JlokanmeHO MHOTOKpaTHO ToBpexaAcHHbBIe cailThl (locally multiply damaged sites,
LMDSs). Knactepnsie noBpexaeHus — nBa win 6osee nospexaenui JJHK, cozpanubsix ogqaum
TPEKOM H3JIy4yeHHS, KOTOPbIE HAXOJATCSA B IMpeAesax OJHOTO WM JBYX CIHUPAIbHBIX BUTKOB
JHK. JJHK-nurasa ne moxert 3anatarb OP, ecnu nepepbiB HE SBISIETCS «UUCTBIM», TO €CTh
COCTOSAIIMM M3 OAHOro 3-THIPOKCHJI KOHIA W oauH 5S'-hocdarHoro konma. "I'psi3abie"
OJVMHOYHBIE M JBOKMHBIEC pa3pbiBbl Henu JJHK Moryt copepkarh MpakTUYECKH HEMPOLECCUPY-
eMble, Helurupyemble KoHibl. Henpsimoe oOpa3oBanue /IP Bo Bpems MOMBITKH 3KCLHU3HOHHOM
penapauuu ocHoBanuil (BER) xiactepusoBannbix nopaxkenuil. OP u npyrue moBpexaeHUs
JIHK (oxuciieHHble OCHOBaHMSI M YYacTKHU MOTEPU OCHOBAHUM) MOJBEP’KEHBI SKCIIU3MOHHOM
penaparuu ocHoBanuii (BER), oOpa3oBanue pemapaniioHHON Operiu, 3amoJIHSIIOTCS C TOMO-
upto JIHK-nonmumepassr u ckperisirores JIHK-nmurazoit [loa. OgHoBpemennsie nmonbiTku BER
KJIACTEPHBIX OKHCIUTENbHBIX MOBpeXJIeHUuN Moryt mnpousBoauTe OP B o6eux nutax JIHK,
KOTOpPBIE MOTYT mpeoOpa3oBatbes B J[P

15. Penapauus nByHuTeBbIX pa3poeisos IHK.

Heromomnoruunoe coeaunenne koHoB (Non-homologous end-joining, NHEJ).Eauucteen-
HBIN yTh penapanun [P, kotopsiit padotaet B GO u G1 da3zax kiaetounoro nukia. Pemapanus
myreM romoisiorndeckoit pexkomounaruu (homology-directed recombination-mediated repair,
HRR). AnpTepHatrBHOE (OMMOCPEIOBAHHOE MUKPOTOMOJIOTHEN) coenmnHeHne KoHIoB (Alterna-
tive (microhomology-mediated) end-joining, alt-EJ/MMEJ).

16.MeTtoapbl feTeKUMHU ABYHUTEBbIX pa3pbiBoB JJHK.

Meton JIHK — komer («kDNA-comet assay»), BiepBbie onucanHbiii Ostling u Johansson B
1984 r., sBisercs ObICTPHIM U BECbMa YYBCTBUTEIBHBIM METOJOM PETHUCTPALIUU MOBPEKICHHIMA
JHK u uzyuenus penapanuu JIHK Ha ypoBHE OIMHOYHBIX KJIETOK. JIJisi IE€TEKIMU JIBYHUTE-
BBIX Pa3pbIBOB METOJ MPOBOJAT B HEHTPATIbHBIX YCIOBUAX cpeabl. DocdonnpunupoBaHue ru-
crona 2HAX (y2HAX). Kommiekc 6enkoB ATM — MRE. Jlns aktuBanuu 6enka ATM HyxeH
me oaud 6eaxoBbiid koMmuiekc — MRN. MRN cocrout u3 6enkos MRE 11, RAD 50, NBS 1.
benox NBS 1 mpencraBmsier co0oif HpOAYKT TreHa, KOTOPBIA MYTUPYET MpPU CHHIPOME
XpoMocoMHOM HectaOminbHOCTH Huitmerena. OcHoBHast ¢dyHkuust NBS 1 — npsmoe cBsi3biBa-
Hue ¢ ATM 1 ero TpaHCTIOPTUPOBKA K MECTY IMOBPEKICHUSI.

17.0c00eHHOCTH BOZBHMKHOBEHHUS TOYKOBBIX MyTALIMH 1OCJIe 00Ty YeHHsI.

TepMuH «TOYKOBasi MyTalMs» JOJITOE BPEMsI MOHUMAJICA Pa3HbIMU HCCIIEIOBATESIMU I10-
pa3HOMY, TOATOMY CIEAYET YTOYHHUTh, YTO COIJIACHO COBPEMEHHBIM MPEJICTABICHUSM TOYKO-
BBIMU MYTallUSIMH MBI Ha3bIBa€M CTaOMIIbHBIE U3MEHEHUs Ha ypoBHe HykieoTuaoB JIHK. ITpu
00pa3oBaHUM TOYKOBOI MYyTaIlMU HE HAPYIIAE€TCS IEIOCTHOCTh XPOMOCOMBI M HE 3aTparuBaeT-
csi ee OeNMKOBBI KOMIIOHEHT. TOUKOBBIE MyTaIlUU MPEICTaBISIOT COO0N M3MEHEHHUs B OJTHOM
reHe M MOTYT OBITh JTOMHUHAHTHBIMH, PELECCUBHBIMH WM CIEIUICHHBIMH C ToJoM. bomb-
IIMHCTBO PAJMAlMOHHBIX TE€HETUKOB-DKCIIEPUMEHTATOPOB paboTaloT ¢ apo3oduion u
MBIIIAMH, Y KOTOPBIX BBI3BIBAIOT MYTAllMU, BIUSIONINE HA BCE OpraHbl U CUCTEMbI OpPraHu3Ma.
Myrtaiuu MOTyT ObITh COBEPIIICHHO HE3aMETHBIMH, HO MOTYT OBITh M JIETANbHBIMH. B paHHHX
paboTtax Ha Apo3o¢uie ObUIO MOKA3aHO, YTO YACTOTA BBHI3BAHHBIX OOJyUYEHHUEM MYTAIWi JIH-
HEWHO 3aBUCHUT OT J03bl B Auana3oHe 103 Hmxke 50 MI'p. Dkcrpanonduus npsiMoit 10 0CH TOKa-
3bIBAET YACTOTY CIIOHTAHHBIX MyTaluii. BUIHO, 4TO B Cilydae reHHBIX (TOYKOBBIX) MyTaIlHil HE
oOHapyXuBaeTcst "OporoBoil" 103bl, T.e. JNr00ast, Jaxke camasi MajeHbKas 103a dPQeKTHBHA
JUIS UHAYKUMKA MyTanui. JInHelHas 3aBUCMMOCTb MyTalllii OT J03bl AHAJIOTUYHA 3aBUCUMOCTH
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BbIXOJa OAMHOYHBIX XpOMOCOMHBIX 158 XpOMaTI/I[[HBIX pa3prBOB. 3Ta JII/IHef/'IHOCTL npeﬂnonara-
€T, 4TO MOIIIHOCTH A03bl HE BIIMACT HA BBIXO MYTaIII/Iﬁ 1 9TO BO3MOXHOCTH penapaupm MYTa-
LU HE CYLIECTBYET.

Korna BBIBO/BI THX paHHHX HCCICIOBAaHMWN Ha Apo30(dwuie ObLIM SKCTPANOIMPOBAHBI Ha
YEJIOBEKa, YUEHbIE MPUIUIA K 3aKIIOYEHHUI0, UTO JII00as 71032 HE3aBUCUMO OT €€ BEIUYHHBI U
MOIIIHOCTH IIPUBOJUT K OMACHOCTH KyMYJSITUBHOTO F€HETHUECKOT0 3((eKTa, NOCKOIbKY OHO-
JIOTMYECKAsl pernapanus MyTaluii HEBO3MOKHA.

18. KauecTBeHHbIE ACMIEKTHI XPOMOCOMHBIX MYTAllM i, BLI3BAHHBIX 00, Iy4eHHEM.

Jlia xnaccuukanuy pagualiMOHHO-UHIYIUPOBAHHBIX XPOMOCOMHBIX HapyIIeHUH co3aaHa
cobcTBeHHas Kimaccuukaius abeppaluii, KoTopas JIMIb YaCTUYHO COBMAIAET C Kiaccuduka-
[HEH, UCTIOJIB3YEMOW B MEIMIIMHCKOW T'€HETHKE.

B pagnannonHoil Onosiorud XpoMOCOMHbBIE adeppalii MOXHO MOAPa3JeNIUTh Ha CTaOUIIb-
Hble (CUMMETPHUYHBIE) U HEeCTaOUJIbHBIE (HECUMMETPUYHBIE) - B 3aBUCUMOCTH OT COXpaHEHUs
FeHEeTUYECKOTO MaTepuaia MpH JeJIeHUH KIETKU, 1 Ha XpPOMOCOMHBIE U XpOMAaTHUJIHbIE - B 3a-
BHCHMOCTH OT (pa3bl KJIETOYHOTO LIMKJIa, B MOMEHT KOTOPOH KJIeTKa Obljia 00TyyeHa.

HecrtabunbHbie aGeppanuu 3T0 ¢pparMeHThl (OJMHOYHBIE M TapHBIE), TUIEHTPUUYECKHE U
KOJIbIIEBBIE XpOMOCOMBbI. CBO€ Ha3BaHWE ATH abeppaluy MOJIyYWIH B CBSI3U C TEM, YTO OHH,
KaK MpaBUJIO, HE MEPEXOAAT K JOUEPHUM KJIETKaM BO BpeMsi MUTO3a, IO3TOMY CO BpEMEHEM HX
4acToTa CHIXKaeTcs. DTU abeppalluu JEeTKO ONpeaessioTcs B MeTadase.

CuMMeTpuuHble OOMEHBI, €CJIM OHM 3aBEpILIEHBI, HE BBI3BIBAIOT IMOTEPU TE€HETHUYECKOTO
MaTepuasa U He IPEeNITCTBYIOT IeJIeHHUIO KIeTKU B aHadaze. [loaToMy Takue abeppaliiu Ha3bl-
BaroT '"craOmnbHBIMH". CTaOuibHBIE abeppary MOXKHO OIPEACINUTh, TOJBKO HCIIOIb3YS
CrieragbHbIle METOJUKH OKpackd XpoMocoMm — muddepeHInaibHoe OKpammrBaHiue U (hiroo-
peclieHTHas in situ THOpUIU3AITHSL.

Abeppanuu XpOMOCOMHOTO TUIIa BO3HUKAIOT, KOT/Ia KJIETKa MmoaBepriiack oomydenuto B G1-
¢aze kieToyHoro nukia unu S-aze g0 Hayana peruukanuu. Hanboliee xapakTepHbIMU Cpeau
HUX SIBJISIIOTCS TaK Ha3blBaeMble 0OMEHHBIE XPOMOCOMHBIE abeppallii, a UMEHHO JULIEHTpUYE-
CKHE U KOJIBLIEBBIE XPOMOCOMBI, a TaKke HapHble (parMeHThl. Abeppaluu XpOMaTHIHOTO
THUMA BO3HUKAIOT B KJIETKe, oOxydeHHOU mocie permukanuu JIHK. HamOGonee TunmmyHbIMH
abeppalMsMH XpOMATHIHOTO THIIA ABISIOTCS TETpapaguaibl U OAUHOYHBIE (parMEHTHI.

19. Kotn4ecTBeHHbIE ACTIEKTHI PAIMAMOHHO-UHAYIHPOBAHHBIX adeppanuii XpoMocoM
nocJie 00, 1y4eHus.

OnBITHI ¢ )KUBOTHBIMH U JIaHHBIE 10 OOJYYEHHBIM OOJIBHBIM MOKAa3alld, YTO BBIXOJ abeppa-
uuit (y) mocne oOiaydeHus KIETOK u3iydeHueM ¢ Huskoiu JI[ID mydiie Bcero omuchiBaeTcs
MPOCTBIM MAaTEMATUYECKUM YPAaBHEHUEM:

y=aD + gD’y =aD + BD?

rae D — no3a, a o v f — KOHCTaHTBHI.

DT0 ypaBHEHHE XOPOIIO COTIACYeTCs C THIOTE30i O TOM, YTO HEKOTOpbIe abeppaluu sB-
JISIOTCS. PE3yIbTATOM MPOXOKACHHUS YEPE3 XPOMOCOMY JIUIIb OJJTHON MOHU3HPYIOMIEH YaCTUIIbI
(omHO TMOMAaAaHKe), TOITOMY MX BBIXOJI MpOMoOpiMoHaneH a03e (alD), B TO BpeMs Kak JIpyrue
abeppallvy BBI3BIBAIOTCS MPOXOKIECHUEM JBYX OTIEIBbHBIX YACTHI], M UX BBIXO]I MPOMOPIIHOHA-
JNeH KBaapary 1036l (SD?). OnHOyAapHbIe abeppalluy IMHEHHO 3aBHCAT OT J03bI, Jyis Oojee
CIIOXHBIX abepparuii 3aBUCUMOCTh HEMHEHHas

20. /loMHHAHTHO-/1eTA/IbHbIEe MyTalluU. MeToabl 00HApYKEHHS.
JIOMUHaHTHBIE JIETAIbHBIE MYTallUd — 3TO TOYKOBBIE WJIM XPOMOCOMHBIE MYTAlllH, BO3-
HUKIIIHE B TOJIOBBIX KJIETKaX poaUTeNeil U BhI3bIBAIOIINE THOETh SMOpHOHA. TecT 00BEeKT —
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nposoduna. JIJIM o0ycrnoBiIeHBl H3MEHEHHEM HACIICJCTBEHHOCTH B TOJIOBBIX KIETKaX POJIU-
TeJeH, MPUBOAAIIMX K rH0enu moToMKOB B F1, B OCHOBHOM BO BpeMs SMOPHUOHAILHOTO MEpU-
oJa.
VY npozoduinst JJJIM MOTyT MpOSIBISITECS Ha JTFOO0H CTaJMKM OHTOTEHE3a OT siIa 10 HMaro.
PaccmotpuMm MeTon, KOTOpBIN 103BOJIAET yuuThiBaTh JJJIM, npossistomuecs paHo B OHTO-
reHe3e — Ha CTaJNH SHIa. Y YUTHIBAIOTCS SIIA, U3 KOTOPHIX HE BBIILIN JUYUHKU. T€CT 0OBEKT
— J1a0opaTOpHbIE MIIEKOMUTAIOMKE (MBIIIH, KpbIChl). OOIyd4aroT caMIlOB WJIM CaMOK JKC-
MEPUMEHTAIBHBIX JKUBOTHBIX — TAPUBAIOT MX C HEOOTYyYEHHBIMHU TMapTHEPAMU MPOTHUBOIIO-
JIO)KHOTO T0JIa —> OMPEEISIIOT JOMUHAHTHBIE JIETATbHBIE MYyTAallMd TMPEHATATbHBIMA METO-
namu (oOcremoBaHre MaTKU OEpEMEHHBIX CaMOK, TOJACUET KOJIMYECTBA KEITHIX TEll, JKUBBIX U
MEPTBBIX SMOPHOHOB, OTPEIEICHUE OTHOIICHUS MEPTBBIX SMOPHOHOB K OOIIEMY YHCIY HM-
TIJIAHTAHTOB).

21.JIOMMHAHTHO-JIeTAJbHbIe MYTAIIMM B OMBITAX HA CAaMIIAX MBIIIEH B OMBITAX /10
HACTYIJIEHHUSI CTEPUJIBHOCTH M B ONBITAX MOCJI€ HACTYIJIEHUSI BpEMEHHOH CTePHJILHOCTH.
1908 r. Pero u ro0poitne; 1932 CtpaHACKOB: OIUIOJOTBOPEHHE MPOHMCXOIUT HOPMAJBHO,
HO T03/IHEE HEKOTOPhIE SMOPUOHBI pe3opoupyroTcs. CHeT: THOEIb SMOPUOHOB MPU UMILTAH-
Tallid WM BCKope mociie Hee. ['epTBUT: 1. COCOOHOCTH CIIEPMHEB K OILIOJOTBOPCHHIO HE
M3MEHSETCS JaKe TP OOJIBIINX 103aX BO3JACHCTBHS. 2. HA CTaJNU APOOIJICHHS HAOIIOAA0TCS
OTKJIOHCHUS. bpeHHeke: o0nuii MpoIeHT aHOPMAIBHBIX 3MOPHOHOB, 0€3YCIIOBHO, BHIIIIE, YEM
MPOICHT WX THOETH J0 UMILIaHTaluu. Paccen: HeKoTopeie SMOPHOHBI, 0OHAPYKUBAIOIINE He-
HOpMaJIbHOE JPOOJICHNE, IEHCTBUTEIBHO J0KHUBAIOT 0 MOMEHTa UMIUTaHTarmu. [1pu no-
BBIIICHUH JI03bI THOENb 0 MMIUTAHTAIIMHA BO3pAcTaeT MO CPABHEHUIO C THOENBIO MOCIE Hee.
[TporieHT MEPTBOPOKICHHBIX IOTOMKOB B CKPEITUBAHUU C OOJYYEHHBIMU CaMIIaMH B MIEPHO/I,
MPE/IIECTBYIONIMIA CTEPUIIBHOCTH, BBIIIE, YeM B KOHTpOJIe.B 3HauHuTEeNIbHOM Mepe 3TOT AP PEeKT
0OBSICHSETCS] MAJIBIM pa3MepoM HomeTa. JIJisi yCTaHOBJICHUS YaCTOThl MYyTAIlHid, MEPTBO-
POKICHHBIC HE SBIISIOTCS ITOAXOSIIIIAM MAaTEPUATIOM B CHITY 3aTPyTHCHHUN B ONIPEICICHUH
TOT0, KaKOi MMEHHO (pakTop 00yciIoBIMBaeT ux rudenb. [Ipuposa XpoMOCOMHBIX abeppariuid,
00yCIIOBIMBAIOIINX JOMUHAHTHYIO JIETATLHOCTh: YHCIIO MOTOMKOB B MOMETaX IagacT B Jora-
PUPMHUYECKON TPOTPECCHH C J0301. DTOTO MOXKHO OKHIATh, €CJIM JIOMHHAHTHBIC JICTAJIA BO3-
HUKAIOT B PE3yJbTaTe OJHOYAApHOro JeiicTBus. Cpean MOTOMCTBA B CKPEIIMBAHUSX, TIPOBE-
JCHHBIX JI0 TIEPUOJIa CTEPUIILHOCTH, 3HAYUTEIILHO 00Jiee BHICOKHI MPOIEHT THOEIU B TIEPBBIC
75 nmHel mocie poXKaeHUs, Hexenu B KoHTposte.I[IporeHT rudenn Obu1 O0bINE A1 MMO3THUX
CKpPCIIMBAHMIA, YEM JUIS PAHHUX.

[ToTroMCTBO, TOJIy4eHHOE OT OOJYYEHHBIX CAMIIOB B CKPCIIMBAHMSAX, MPOBEICHHBIX IOCIEC
Mepro/ia CTePHILHOCTH. YMCIIO TOTOMKOB B IIOMETE YMEHBIIACTCS HE3HAYUTEIIBHO.

[TonoBbie KkJIETKM OOMy4arOTCs B CTaguu CclepMaToroHui. JleTamm BO3ZHHUKAIOT B
CIEpMAaTOTOHUSAX, HO MHOTHE M3 HUX HE MOTYT NMPOWTH uYepe3 Bce KIETOYHBIE IENEHUs OT
CIIEpMAaTOTOHUHN 10 crepMaTo30uI0B. 3auaTkoBblii oTOOp. [locrne obaydenus HaOmromaercs
YMEHbIIIEHUE YHUCIIa CIEepMaTOrOHUM. Bonblyl0 4acTh yMEHBIIEHHUS 4YWCIa CHEePMAaTOTOHUM
nocse o0MydeHus: U MOCIEIYIOIUN Mepruo CTEPUIHBHOCTH MOXHO OTHECTH 3a CYET BO3HUK-
HOBCHHUS B KJIETKaX JOMWHAHTHBIX JieTajei. JJOMUHAHTHBIC JIETAIM BBI3BIBAIOTCS C OOJIBIICH
4acTOTOM B CIEPMATOTOHMSIX, 4YeM B crepMmaTto3ougax. CrepMaToroHWd TUIUIOMIHBI, a
CIEPMAaTO30H/Ibl TaIIOUIHBL;MI3MEHEHHE COCTOSHHSI XpOMOCOM, (ha3 MHUTOTHYECKOTO ITHKIIA;
Pa3znuunbie 0cOOEHHOCTH 0OMEHA BEIECTB.

22. I[OMI/IHaHTHO-JIeTaJIBHBIe MYTalluU4 B ONIbITax € OﬁJIy‘-leHHLIMI/I CaMKaMH.
Ha6J'IIO,Z[eHI/I$I 10 YMCHBIICHUIO YN CJIa IOTOMKOB B ITIOMCTC. Cuemn u DiMc: IIpHU NOBBIIIC-
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HUU J03bl YHUCIO NOTOMKOB B IIOMETE CHUXAJIOCh ObICTpee Ipu OOJy4EeHMM CaMOK, a He
cam1ioB. boisiee cunbHBIN 3(PPEKT CBA3aH C MOBPEKIAIOIIMUM JACHCTBUEM M3JIy4E€HHUS Ha MaTb,
YTO BPEJHO OTpakaeTcs Ha pa3BUTUU JAeTeHbllel. [lonoBble KeTku caMku 00ay4yatoTcst B cTa-
JIMH OBOIIUTOB.

23. MyTaIII/II/I, CHHKAKOIIHE JKH3HECIOCOOHOCTb. MeTOJIbI I/I)IeHTI/I(l)I/IKaIII/IH.

MGTOIL CCMHU JIOKYCOB. OTHOCHTEIBHBIE YACTOTHI KU3HECIIOCOOHBIX HOJIy.]ICT&JICﬁ n JICTaJIb-
HBIX THUIIOB Pa3IM4arOTCsAd B 3aBUCHUMOCTHU OT J'IOKyca.HaJ'II/I‘-II/Ie Y MHOTUX BBISIBJICHHBIX U3MCHC-
HUN PEUCCCUBHOTO JICTAJIBHOI'O I[GﬁCTBHfI YKa3bIBa€T, 4TO, HCKOTOPLIC MyTallUh MOI'YyT OBITh
HEXBAaTKaMH.

24.MeToabl OLEHKH MHTEHCHBHOCTH MYTALMOHHOIO Ipouecca Yy 4YeJl0BeKa.
HonyasiuuoOHHBINA M (PEHOTHIIHYECKHE MOAX0AbI (IPAMOM M HENPAMOI MeTOo.).

MyTanmoHHBIN MPOLIECC Y YETOBEKa MOXKET ObITh OXapaKTePU30BaH B HECKOJBKHX IIaBHBIX
HaIpaBJIEHUSAX: UHTEHCUBHOCTb, CIIEIU(PUUHOCTD, NMHAMUKA NpuyuHHbIE QakTophlILIl. Dd-
poumcon (1932), Jx. Xonaein (1935): OTKpbUTH HOBBIM METOJ OIEHKHA YacCTOTHl MYTAIlHH,
HayaJoCh U3y4YEHHE MHTEHCUBHOCTU CIIOHTAHHOIO MYTAIIMOHHOIO mpolecca. Bo3HUKHOBEHHE
MyTallUd TpU OOBIYHBIX (UZUOJOTHYECKUX COCTOSHHUSAX OpraHum3Ma 0e3 JONOJHUTEIBHOTO
BO3/ICHCTBUS KaKUMM-TMOO BHEIIHUMU AJIs opraHu3Ma ¢pakropamu. Onpenensercss KaKUMU-TO
(bakTOopamMM: XUMHYECKUMHU BELIECTBAMHU, BO3HUKAIOIIMMU B Ipolecce 00MEeHa, €CTECTBEHHBIM
(GoHOM paguanuy, OIUOKAMHU PEIUIMKALMK U T. 1. 3aBUCUT OT CBOMCTB CaMOI'0 I'€Ha, CUCTEMBI
TEHOTHIA, (PU3MOIOTUYECKOTO COCTOSTHHSI OpraHu3Ma 1 KojaeOaHUH yCIOBUI BHEIIHEH Cpebl.

MeToab! OLIEHKH HHTEHCHUBHOCTH MYTAllMOHHOI'O IIpoIecca y YeloBeKa: (PEHOTUIINYECKHUE U
NoMyasAUuOHHbIe. DEHOTUIIMYECKUE METO/Ibl OCHOBAaHbl Ha y4e€Te 4acTOThl ONPEAEICHHBIX (e-
HOTUIIOB, BbI3bIBa€MbIX crienuduyeckumu myrauusamu.Ilpsamoii meton. Henpsimoit meron.

25. U3yueHue 4acTOThl TeHHbIX MYTAllMH Y YeJI0OBeKa.

[Ipsimoii meron. [IpumeHuM a1 U3ydeHUs TeX JOMUHAHTHBIX MyTallui, IPU KOTOPBIX 3a00-
JIEBAaHUE XOPOUIO TUArHOCTUPYETCS U UMEET MECTO MOJIHAS MPOSBIIEMOCTh MyTallUl B T€TEPO-
3UroTHOM TeHoTHrne. CyIHOCTh METOJa CBOJUTCS K OINpPEIEICHUIO YaCTOThI MOSABICHUS B IO-
MyJISIUNA U30JIMPOBAHHBIX Ciiy4aeB MyTaHTHoro ¢enoruna. U=M/2N, rne U — yactoTa BO3-
HUKHOBEHHUS MyTaluii, M — KOJTUYECTBO MYTaHTHBIX (peHOTUIIOB; N — KOJIHYECTBO oOcieno-
BaHHbIX. HempsimMoil meton. OCHOBaH Ha MNPUHLUIIE PABHOBECHUS MEXAY MYTALMOHHBIM
MPOLIECCOM U OJJIMMHUHALIMEH MYTAaHTOB, HUMEIONIMX TOHWKEHHYIO >KU3HECTIOCOOHOCTD.
KuzHecrnocoOHOCTh = KOJUYECTBO OCTABIEHHOI'O IMOTOMCTBA. HakorieHne MyTaHTOB B
MOMYJSIIUK  3aBUCUT OT JBYX (DaKTOpOB: HHTEHCHMBHOCTHM MYTAllMOHHOTO TMpolecca u
CIOCOOHOCTH MYTaH- TOB K BOCITPOU3BEICHUIO.

[HonynaunonHsld MeToa. OCHOBaH Ha ONPENETIEHUN CPEIHEH YacTOThl MyTAlMil Ha JIOKYC
Ha ocHoBaHuu d(pdexkra wuHOpHAMHTA, OOYCIOBICHHOTO MOBBIIIEHHOW CMEPTHOCTBHIO
MOTOMCTBA OT Takux OpakoB. Ha ocHOBaHHH 3TOr0 METOJa PACCUMTHIBAIOT TaK Ha3bIBAEMBIi
JIeTalbHBII SKBUBAJIICHT HAa TaMeTy. MeTo 1 TpyI0EMKUi, IMEET MHOTO HCTOYHUKOB OLITHOOK

26. A3y4yeHue 4acTOTHI XpOMOCOMHBIX 00J1e3Hel y Ye10BeKa.
CXozHBI € MIPSMBIM METOJIOM y4€Ta JOMUHAHTHBIX MyTanuid. Onpenensercss Yucio MyTaHTOB
B momyisiuy. B OOJNBIIMHCTBE CydaeB XpPOMOCOMHBIE O0JE3HH — 3TO BHOBb BO3ZHUKIIUE MY-
taruu. YactoTa MyTalMy BEIYUCIIICTCS Ha AUIIIONAHBIH Habop U=M/N
rae U — gactora myTanmii; M — konndecTBo MyTaHTOB; N — KOJIMUECTBO 00cIe10BaHHBIX. Me-
TOJIbI OLIEHKH UX YaCTOT OOJIBIIMHCTBA XPOMOCOMHBIX O0se3Hel TpynoemMku. TpeOyroT ToTab-
HOTO KAPUOTHUITUPOBAHUS OOJBIIHUX TPYI HaceIeHus. VICKITIOUeHUS: TPUCOMHUS TI0O XPOMOCOME
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21 u abeppamuu X-XpOMOCOMBI. DKCHPECC-METOJl OIIEHKH YacTOT aHeymioumuii mo X-
XPOMOCOME — OIIPEJEICHHE [I0JIOBOIO XpPOMaTHHA.

27.PaIl]/IaHI/IOHHO-I/IHIlyIII/IPOBaHHaﬂ HeCTA0WJIbHOCTh reaHoma, €€ BO3MOKHbIC IPUYMHBI U
Me€- TOAbI BbISIBJICHMUS.
Pa[[I/IaIII/IOHHO-I/IHILYIII/IpOBaHHaﬂ HECTAOMJIBHOCTh I'€HOMAa — H5TO SBJICHUC IIOBBINICHHOW 4a-

CTOThl 00pa30BaHUsl TE€HETUYECKHX HApyLIEHUH y MOTOMKOB OOJYYEHHBIX KJIETOK. DeHOMEH
3aKiroyaeTcsi B oOpa3oBaHMM de nNOVO MHOKECTBEHHOTO TOSIBIEHHUS T€HOMHBIX, XPOMOCOM-
HBIX, XpPOMAaTH/IHbIX U F€HHBIX MYTallMil HEKJIOHAIBHOIO XapaKTepa, T.€. BOSHUKAIOUIUX B re-
HOME NOTOMKOB OOJy4eHHBIX KJIETOK ClydallHbIM 00pa3oM, a He IMepelaroliuxcs 1Mo Hacjel-
CTBY.

HecTaOunbHOCTh MOXET MPOSIBIATHCS B OTJAJIEHHBIE CPOKU TOCie OOJIy4eHHs 4Yepe3 MHOTO
LUKJIOB JIeJIeHHs (MHOT/Ia COTEH), U B HEKOTOPBIX I'€HEpalUsiX YHUCIO KIETOK CO CTPYKTYp-
HBIMU MyTalMsMH N Vitro moxer gocturate 10% u Gosiee OT BCei MOMYNSAIUH KICTOK, TPH
3TOM HalJIt0/1aeTcsl MaccoBasi ru0eb KIETOK. Y MHOTOKJIETOUHBIX OpraHU3MOB HECTAOMIIb-
HOCTb T€HOMAa MPOSBISETCS B YBEITMYEHUU YUCIIa COMATHUECKUX MYTAHTHBIX KJIETOK.
Pannannonno-uHynmpoBanHyro HecTabmibHOCTh reHoma (PUHI), kak mpaBuio, ompene-
0T TI0: YBEJIMYEHHUIO YacTOThI abeppauuili XpoMOCcOM Yy MOTOMKOB OOMy4EHHBIX KJIETOK, Ya-
CTOTE BBIXOJAa MUKPOSIEp, YBEIUUYECHUIO BBIXOJA KJIETOK C aHOMaJlbHBbIM KapHOTHIIOM, Ma-
JIUTHU3AIMHA U OHKOT€HHOU TpaHc(opMaliuu, OTCpOYCHHOM PErpoIyKTUBHOM THOEH, OTCPO-
YEHHOMY TOJaBJICHUIO mpoudepaiuu, orcpouyeHHOMY anonTto3y. PUHI moxer peann3oBbl-
BaTbCA B TMOBBIIICHUN PAIMOYYBCTBUTEIILHOCTH U OTCYTCTBHSI a/IallTUBHOTO OTBETA MOCHE
oOmydyenust B Manbix no3ax. PUHIT moxker ObITh MHAYLIMPOBaHA B IMOJIOBBIX KIIETKaX POJIU-
TeJel U Mpu OIUIOAOTBOPEHUH MEpPEAaBaThCs MOTOMKAM, KOTOPbIE OyIyT T'€HETUYECKU HecTa-
OUJIBHBIMH, YTO MOXET NMPUBOAUTH K MOBBIIICHHOMY YPOBHIO MyTalluid, XpOMOCOMHBIX a00e-
panuii, mpeHaTtalbHOH CMEPTHOCTH, BPOKJIEHHBIM MOPOKAM Pa3BUTHS, KAHILIEPOTEHE3Y U p.
Hecrabunsnocts renoma (HI') mMoxxHO paccMmarpuBaTh Kak MOHUCK HOBBIX BapUaHTOB ajar-
TUBHOTO TeHoTuna. B pesynsrate HI' Bo3pacTaer yactoTa MyTaluii 1 peKOMOMHALIN,
MIPOMCXOJUT HApYIIEHHE SKCIPECCHH TeHOB, (popMHpyeTcs CToikas Ae3UHTerparus OHOXH-
MUYECKOTO X03sicTBa KiIeTku. Ha opranuamenHoM ypoHe HI' MoxkeT mposiBUTBCS B yTshKe-
JIeHUH 3200J1eBaHUil, MPOJIOHTAIIUN UX TEUECHUS, CHIDKEHUU 3((EKTUBHOCTHU TepareBTuYe-
CKUX BO37elcTBHIA. MexaHU3Mbl: HEMpaBUIbHO penapupoBanHbie noBpexaenus JJHK, Brico-
KWl YPOBEHBb CBOOOIHBIX PaJUKAIOB KUCIOPOIa, H3MEHEHUS CIIEKTpa METUIIMPOBAHUS U alle-
TUJIMPOBaHUs onpeneraeHHbIX yuactkoB JJHK.

28. TpaHcreHepanmoHHbIA (eHOMEH PpaguANMOHHO-MHAYIHUPOBAHHONH HECTA0MIBbHOCTH
FeHOMA B JKCIIEPHMMEHTAX Ha KMBOTHBIX U Y YeJIOBEKa.
D¢ dexTsl 00MydeHHs TOJIOBBIX KJIETOK POAUTENECH pPerucTpupyroTcss (GEeHOTHIMHYECKUMH H

TEHOTUIIUYECKUMU U3MEHEHUAMU. (DEHOTUNMYECKUE: CHUKECHHE POXKIAEMOCTH, aKyLIEpCKUE
MATOJIOTMM POJIOB, PA3JIMUHBIE TepaToreHHble 3((eKThl. ['eHoTUnHMUYecKue: yBEeIUYeHUe ya-
CTOTBI MYTallUii, TIOBBIIIEHHE YaCTOThI XPOMOCOMHBIX abeppaluii, MOBBIIEHHOE 00pa3oBaHue
MUKpPOSJEp, U3MEHEHNE IKCIIPECCUU T€HOB M MHOTHE JIpyrue MpHU3HAKU HeCTaOMIbHOCTU T'€HO-
Mma. TpaHcreHepaloHHas nepegada HECTAOMIBHOCTH T€HOMA B SKCIIEPUMEHTaX Ha )KMBOTHBIX:
npu OOIy4YEeHHH CaMIIOB )XKMBOTHBIX PaHallMOHHO-UHIYIIMPOBAHHAs HECTAaOUIBLHOCTh FCHOMA
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MPOSIBISIIACH Y X HEOOMyUYSHHBIX TOTOMKOB.

[IpencraBieHsl JaHHbBIE, CBUIETENIBCTBYIOIIME O CYILIECTBOBAHUU [TOPOTOBOM J103bI JUIs IIPOSIB-
JICHUSI TPAHCTEHEPAIIMOHHOW HEecTaOWJILHOCTH IpU ocTpoM obOmydenun otua [Mughal S.R.,
2012] — 50 u 100 cI'p. XpoHrueckoe paIuanuoHHOE BO3ICHCTBHIE HA MOJIOBBIC KICTKH CaMIOB
BBI3BIBAET C/IBUT'M CO CTOPOHBI KPOBETBOPHOI CHCTEMBI IOTOMCTBA IIEPBOTO MOKOJIEHUs. Busi-
€T Ha YyBCTBUTEJIBHOCTh K BTOPUYHBIM KaHIleporeHam.l ' nunoresa: ctpeccoBble BO3/AeHCTBUSA (a
0COOEHHO XPOHUYECKHE) Ha OPraHU3M OTLOB MOTYT Yepe3 MOJIOBbIE KJIETKU PUBOIUTH K
TUCQYHKIIMOHAIBHOCTH CUCTEMBI TUIIOTAJIaMyC-TUIO(PH3-KOpa HAANOYEUHUKOB X MOTOMKOB,
YTO B CBOIO OYEpPE/]b, BBI3bIBAET HECTAOMJILHOCTh B PabOTE COMAaTHYECKHUX KJIETOK MHOTHX
opraHoB. B TpaHcreHepanMOHHOW HECTaOWUJIBLHOCTU T'€HOMA CYILECTBEHHYIO pOJIb MOTYT WrI-
paTh AUCTAaHIIMOHHBIE 3()(HEKTH HOHU3UPYIOIIETO U3TyUEHHUS.

TpancrenepanuoHHas nepenaya HeCTaOUILHOCTH F€HOMA y YelloBeKa: TpaHcreHepaloHHas
HeCTaOUJIILHOCTh FeHOMa y TOTOMKOB JIMKBUAATOpOoB aBapuu Ha YADC J{ocTOBEpHO MOBBIIIEH-
HbIE 4aCTOTHI abOeparmii XxpoMocoM, TeHHbIX MyTaiuii (TCR-MyTamum) ¥ MpeIuKTOPOB aro-
nro3a [Cyckos W.U., 2008]. [ToBslenHas yactora abeppaiuii XpoMocoM B TUM(POIUTAX
KpPOBH Y JIeTeH, pOXKJAECHHBIX OT 00JIy4eHHBIX OTIOB-JIMKBUAATOPOB [AramkansH A.B.,
2009].YacToTa MmyTanuii B MUHUCATEIUIUTHBIX JIOKYyCaX HE OTJIMYAJIACh OT KOHTPOJbHOU
rpymmsl [Furitsu R, 2005; Livshits L.A., 2005]. YactoTa XpOMOCOMHBIX M XpOMAaTHIHBIX abep-
panuii B tumponuTax nepudepudeckoil KpoBU AeTeH, OTIbI KOTOPBIX SBJISUIUCH MpodeccuoHa-
JaMu-aaepiukaMu r. O3epcka, He OTJIMYaiach OT KOHTPOJIBHBIX YPOBHEH.

VY nereit mpodeccnoHanoB-aToMIuKkoB T. CapoBa pa3nuvs MO CPABHEHHUIO ¢ KOHTPOJIBHOU
IrPYNION MO 4acTOTe MyTaluuid B MUHHUCATEJUIMTHBIX JIOKycax OTCyrcTBOoBanu. MccnenoBanus
HECTaOUJILHOCTU T'€HOMa MOTOMKOB JIOJICH, MOABEPTIIMXCS Jy4eBOM Tepaluu, KaK MpaBHIIO,
HE TMOATBEPXKIAIOT TPaHCTeHEPalMOHHbIN (peHomeH. OTCYTCTBHE OJHO3HAYHOCTH IPEACTaB-
JIEHHBIX JAHHBIX U CTPOTMX J0Ka3aTelabCTB TpaHCreHepaunoHHOM nepenaun PUHIT moxer
OBITh CBSI3aHO, BO-TIEPBBIX, C MCCJIEIOBAHUEM KOTOPT JIIOJIEH, MOJABEPriInxcs OOIydeHUIO0 B
MPUHIMIHATIBHO PA3HBIX YCIOBHUSIX M pekuMax (mpodeccruoHanbHOe, aBapuiiHOe, TepareBTH-
gyeckoe). Bo-BTOphIX, HCClIEJOBaHHS OTIUYAIOTCS METOAMUYECKHMHU MOAXOJaMHU, MPUMEHS-
embiMu Ui ouleHkr PUHI. Bo3moskHbie 00BbsCHEHUS! BBIPAKECHHOCTH MEKBHJIOBBIX Pa3IUYHiA
B TpaHcreHepanuonnoil mnepenade PHHI. BreipaxkeHHOCTh TeHeTHueckux dddexToB y
MMOTOMCTBa OOJIYYEHHBIX 3aBHCUT OT PENPOJYyKTHBHOTO IMOTEHIMajda Buiaa. Pa3Has crerneHb
3pPEeKTUBHOCTH MeXaHM3Ma MOCTPaJUALMOHHON penapaiyy, KOTOPBI COBEpIIEHCTBOBAJICS
10 MEPE 3BOJIIOLUHU U JOCTUI MAKCUMYMa Y YEJIOBEKA.

4. TTOPAAOK NPOBEAEHUS U KPUTEPUU OHIEHUBAHUSA
NPOMEXYTOUYHOM ATTECTAILIUM

4.1. TlopsAaoK NpoBeIeHUsI IPOMEKYTOYHOMH aTTeCTAUH

B paMkax Tekyumero KOHTpOJSl B TeUEHHE CEMECTpa JJIs OLIEHKU 3HAHWU, YMEHUH,
HaBBIKOB, MOJIYYaeMBbIX B X0J1€ U3yYEHHUS JUCHUIUIMHBI, YYUTHIBAIOTCS YCIIEIIHOCTh OTBETOB Ha
BOIPOCHI YCTHOTO M MUCBMEHHOTO OIPOCa, MPaBUIIHOCTh PEIIEHUS 3a/1a4.

Kpureprem ycremHocTH OCBOEHHsS yd4eOHOTo Marepuaia M0 OKOHYAHUIO y4eOHOro
cemecTpa (IPOMEXYTOYHAsE aTTECTAallMsl) SIBJISETCS OKCIEPTHAs OLEHKA IPero aBaTels,
YUUTBIBAIOIIAs: TEKYLYI0 YCIEBAEMOCTb B T€UEHHME ceMecTpa (YCTHBIH ONpOC, MUCbMEHHBIN
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ompoc, pemeHue 3anad). Kpome Toro, sKkcrnepTHas OLEHKAa IHPENOAABATENS MOXKET
OCHOBBIBAThCSl HAa PETYJSPHOCTH TOCEIICHUs 00sA3aTeNbHBIX YUCOHBIX 3aHITHHA, YCIEITHOCTH
BBITIOJTHEHUS YCTAHOBJICHHBIX HA TAHHBIN CEMECTP 00bEMOB paboueii MporpaMMBl.
[IpomexxyTounast arrectamusi IpoBOauTCA B (GopMe dSK3aMeHa 1o OwieraMm. bumer
COJIEP’KUT JBa TEOPETUUYECKUX BOIIPOCA.
4.2 Kputepuu oleHHUBAHHUS MPOMEKYTOYHOWH ATTECTAIMM MO BHIAM OIE€HOYHBIX
Cpe/cTB

4.2.1 Kputepuu OlleHHBAHUS TEOPETHYECKOr0 BONPOca

Otamnyno. CTyneHT ri1y0OKO M IMOJIHO BIAJIEET COJEpXKaHUEM y4eOHO-IIPOrpaMMHOTO
MaTepHualia; UCUEPIIbIBAIOIIE, MOCIIEeI0BATEIHHO, KOPPEKTHO M JIOTUYECKH CTPOHHO €ro h3Jara-
€T. HC 3aTpyAHAACH C OTBETOM IIPU BUJOMU3MCHCHHU 3aJIaHUA, CBO60I[H0 CIIpaBJIACTCA C 110~
CTaBJICHHBIMHU 3aJadaMH, IIOKa3bIBA€T 3HaHUA MOHOl"pa(i)I/IquKOFO Marcpuaia. MMpaBUIIBHO
000CHOBBIBAET MPUHATUE PCUHICHUA, BJIAACCT HABBIKAMU U HpI/IéMaMI/I BBITIOJTHCHUSA TMPAKTHYC-
CKHUX paboT; OOHAPY)KMBAET YMEHHE CaMOCTOSITEIIBHO CTaBUTh 3a/1a4d, 0000IIaTh U U3Jarathb
Matepuai, GopMyIUpOBATh BBIBObL; MIPU U3JI0KEHUH MaTepraia OCyIIeCTBISIET MEXKIIPEIMET-
HBI€ CBsA3U, BJIAJICCT HOHATHHHBIM arrmapaTomM U ySACHHJI B3aUMOCBA3b OCHOBHBIX OHATHHU anuc-
LUUIUTMHBI ¥ UX 3Ha4Y€HUe JJIs IpUuoOpeTeH s mpogeccuu.

Xopomo. CTyeHT TBEpAO 3HAET y4eOHO-TIPOTPaMMHBIA MaTepuall, TPaMOTHO | TIO CY-
IIECTBY HM3JIaraeT €ro; OTBET OTIMYAETCS MEHbUIEH OOCTOSTEIbHOCTHIO, TNIyOMHON W TOJ-
HOTOM; B OTBETE€ Ha BOINPOC HE JIOMYCKAET CYHIECTBEHHBIX HETOYHOCTEH; MOXKET MPaBUIIbHO
MPUMEHHUTh TEOPETUYECKHE TOJOKEHUS U Bia/eeT HeoOXOJUMBbIMU HaBbIKAMU NPHU BBIMOJIHE-
HUU MPAKTUYECKUX 3a7a4.

YaosaerBopureabHo. CTYJIEHT YyCBOMI TOJHKO OCHOBHOW MaTepual, HO HE 3HAeT OT-
JeNIbHBIX JIeTallel, TOMYCKaeT HETOYHOCTH, HE JAOCTAaTOYHO NMpaBUIIbHBIE (POPMYIUPOBKHU, Ha-
pyLIaeT MoCie0BaTeNbHOCTh B U3JI0)KEHUH MaTepuaia U UCIBITHIBACT 3aTPYAHECHUS B BBINOJ-
HEHUU MpaKkTUYecKuX 3aaHuil. OTBET OTINYAETCS HU3KUM YPOBHEM CaMOCTOSTEIIbHOCTH.

HeynoBiierBopurtenbHo. CTylIeHT HE 3HACT 3HAYUTENBHONM YacTH MPOTrPaMMHOIO
Martepuana, JOMYCKAaeT CYIIEeCTBEHHbIE OIIMOKH, OTCYTCTBYET JIOTHKAa B M3JIOKEHUU MaTepua-
na, ¢ OONBIIMMU 3aTPYIHEHUSIMU BBIMIOJIHAET MPAKTUYECKUE 3a/IaHUS, OTCYTCTBYIOT MEXIIPE -
METHBIE CBS3H

4.3. Pe3yabTaTbl NPOMEKYTOYHOH ATTECTAIIMM W YPOBHH C(OPMHUPOBAHHOCTH
KOMIIeTeHI Ml
[Ipu moiBEICHUU UTOTOB YYUTHIBAKOTCS PE3YJIbTAThI TEKYILICH aTTECTAIIUH.
Oco0eHHOCTH MTPOBEIEHUS MTPOLIEAYPHI OIIECHUBAHUSI Pe3yJIbTaTOB 00yUEHHUsI HHBAHIOB
U JUI] C OTPaHMYEHHBIMU BO3MOXHOCTSMH 3J0pOBbS 00O3HaueHbl B pabouell mporpamme
JTUCIUILTAHBL (MOJTYIs).
«1 ypoBeHB» - 03HAKOMIIEHUE (UMEThH 0OIIIee IPEICTaBlICHUE, Y3HABATh);
«2 ypOBEHB» - MOHUMAaHHE Y4EeOHOrO MaTepuaia, M3J1araeMoro B y4eOHHKE, METOJUYECKOM
pa3paboTke WK MpenoaBaTesieM;
«3 ypOBEHbBY - YMEHHE JIOTHYHO, TIOCJIEI0BATEIbHO, TIOCTATOYHO TIOJTHO ¥ TOYHO U3JIarath
W3Y4YCHHBIN MaTepua;
«4 ypOBEHB» - TBOPUECKHU HCIIOJIb30BATh MOTYYCHHBIE 3HAHMSL.

st yoosnemsopumenvrou (TIONOKUTEIBHON) OLEHKH 3HAaHUN TpeOyeTcss MUHUMYM 3-1
YPOGeHb YCBOEHUS yUeOHOTO MaTepuana.
TpeOoBanus (KpuTepuaabHbIe IOKA3aTEJIN) K YPOBHIO
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OCBOCHHUA TUCHUIIJIMHBI

PesynbraT 3k3amMena

TpeGoBanus K 3HAHUSIM

OTIIMYHO

CTYIEHT IIyOOKO M TMOJIHO BIJIAJCET COJEpKaHUEM Y4eOHOTO
MaTepuaiga W TOHSITUHHBIM alaparoM; YMeEeT CBSA3bIBAaTh
TEOPUI0 C NPAKTHKOW, WIUIIOCTPUPOBATH MpUMepamu, (ak-
TaMH, JAHHBIMM HAYYHBIX HCCJIEIOBAHUN; OCYIIECTBISET
MEXIPEIMETHBIE CBS3M, MpeajokeHus. Jlemaer BBIBOJbL;
JIOTUYHO, 4YeTKO. SICHO M KpaTKo H3jaraeT OTBEThl Ha IIO-
CTaBJICHHBIE BOIIPOCHI; yMeeT OOOCHOBBIBATh CBOU CY)KJIEHUS
U IPO(PEeCCHOHAIBHO-TMYHOCTHYIO TTO3UIMI0 TI0 H3JIaracMo-

My Bonpocy. OTBET HOCHT CaMOCTOSITEIIbHBIN XapakTep.

Xopomo

OTBET CTYJCHTa COOTBETCTBYET YKAa3aHHBIM BBIIIE KPUTEPH-
M, HO COJEpKaHHE OTBETa MMEET OTIEJIbHbIE HETOYHOCTH
(HecyliecTBeHHbIE OIIMOKM) B HM3JI0KEHUH TEOPETHYECKOro M
MPaKTUYECKOr0 MaTepuana, OTJIMYaeTcs MeHbled o0cTos-
TEIHLHOCTBIO, TJIIYOMHOW, OOOCHOBAaHHOCTBIO M TIOJHOTOW; JO-
IyIIEHHbIE OIIMOKHA UCHPABIISIIOTCSA CTYAEHTOM IOCie J0-
HOJTHUTEJIBHBIX BONPOCOB MPEINOIaBaTeNs.

Y 10BIIETBOPUTEITHHO

CTYIEHT OOHapyKMBaeT 3HAaHHWE M TOHHMaHUE OCHOBHBIX IIO-
JOKEHUN ydyeOHOro marepuana, HO H3JIaraeT ero HEeMoJHo,
HEMOCJIe0BaTENbHO, JOMyCKaeT HETOYHOCTH M CYIIECTBEH-
Hbl€ OLIMOKM B ONpPENECICHUU NOHATUH, (HOPMYITUPOBKE IIO-
JIO)KEHUHM, He MPUBIEKAeT U1 apryMEeHTallud OTBETa OCHOB-
HbIE T[IOJIOKEHUS HCCIEIOBATENbCKUX, KOHIENTYAIbHbIX U
HOPMAaTUBHBIX JOKYMEHTOB, HE yMeeT O0OOCHOBaThb CBOH
CyXJeHUs; HaOJI0JaeTcs HapylUIeHUE JIOTUKH U3JIOKEHUS.
OTBeT OTJIMYaeTCsl HU3KUM YPOBHEM CaMOCTOSITENIbHOCTH, HE
COJIEP’KUT cOOCTBEHHOM MpodecCHOHATbHO- TUYHOCTHON
MO3UIUH.

Hey,[[OBJ'ICTBOpI/ITCJ'IbHO

CTYIEHT HMEET pa3pO3HEHHbIE, OECCUCTEMHBIC 3HAHH: HE
yMEeT BBIIENATh TJABHOE M BTOPOCTENEHHOE; JOIYCKaeT
OIIMOKK B OMpEeIeNeHUU TMOHATHH, (OPMYITUPOBKE TEOPETH-
YECKUX TIOJIOKEHUH, HCKaXaIONIMe WX CMBICH; HE OpPUEHTH-
pyercss B HOPMAaTHUBHO-KOHIENTYaIbHbBIX, MPOrPaMMHO-METO-
JTUYECKUX, HCCIEI0BAaTENbCKIUX MaTepuanax, OecrnopsaouyHO
U HEYBEPEHHO H3JIaraeT MaTepuall; HE yMEeT COEAMHSTh TEO-
pPETUYECKUE TIOJIOKEHUSI C TMEearorn4ecKod NpPaKTHUKOM; He
yMeeT MPUMEHATh 3HaHUs JUIsl 000CHOBaHUS U OOBSCHEHUS
¢dakToB, HE YCTaHABIMBAET MEXKIIpeIMETHBIEC cBs3u. He Bia-
neet (haKTUYECKUM MaTeprajioM.
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