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1. MACIHOPT ®OHJA OHEHOYHbBIX CPEJICTB
Hanpasnenue noarorosku: 06.03.01 BuoJiorus
Hamnpasnennocts (nmpodunu): buoduszuka
Jucuunnuna: PaguanuoHHasi reHeTHKA
CemecTpbl u3yueHus: 7
dopMa IPOMEKYTOYHOM aTTECTALUN: IK3aMEH

2. IEPEYEHb ®OPMHUPYEMbBIX KOMIIETEHIIU
2.1. KomnereHIIMH, 3aKpeNJIEHHBIE 32 T CIUTLIHHOM

W3ydenne muciuruiiHbl «PaguanuoHHasi reHeTHKAa» HampaBlIeHO Ha (OpMUPOBaHUE
CIICYIOIINX KOMITCTCHITUH:

Konpt Copnepxanue Konpl u conepxanue [Tepeuens mIaHUpyEeMbIX
KOMIIETEHIIH KOMITETECHIIHH WH/INKaTOPOB pe3yabTaTOB 0OYUEHUS 110
(mo ®I'0C) coranacHo ®I'OC JUCLUIIIIMHE
1 2 3 4
[1K-2 Cnoco6en npumensats | [IK-2.1. [Ipumensier 3HaTh:

3HaHUS 110 OMOpU3HUKe
JUTSL PEIICHUS 3a]1a9
MEIULIMHCKOM,
BETEPUHAPHON
OMo(u3NKH,
paanoOuoIoTuu 1
TeHETUKH

0a30BbIC
NpEeCTaBICHHUS O
(byHIaMEHTaIbHBIX
OCHOBax OMO(H3HKH,
COBPEMEHHBIX
MaTeMaTHYECKUX
METO/Iax
MO/ICTHPOBAHUS
OMOIOTHYECKHUX
IPOIIECCOB.

[1K-2.2. Ucnons3yer
COBPEMEHHBIE METO/IbI
00paboTKU JaHHBIX.

s noctmxenus 11K-2.1. 3Hath:
OCHOBHBIC TEPMHHEBI U
KOHIICTIIINH PaTualldOHHOM
FCHETHUKHN;, OCHOBHBIE TOJIOXKEHHUS
Y 3aKOHBI pagraIlldOHHON
TCHETUKH; HCTOPUIO
CTAHOBIICHHUSI OCHOBHBIX
HaIlpaBJICHUI MUPOBOU U
OTCYCCTBEHHOM T'€HETUKH,
VYEHBIX, BHECIIIUX HAMOOJIBITUI
BKJIaJ] B pa3BUTHE MIPEIMETA.
Jlns noctmxenus [1K-2.2. 3HaTh:
MPHEMbl HAMMCAHUS HAyYHBIX
OTYETOB U 0030pPOB, OCHOBHBIE
Hay4YHBIE KYpPHAIIbI, B KOTOPBIX
MOTYT ITyOJIUKOBATh PE3yIbTaThI
HAyYHBIX YKCIIEPUMEHTOB;
Han0oJIee 3HAUNTEITBHBIC TPYIbI
M0 paJMallMOHHON TeHETUKE U
CMEKHEIX 00J1acTel TeHETUKU 1
paaroONOIOTHH, OCHOBHBIE
MIEPHONICCKHIE U3IaHUS 10
peaIMeTy, U3IAoIUecs B Halleh
CTpaHE U 32 PyOEIKOM.

YMeTh:

s noctmxenus [1K-2.1. ymers:
HAXOJUTh JIUTEPATYPY MO
paaralMOHHO-TEHETUYECKOU
TeMaTHKe, TPaMOTHO MOAOUPATh
HUCTOYHUKH JIUTEPATYPHI IO
JMCKYCCHOHHBIM BOTIPOCAM;
KOPPEKTHO MCIOJIb30BaTh
TCHETUYECKHUE U
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U IIOHATHA.

Baagern:

TEMATHUKC.

PannoOMOIOTHUECKUE TEPMUHBI

Juns noctmwxenns [1K-2.2. ymeTs:
KPUTHYECKH aHATU3UPOBATh
Hay4YHBIC yOIMKAIUH,
MUCBMEHHO U3JIaraTb CBOM
3HAHUS U MBICTTU B KOHTEKCTE
M3y4aeMOU TEMBI.

Jns moctmxkenns I1K-2.2.
BIIQ/ICTh: HaBBIKAMU
MIpeJICTaBICHUSI PE3YJIbTaTOB
MOJIEBBIX U JTA0OPATOPHBIX
OMOJIOTMYECKHUX MCCIeI0BaHUN
0 PaAuallMOHHO-TEHETHYECKON

3. COAEP) KXAHME OINEHOYHBIX CPEACTB IO AUCHUIIJIMHE

3.1 Buabl OLIEHOYHBIX CPECTB

s poctmxenns [1K-2.1.
3HATh: OCHOBHBIC TCPMUHBI U
KOHIEMIUHN pagraliiOHHON
F€HETHKH;, OCHOBHBIE
MMOJIOXKEHUS Y 3aKOHBI

HOM rereTuky. O0Ias
cXema pa3BUTHUS
Jy4EBOI0 MOPAKEHUS
opraHu3ma.

2. 'eHeTnueckue

HaunmenoBanue
HanmeHnoBanun
OLICHOYHOT'O
Kon € OLIEHOYHOTO
Ne KonTtponupyemsie CpencTBa Ha
KOMIIETEHINH/TNITaHUpyEMbIe cpezAcTBa A .
n/m TEMBbl/pa3Iebl MIPOMEXYTOYHON
pe3yibTaThl 00y4YeHHUs TEKYIIETOo
arrecrauu Ne
KOHTPOJIS
3a/laHus
1 [1K-2 1. Benenue. Mcropus| YcrHslit onpoc, | Bonpocs! k
3HaTh: pPa3sBUTHA paAuallMOH- | TUCBMEHHBIN sKk3ameHy Nel-

ompoc, pedepar
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paavaliOHHON T€HETUKH; 3¢ HEeKTH HOHU3UPYIO-
HUCTOPHIO CTAHOBJICHUS IETO U3JTyYCHHUS.
OCHOBHBIX HaIlpaBJICHUN
MHPOBOM M OT€UECTBEHHOU
TCHETHUKH, YUCHBIX, BHECIIIUX
HanOOJIBIINHA BKJIAJI B
pa3BUTHE TIPEIMETA.

s poctmxenus 11K-2.2.
3HATh: IPUEMbI HATHCAHUS
Hay4HBIX OTYETOB U 0030pPOB,
OCHOBHBIC HAyUHBIC KYPHAIHI,
B KOTOPBIX MOTYT
y0JINKOBATh PE3yIbTATHI
HAyYHBIX YKCIIEPUMEHTOB;
HanboJiee 3HAUMTEIIbHBIC
TPYIBI [0 PaAHAIIMOHHOM
ICHETUKE M CMEIKHBIX
o0J1acTeil TeHETUKHU U
paanoOuoI0TuH, OCHOBHBIE
MePUOINYCCKUE U3IaHUS 110
MpeAMETY, U3/IAI0IIHECs B
HaIIIeH CTpaHe U 3a PyOeKoM.
YMeTh:

s poctmxenuns 11K-2.1.
YMETh: HaXOAHUTh JINTEPATyPy
M0 paJaIuoOHHO-
TCHETHYECKOM TeMaTHKe,
IPaMOTHO NOJ0UPATh
HMCTOYHUKH JIATEPATYPHI 10
JTUCKYCCHOHHBIM BOIIPOCaM;
KOPPEKTHO MCIOJIb30BaTh
TCHETHYECKUE U
paanoOuOIOTHYECKHE
TEPMUHBI U TIOHATHSL.

Jlns moctmxenus [1K-2.2.
YMETb: KPUTUYECKU
aHAIM3UPOBATH HAYYHBIE
mMyOIMKaIU, MUCBMEHHO
W3jaraTh CBOU 3HAHUS U
MBICJTH B KOHTEKCTE
N3y4aeMOU TEMBI.

Baaners:

Jlns noctmxenus [1K-2.2.
BIIQJICTh. HaBBIKAMH
MIPEACTABJICHUS PE3yJIbTaTOB
TMIOJIEBBIX U 1a00PaTOPHBIX
OMOJIOTHYECKUX
HUCCIEOBAHUN IO
paaralMOHHO-TEHETUYECKOU
TEMaTHKeE.
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Ilpumeuanue: munosvie 3a0aHUs, Kpumepuu U NOKA3AMeNU OYEHUBAHUSL 6 DAMKAX
meKywe2o KOHMPOJisi Npeocmasienvbl 8 pabouell npocpamme Oucyuniunvl (Mooyns). Iloauvie
KOMNJIEKMbl OYEHOYHLIX CPeOCm8 U KOHMPOIbHO-USMEPUMENbHBIX MAMEPUANO8 XPAHAMCA HA
Kagheope.

3.2 Conep:xaHue OLEHOYHBIX CPEACTB
3.2.1 TeopeTnueckue BONPOCHI K IK3aMEHY

1. Pagnanuonnas reneruka. [Ipeamer nzyuenus. [Ipaktudeckasi 3HAYMMOCTb.
Pal[I/IaLII/IOHHaSI reHCTUKa — pasaci I'CHCTUKH U paIII/IO6I/IOJIOI‘I/II/I, HOCBHHICHHBIﬁ N3YUYCHUIO
3aKOHOMEPHOCTEH W MEXaHW3MOB BO3HUKHOBEHUS HACJIEICTBEHHBIX U3MEHEHUI (MyTaluii) moj
JCCTBUEM HMOHU3UPYIOIIETO H3IYyYeHHUS C LEeNbI0 pa3paboTKH MyTe YNpaBICHUS STHM
npoueccoM. IlpenmMerom u3yueHus: paJuallMOHHON TEHETUKH SIBISETCS HACIEICTBEHHOCTh U
HU3MCHYUBOCTb B PE3YJIbTATC IlGﬁCTBHH paauanuu. PaILI/IaIII/IOHHO-FeHCTI/I‘-ICCKI/Ie HCCIC10BaHUA
MO3BOJIMIIM PEaIbHO OIICHUTH OIMACHOCTh MJI1 YEJIOBEUYECTBA YBEIMUYEHUS (POHA M3IYy4CHUS,
CBA3aHHOI'O C HMCIBITAHUEM SACPHOIO OpPYKHA U €ro BO3MOXKHBIM IPHUMCHCHUCM B BOCHHBIX
uensix. [ToBpileHre ecrecTBEHHOro (JOHA U3NTyYEHUS YBEIMYMBACT 00bEM MYTAIIHi, YTO BEIET K
YBEIMYCHUIO YMCTIA JIFOJCH, CTPaJaloluX HACIEACTBEHHBIMU OOJIE3HSIMU, TOPOKAMH PAa3BUTHUS,
3JI0KQY€CTBEHHBIMH OMyXoyusMu. OJHAKO CTOUT MOMHHUTH, YTO OMOJIOTUYECKUE IOCIEICTBUS
paauauOHHBIX BOSI[CﬁCTBI/IfI 3aBUCAT OT MOIIHOCTH J03bI U IMPOAOJDKUTCIBHOCTHU KOHTAKTA.
CoBpeMeHHas TeHETHKa MPHUCOSANHIET CBOM yCHIUS B O0pb0Oe 3a COKpalleHHe MPOU3BOJCTBA
AACPHOI'O OPYKUA. B MMOCIACAHUEC TOJbl YCICHIHO PAa3BHUBACTCA KOCMHUUYCCKAsA paavallluOHHAaA
reHetuka. l3ydaiorcs 3aKOHOMEPHOCTH COBMECTHOTO T'€HETHYECKOTO JeHCTBUS  Ha
MHUKPOOpPTraHU3Mbl, PACTCHUSA, KUBOTHBIX W YCJIOBCKA KOCMHUYCCKOI'O H3JTY4YCHUA H q)aKTOpOB
KOCMHUYECKOTro ToJieTa (HEBECOMOCTb, TIEPErpy3kH U T.I.) U pa3padaThIBalOTCS HOBBIE METOJIbI
CO3/1aHUA LEHHBIX (OPM pacCTEHHM, MUKPOOPTaHU3MOB U )KMBOTHBIX.

2. CTPYKTYpPbI-MHUIIIEHH [eHCTBUA HOHU3MPYHOIMX wu3jaydyeHui. IlpuHuun ycujieHus
NePBUYHBIXPAAUAIMOHHBIX MOBPEKACHU B KPUTHYECKHUX CTPYKTYpPaxX - MUILICHSIX.

B Owuonormueckux oO0BEKTaX HUMEIOTCS 0OCO00 YYBCTBUTEIbHBIE OOBEMBI — «MHILEHNY,
MOpaXK€HUE KOTOPBIX MPHUBOAMT K MOPaKEHHIO Bcero oObekTa. KileTkm M TKaHU COCTOSAT W3
OTPOMHOT0 YHCIIa MAaKPOMOJIEKYJI, MULEII, GUOPUILT, MEMOpaAH U JPYTUX CTPYKTYP Pa3IndHOIO
CTpO€HHUs U BeauuuHbl. [Ipu mpuMeHseMbIX B paJuoOHOIOTHU J103aX OOJIy4YEeHHUs BEPOSATHOCTh
MoMa/laHusl 4acTULbl WM (POTOHA B PENKYIO, HO KM3HEHHO Ba)XHYIO BHYTPUKIIETOUHYIO
«MUIIEHB)» (MAaKPOMOJIEKYJISPHYIO U OMOJIOTMUYECKH aKTUBHYIO CTPYKTYpY) HeBenuka. OJHaKo B
pe3ysbTaTe peaKHUX MONaJaHUi B TaKyl «MHILEHb)» JlaXke HEOOJIbIINE 103l MOHU3UPYIOIIUX
U3TYyYeHUH MOTYT BBI3BaTh TMOENb KJIETKH WM Kakue-Iubo peakue crnenrduyeckue peakiu B
Hel (Hampumep, MyTallM OTAEIbHBIX I'€HOB), YacTOTa KOTOPBIX OyaeT Bo3pacTaTh C J030M
obyuenusi. BecbMa pa3HOOOpa3HbI U CBSA3aHHBIE C MOBPEXKICHUSAMH M3MEHEHHUS MeTabosIn3Ma.
Hapymenune Merabonuueckux TNpPOIECCOB NPUBOAUT K  YBEIMUEHHUIO BBIPAKEHHOCTHU
MOJICKYJISIPHBIX ~ MOBPEXKACHUH B  KIETKE. OTOT (EHOMEH TMONy4YWl HauMEHOBaHHE
OMOJIOrMYECKOr0 YCUJIEHHS IEPBUYHOTO PalMallMOHHOr0 noBpexaeHus. Hanbonee 3Haunmbl st
CyabObl OOJlyueHHOM KIETKH U3MEHEHHsS HYKJIEHHOBOro oOMeHa, OelKoBOro oOMeHa,
okucauTenbHOro (ochopmmmpoBanus. [IpakTudeckun cpaszy mociae OOJydeHHsS B AEISIIAXCS
kietkax 3amensercss cunte3 JJHK. AkTuBHpYrOTCS 9HAO- M AK30HYKIJIEa3bl, BCIEIACTBUE YETO
noBslaeTcst pepMeHTaTuBHbIN Tuaponu3 Mosekyn saepHoit JJHK. Cuntes PHK chumxkaercs B
Mmenbineil crenenu, yem JIHK. IloBpexnenue meMOpaH JIM30COM M BBIXOJ 32 MX HpEAEIbl
MpoTea3 CnocoOCTBYIOT B PaHHHME CPOKH IOCsIe 00TYYeHHsI aKTHBAIMK MIPOLIECCOB MPOTE0IN3a,
YTO MPOSIBIISIETCS MOBBIIICHUEM YPOBHS CBOOOTHBIX aMHHOKHUCIIOT U APYTUX aMUHOCOEIMHEHUN
B TKaHAX M JKUAKOCTAX opraHusma. buocuHTe3 Oenka Hapymaercs Mano. OpHako
NPOJOIDKAIOIIMIACS CHHTE3 Oellka B COYETAaHHMM C TIIYOOKUM CHIDKCHHEM WM JIaXe
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npekpamesueM cuHre3a JIHK MoeT NnpuBeCcTM K CEpbe3HBIM HApYLIEHUSIM CTPYKTYpbl U
IIPOCTPAHCTBEHHON OPraHU3aluU HYKJICONPOTEHIHBIX KOMIUIEKCOB.

3. IlpuHIUN BoccTaHOBJEeHHS NMEPBUYHBIX NoBpe:xkaeHuii. [loTeHuMaIbLHbIE OBPeEKIeHUSA
reHoMa.

OAHOBpEMEHHO B OTBET Ha BO3HHUKIIME MEPBUYHBIC MOBPEKICHHUS B OOIYYCHHOW KIIETKE
aKTUBUPYIOTCS perapaluoHHble cUcTeMbl. HamOonee BaXHOW M3 HHX SIBIISCTCS CHCTEMa
dbepmentatuBHOU penaparuu noBpexaenuid JIHK. [ToBpexnenus OGnomosieKya APYrHX THIIOB
Yale BCEro He sBISAIOTCS (paTanbHBIMU IS KISTKU: IPOAYKTHI MX pacnazia MOTYT OBbITh yIaleHbI
U3 KIJIETKU, a (YHKIUIO HHAKTUBUPOBAHHBIX COCAMHEHUNM MOTYT B3SITh Ha ce0sl COXPaHUBIIUECS
MOJIEKYJIBI TOro ke crpoeHuss. Mosekynel JJHK yHuMKanbHBI, MU B ciydae NOBpEXACHUS HUX
GbyHKIUS He MOXET ObITh nponayOnupoBaHa. [Ipu peruMkanuu HapyHIEHHBIX MaTpull OyAyT
BOCIIPOU3BOJMUTHCS J1e(DEKTHBIE KOMUHU - OyOyT CHHTE3UPOBATHCS AaHOMAJIbHBIE MPOIYKTHL. B
KJIETKE CYIIECTBYIOT pa3jM4YHbIe CHCTEMbI, CIOCOOHBIE pEnapupoBaTh OOJBIIMHCTBO
MIOBPEXKICHUM OJHOM M3 KOMIUIEMEHTAPHBIX LIENEH U JaXKe 3HAYUTEIIbHYIO YaCTh IIOBPEKICHUN,
3axBaThIBarOMX 00e¢ HUTU. OJHAKO H30BITOYHAS AKTUBHOCTH (DEPMEHTOB, 00ECHEUMBAIOIINX
TaKylo pernapannio, MOKET HHOI'/IA IPUBECTH K YTSKEIICHUIO TIOBPEKICHUS FeHOMa KJIETKH. Tak,
penapanus nospexaenuit JIHK npencraBnsier coboii BecbMa SHEProeMKUi IMpolecc, B XOJe
KOTOpOro pacxojyercs 3HauuTenabHoe konumuectBo AT®. Kpome Toro, B mpouecce penapanuu
uHTeHCUBHO noTpebnsercas A/lD, uto cHmxkaer npoaykuuio AT®O knetkamu. Bo3nukaromuit
Ie(GHUIUT MaKpOIPTroB MOKET OTPHUIIATEIIBHO CKA3aThCs Ha (YHKIUAX OCOOCHHO YYBCTBUTEIHHBIX
K HeMy HepBHbIX kieTok. M3menenusa JIHK, nexamue B OCHOBE OJMHOYHBIX M JIBOMHBIX
paspeiBoB 1enouek JIHK: xumuueckas Moaudukanuss DYpUHOBBIX W HHUPUMUIUHOBBIX
ocHoBaHu#, ux oTpeiB oT nenu JAHK, paspymenue gochorpupHbIX cBsizeil B MaKpOMOJIEKYIIE,
pacnan ne3okcupu6o3bl. Kpome Ttoro, naOmiomatorcst mnoBpexzaeHus JIHK-memOGpannoro
KoMIUIekca, paspymenue cBszeil JIHK-6enok, mosbimaromee ysszBumocth JIHK mpu artake
BTOpUYHBIMU paaukanamMu u ¢epmentamu, cumBku JHK-ITHK u JIHK-Oenok, napymienus
BTOPUYHOM, TPETUYHOW M UYETBEPTUYHOM CTPYKTyp 3TOoro Ouomnonumepa. Bo Bpems Muto3a
nospexaenus JJHK B kneTke nposiBastoTCsS XpOMOCOMHBIMU abeppaiisiMi, OCHOBHBIMU BHJIaMU
KOTOPBIX SBISIOTCS (parMeHTalMs XpoMocoM, (OPMUPOBAHME XPOMOCOMHBIX MOCTOB,
JTUIEHTPUKOB, KOJBIEBBIX XPOMOCOM, BHYTPU- U MEXKXPOMOCOMHBIX 0OMEHOB U T. 1. OmHaKo
MHOTHE KJIETKH NOrH0aroT mociyie o0IydeHus ele 10 MUTO3a, a CJIel0BaTeIbHO, U JI0 MOSBICHUS]
XpOMOCOMHBIX abeppauuii. Bo BpeMsi BO37eiiCTBUSI MOHU3UPYIOLIEH pagualui Ha SIpO KIETKU
MOI'YyT BO3HUKAaThb WCTUHHBIE U IOTEHLMAIBHbIE pa3pbiBbl XpoMocoMm. llociennue, B
3aBHCUMOCTH OT YCJIOBUH, CKJIaIbIBAIOLINXCS B KJIETKE MOCIE 00IydeHHs, MOTYT PeaIl30BaThCs
B MCTUHHBIE Pa3pbIBbl WM COBCEM HE peann3oBaThcs. KonnyecTBO (UKCHPOBAHHBIX MYyTalUil
ompenensercss JAByMs (akTopamMH: KOJMYECTBOM TIEPBUYHBIX MMOBPEXKJIECHHH XPOMOCOM,
BO3HHUKAIOIIMX B MOMEHT PaJMallHOHHOIO BO3JAEUCTBUS, U BEPOSTHOCTBIO IEPEX0/1A IEPBUYHOIO
M3MEHEHUsS B KOHEUHYIO0 MYTalUIO.

4. Ilpsimoe u HempsiMoe [eliCTBMe HOHU3MPYIOIIEr0 W3JIYyYeHHsI HA TIeHeTHYecKue
cTpyKTyphbl. Ilpsimoe naeilicTBue - mpu KOTOPOM JaHHas MOJIEKYyJa HCIBITHIBAET HW3MEHEHHE
HENOCPEACTBEHHOIIPU IPOXOXKIECHNN Yepe3 Hee HoHu3upyroleil yactuupl. KocBeHHoe nelicTBre
— IpY KOTOPOMHU3MEHsIEMasi MOJIEKYJla HEMOCPEJCTBEHHO HE IMOTJIOLIAET SHEPTHUI0 IaJIa0LIero
U3IYYEHHUs, aroyydyaeT ee B TOM MM WHOU (opMe mepenadu oT APYroil MOJIeKyJbl (HarpuMep,
OT MPOJYKTOBPAIUOIN3A Bozbl). [IponyKkTel paguonn3a BOAbI CHOCOOHBI BHI3BATH
BCE THIBI CTPYKTYPHBIX MOBPEXKICHUH, KOTOpbIE HAOMIOJAIOTCA NpU TNPSAMOM JIEHCTBHH
paguanuu. KonmuecTBeHHO, HETIpsSIMOe AEMCTBHE AajeKko Oojiee 3HAYUTENIbHOE, YeM IMpsSMOeE.
MHuoxecTtBO 3()(})EeKTOB HEMPSIMOTO JAECUCTBUS MOHU3UPYIOIIUX H3IY4eHUH 3a(UKCHPOBAHO IO
3¢ ¢peKTaM B IMOJHOCTHIO SKPAaHUPOBAHHBIX TKaHSAX OpraHu3sMa IpU OOJYyYEHHH COCEIHUX U
Jake yIaleHHBIX Y4YacTKOB Tena. Hambornee 4acTo MMEHHO KOCBEHHOE ACWCTBUE paaualliy
YCUJIIMBAETCS WIN OcHalisieTcsl ¢ MOMOILIbI0 XMMHUYECKUX MoaudukaropoB. Ilpu obmyueHuu
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uutd JIHK pesko ckpydmBaroTcsi, 00pa3yroTcss BOAOPOJHBIE MOCTHKU MEXKIY Pa3TMYHBIMH
nutamu JJHK, Hapymaercs cnupanbHOeCTpOeHHE MOJIEKYJbl;  OCOOEHHO XapaKTepHO
paspylieHue JIBOWHBIX  CHUpanen JHK, CKpPY4YUBaHUE 1581051
BHYTPUMOJIEKYJIsIpHas MojuMepusanus (0Opa3oBaHHME MOJIEKYJSIPHBIX CETOK), PAaCKpbITHE
JIBOMHBIX CIIApAJICH, PA3BETBICHHUE U T. I1. MONEKYISPHBIMA BEC, TAK KE KAK U PAJANYCCHUpanei
JIHK, u3meHsiercs B 3aBUCUMOCTU OT BEJIMYMHBI J]03bl OOJIy4EHHs, a TaKK€ B3aBUCUMOCTU OT
MOIIHOCTHA [J03bl u3iy4yeHus. lIpencraBnsercs, 4ro poJib MNPSIMOTrO JCHUCTBUS BBILIE IS
OTHOCHUTENIbHO cJab0 THIPAaTUPOBAHHBIX CTPYKTYp, Takux, Hampumep, kak JIHK xpomatuna.
Hemnpsimoe  neiictBue  paguanuy  OIpeAeisAeTcs  COAEpKaHUEM B MAaKpOMOJIEKYJax
CTPYKTYPUPOBAaHHOM BOJbI, KOrJa IIOIVIOUIEHHAs DJHEPrus IpU paguoiIiu3€ BOJABl MOKET
JIOCTUTHYTh BaKHBIX HAJIMOJIEKYJISIPHBIX CTPYKTYP KJIETKH U BbI3BATh B HUX U3MEHEHUS.

5. HayaJbHbI€e 3TaNbl Pa3BUTHSA JIy4€BOT0 MOPAKEHHUSI.

VYCIIOBHO 3TOT TPOLECC MOXKET OBITh IOJAETICH Ha HECKOJIbKO CTaJWi: Ha TIEPBOW, HIIH
(bU3NYECKOil CTauu SHEPTUs U3TYUYCHUS MIEPEHOCUTCS BEUICCTBY, BOSHUKAIOT BO30YKICHHbBIC U
MOHM3UPOBAHHBIE MOJICKYJIBI, HEPABHOMEPHO pPACHpECICHHBIE B MPOCTPAHCTBE. DTH COOBITHS
npoucxoxar B mepeele 1070 — 10%c. BosbykaeHHble M HMOHM3MPOBAHHBIE MOJIEKYIBI
HECTa0MJIbHBI W OHH HCIYyCKAalOT M30BITOK DJHEPTUU JHUOO TMyTeM OSMHUCCHH (POTOHOB
(proopectieHIns ), — COBEPIIACTCS TAKXKE AJICKTPOHHAS MEPECTPOKa M MOJIEKYJla OTAaeT WIIH
3aXBaTBIBACT DJIEKTPOHBI, YTOOBI BEPHYTHCS B HMCXOIHOE COCTOSIHME — JTMOO IyTeM pa3pbhiBa
KOBAJICHTHOM CBSI3W M pacliajia MOJICKYJ Ha JiBa CBOOOIHBIX PaJHKaya C BHICOKOH XUMHUYECKOM
aKTUBHOCTHIO. Crieyromast, GU3NKO-XMMHYECKast CTJAUs COCTOUT U3 Pa3IMYHOTO THIIA PEAKIINH,
MPUBOISIIUX K TEepepacripeiejICHUI0 BO30YKICHHBIMH MOJICKYJaMH W30BITOYHOW DHEPTUU —
MOSIBIISIFOTCS. pa3HOOOpa3HbIe aKTUBHBIC TIPOAYKTHI: HOHBI, PAUKAIBI. DTH MPOLECCH IPOTEKAIOT
3a Bpems mopsagka 107 - 10%. B Teuenme TpeThel, MM XHMHYECKOW, CTamud AEHCTBHS
WMOHM3HUPYIOUIETO W3IYYCHHST HOHBI M PaJuKalbl B3aMMOJCHCTBYIOT JAPYr C JPYIrOM H C
OKpY’KaloIMMHU MoOJIeKyJaMH, (OpMHpYs BTOPUYHbBIE CBOOOJHBIE paJuKalbl M IMEPEKHCH, a
TAaK)Ke pa3UYHBIE THIIBI CTPYKTYPHOTO TIOBPSXKACHUSA. Peaknuum XUMHYECKOW CTaauu
3akanumBaotcs B epeie 10° — 10-%c mocne o6myuenns. KoHKkyprpoBath ¢ HepedHCIeHHBIMH
mporeccaMi  TIOpaXeHHss MOTYT d3((EKThl BOCCTAaHOBIEHHUS, K KOTOPBIM  OTHOCSTCS
JIOMHUHECLIEHIIMS U TpeoOpa3oBaHKUe SHEPTUU BO30YXKAECHUS B TEILIO.

6. OcHOBHbIE peaKIMH KJIeTOK Ha 00JiyueHue. JleTalbHbIe peakuumu.

Baxneiimum panunoduonoruueckuMm 3¢ dekToM sBIseTcss rudenb kKieTok. Pasnuuator nBe
OCHOBHBIE €€ (OpPMBI: PENPOIYKTUBHYIO, T. €. HEMOCPEJICTBEHHO CBS3aHHYIO C IPOLIECCOM
JIEJICHUS KJIETKU, U UHTEPPa3HYI0, KOTOPasi MOXKET MIPOU30UTH B JIF0O0H (ha3e KIECTOUYHOTO ITUKJIA.
PenapatuBHast ¢opma rubenu KIETOK: PaJAMallMOHHOE IOBPEXAECHHUE YHUKAJIbHBIX MOJIEKYI
snepuoit JIHK mmeeT oco00 BaxxHOE 3HaUEHUE TSI Pa3BUTHSI JTy4eBOro mpoiecca. OaHako, eciu
peub unet o JJHK B HexenAmuxcs KiIeTKax, MOBPEXKIEHUE «HEMBIX» YUaCTKOB €€ LIETIed MOKET U
HE CKa3aTbCs CYIIECTBEHHO Ha (PYHKIMSX ATHX KJeTok. [l mponudepupyromux xe KIETOK
3HayeHue nospexaenus [JHK tpynHo nepeonenuts. Ecnu B pesynbrate 00gydeHHs BO3HUKIIH
nospexaenust JIHK (nBoiiHbie paspbiBbl, cimmBku, noBpexiaeHus JHK - memOpannoro
KOMILJIEKCa) HOpMaJibHasl peIUIMKalus JeiaeTcss HeBo3MoxHOM. [Ipu ¢popmMupoBaHuu xpomMocom
nospexaenust JIHK mnposBistorcs BO3HUKHOBEHHEM MOCTOB, ()parMEHTOB U JIPYIHMX THIIOB
XPOMOCOMHBIX ~a0eppauuii, MHOTHE M3 KOTOPBIX JIETAJbHBI, IOCKOJBKY HEBO3MOXKHO
PaBHOMEPHOE pacIpeaesIeHHe TeHETUYECKOT0 MaTepuaia MexX 1y Jo4epHUMH KieTkaMmu. Kietkw,
ycrneBMe pernapupoBath noBpexaenus JJHK no Bcrymimenust B a3y mmros3a, crnocoOHBI K
HOpMaJbHOMY JeNieHuI0. BbI3biBaeMoe 00IydeHHEM TOPMOXEHHE MPOIECCOB IMOATOTOBKH K
JIeNICHUI0 OOBEKTHBHO MOXET OJIaronmpuATHO cCKa3aTbcsd Ha Cynb0e KIIETKH, IOCKOJbKY B
pe3ylbTaTe yBEJIUYUBAETCS BpeMs, HEOOXOAMMOe JUIsl perapaiuy JiyueBoro nospexaeHus. Ilo
uHTep(ha3HOMY THIy MOTYT MOru0aTh Kak HEENAIIMecs KIETKH, TaK W JeNALIfecs, HO
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Haxojsmmecs BHE (a3pl MuTO3a. Yalne BCero AJisi BO3HMKHOBEHHsS HHTEpGa3HON Tubenu
TpeOyeTcst 00JydeHHe B 10CTaTOYHO BBICOKOW A03€. /{1 HEKOTOpPBIX THUIIOB KIETOK (MHOLMTHI,
HEHPOLHUTHI) 3TO ACCATKU M Jake COTHH Tpeil. B To jke BpeMsi Takue KIETKH, KaK JTUMQOIHUTHI,
TUMOLIUTBI, OOLUTHI, MOTYT MOIMOHYTh YK€ II0CJ€ BO3ACHCTBUS B J03aX MOPSAAKA JECATHIX U
Jake COTBIX Aosed rpes. Mexanm3smamu uHTepda3HOM THOENM KIETOK - HEKpO3 W amoIlTo3.
HcxonHbIM COOBITHEM JUIsl HEKpO3a KIJIETOK SBJISIETCS 4Yallle BCEro BbI3BAHHOE AKTHUBALUEH
MEPEKUCHOTO OKHUCIICHUS JUIHIOB MOBPEXKACHUE BHYTPUKIETOUHBIX MeMmOpaH. IloBpexxaeHue
MeMOpaH Hapymaer paboTy CBSA3aHHBIX ¢ MeMOpaHamu (DEpMEHTOB, IOJABISAET IpPOLECC
okucauTenbHoro ¢ochopunuposanus. lloBeimieHre MPOHUIIAEMOCTH MeMOpaH MPHUBOAMT K
HapyLICHUIO TPaJMEHTOB KOHILICHTPALUil HU3KOMOJEKYJIIPHBIX BEIIECTB B KIIETKE, BBIXOLY
JIM30COMAJIBHBIX MIPOTEA3 U HYKJIEa3 B LUTOILIA3My U IPOHUKHOBEHMIO UX B AIpO. YTHETAeTCs
KJIIETOYHOE JblXaHWe. B pesynbrare BceX OTHX MPOLECCOB Pa3BUBACTCS Jerpajanus
HYKJIEOIIPOTEUIHBIX KOMIUIEKCOB B AJIp€, IPOUCXOAUT pacIIaBIeHUE WM (pexke) MUKHO3 A1pa,
LUTOJINU3 C BBIXOJOM COAEPKUMOrO KJIETKHM 3a Ipefenbl KiIeTouyHoW MeMmOpaHbl. B ciyuae
anonTo3a IPOUCXOAUT MEXKHYKIEOCOMHAs JAerpajanys XpOMAaTHHA, MPOSBIAIOMIAACS IO31HEE
¢parmenTanuen sapa. Pacrnagaercs u nuromiia3Ma, y4acTKM KOTOPOH, OKpy»XaroIllue OCKOJIKH
spa, NOJYYWIA HAaMMEHOBAaHHE <«aIlONTOTHYECKUX Tenen». IIpomecc anmomro3a 3amyckaercs
BKJIFOYEHHEM IPOTrpaMMbl CaMOYHUYTOXKEHHUS KJIETKM. MexXaHHM3M amornTo3a OCOOEHHO
XapakTepeH Uit uHTepQazHon THOeTH TMM(OUIHBIX KIETOK, KIIETOK KPOBETBOPHON TKaHH.

7. OCHOBHbIE PeaKklMHU KJIeTOK Ha o01yuenue. HeserajibHble peakiuu.

BaxxupiM 11 opranu3mMa pe3yabTaToM HEKOTOPBIX TUIIOB JiydeBoi Moaupukanu Monekyn JJHK
ABJIICTCA BO3HHUKHOBCHHC HACJICOYCMBIX HOBpe)KI[eHI/Iﬁ FCHCTUYCCKOro marcpuajia - MYTaIIHﬁ,
CIIEICTBUEM KOTOPBIX MOXXET OBITh 3JI0KAUECTBEHHOE MEPEPOXKICHHE COMATHUECKUX KIIETOK.
[IprurHOI BO3HMKHOBEHUSI MyTallUM MOTYT CTaTh W BbI3BaHHAs OOJydye€HUEM JeCTaOMIM3aIUs
JIHK, u mporecc pemapanuu ee moBpexaeHud. B oboux cioyuasx obierdaercs BHEIpEHUE
OHKOBHUPYCOB B I'€HOM KIJICTKHW HWJIM IMPOHUCXOJUT AKTHUBALUA TEX OHKOBHPYCOB, KOTOPBLIC YIKE€
MPEACYLUIECTBOBAIM B T€HOME B PENPECCUPOBAHHOM COCTOSSHUU. CIeACTBUEM MYTallMU B
3apOJIBIIIEBHIX KJIETKAX MOTYT CTaTh Je(EKThl pa3BUTUS y IOTOMCTBA 00Jy4YE€HHBIX POJIUTENEH.

8. MeToabl  OleHKH MHTEHCHBHOCTH  MYTallMOHHOIO mpolecca Yy  4YejoBeKa.
IHomy/IsAMOHHBINA M (peHOTUNINYECKHE MOAXO0ABI (MPAMOI U HENPAMON MeTOox).

[Ipn mpsAMBIX HCCIEIOBAaHUSAX MYTALMOHHBIX IPOLIECCOB Y HACEJEHUs, JKUBYIIETO B
9KOJIOTMYECKH 3arps3HEHHBIX pPalOHAaX, ONPENENSIIOT YacTOTy BO3HMKHOBEHMSI TOMMHAHTHBIX
MyTallui, W3MEHSIOIINX HOpPMaJbHOE TEUYEHHWE BHYTPUYTPOOHOIO Pa3BUTUS U BBI3BIBAIOLIUX
MEpPTBOPOXKACHUSA, Ae(EeKThl pa3BUTHS y HOBOPOXKAEHHBIX. M3ydaloT Takke BBbI3BaHHBIC
MyTalusgMU OOJIE3HHM JIETCKOTO M MOCJIEAYIOIIMX BO3pacToB. MOHMTOPUHI JOJKEH BKIIIOYATh
ydeT MyTallUid B IOJIOBBIX U COMAaTHMYECKHMX KIIETKaxX 4ejoBeka. [Ipm MOHMTOpHMHIE yCHENIHO
UCIOJIb3YIOT TaKXK€ aHalu3 MyTalluid TeHOB, KOJIWPYIOLIUX CHHTE3 H30(EPMEHTOB B KpPOBHU
YeJIoBeKa. BpIABIEHHE aHOMAIBHOTO 3JIEKTPO(OPETHUECKOro IMOBEIEHUSI TeMOrJIoOuHa MpH
CEPIIOBUAHOKIETOYHOM aHEMHMM  4YEJIOBE€KAa IOCIHYKWJIO TONYKOM K  HCIIOJIb30BaHHUIO
NEKTPO(QOPETHUECKUX ~ METOAOB  NPU  HM3YYCHHH  HACIEICTBEHHOH  HM3MEHYHBOCTH.
[lepcniekTuBHBIM siBNsieTcs U MeTo AnekTpodopesa JIHK B arapoznom rene. B nocneanee Bpems
COBMECTHO HCIIOJIb3YIOT OMOXMMHMYECKHE METOJbl U METOJbl MOJEKYISPHON SMHUIEMHUOIOTHH.
I'eHoTOKCHYHBIE KaHIIEpOTeHb! BBISBIAIOT U Mo ¢parmenTanun JHK — ogHOMy U3 OCHOBHBIX
NpPOSIBJICHUH anonTo3a (TeHeTHYEeCKH 3alporpaMMHpPOBAHHOM rubenn kieTok). B pamkax
PETHOHAIBHOTO MOAX0/a K MOHUTOPUHTY ONTHUMAJIbHBIM MOKET OBITh MCIOJIb30BAaHHE METOJa
KapTorpagupoBaHus LUTOreHeTH4eckux 3¢dexroB. Koncrarupys HEBO3MOXHOCTh TOTAIBHOTO
LUTOT€HETUYECKOro O00CIIe/IOBaHMUsSI BCEro HacejdeHus, HeoOxoaumo mpu (OPMHUPOBAHUU
HKCHEPUMEHTAIBHBIX TPYII OPUEHTHPOBATHCA HA NPUHIUN BBIOOpOYHOCTH. Kputepuem
IIPUOPUTETHOCTH SABJIIOTCA CTENEHb W XapakTep 3arpsA3HEHMs] Cpenbl IOJUIIOTAaHTAMHU C
U3BECTHBIMU M (WJIM) MPEANojaraéMbIMM T€HOTOKCHYECKMMH cBolicTBamMu. Ha Tteppuropun
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M3Y4aeMOI'0 PErvuoHa ONPENEISIIOTCS JIOKAJIbHBIE TEPPUTOPUH (IOMYNIALMH) — «KOHTPOJIbHBIE
TOYKM» — JUIsl TPOBEACHHUS [MHAMUYECKMX HAONIOJEHUH 3a YpPOBHEM M CIIEKTPOM
LIUTOT€HETUYECKUX HapylleHUi. YnCino Takux «KOHTPOJIbHBIX TOYEK» U MHTEPBAJbl BPEMEHU
MeXy 00CIIeZIOBaHUSIMU OMPEENIAIOTCS B COOTBETCTBUU C 3a/ladyaMu uccienoBanus. [IpuHiun
«HAJIOXKEHUS KapT» JaeT BO3MOXKHOCTH TIIOJIYUYEHHs] aHAJUTUYECKOW HWHQPOpMAIMU IyTeM
COIIOCTABJICHUS PE3YJIbTAaTOB KapTorpadupoBaHUS LUTOTeHETHUYEeCKHX 3(P(EKTOB ¢ AaHHBIMU
CaHUTAPHO-TUTMEHUYECKOTO MOHUTOPUHIA COCTOSIHUSI NapaMeTpoB Cpelbl U IOKa3aTessIMU
AMUAEMHUOJIOTMYECKOTO KOHTPOJISl 3a00JIeBa€MOCTH HACEJCHHsS B JIOKAJbHBIX TEPPUTOPHSIX
pervuoxa.

9. YacToTa ¥ NPUYMHBI TeHHBIX MYyTAaIIUI.

[To npuyMHaAM BO3HMKHOBEHHS PAa3JIMYalOT CIOHTAHHBIE W HMHIYIHUPOBAHHBIC MYTAIIHH.
CrioHTaHHBIE MYTAIlUU BO3HUKAIOT 0€3 BUANMBIX MPUYHH. ITH MyTaIlMU UHOT/IA PACCMATPUBAIOT
KaK OIIMOKH MPOIIECCOB PeILIMKaIuu, penapanuu u pekomounanuu JJHK. Hapumep, u3BecTHbI
MYTallliH, KOTOPHIC TOBBIMIAIOT WJIM TOHWKAIT YacTOTy APYTHX MYTAIlMi; CIIeJOBATEIBHO,
CYIIECTBYIOT T'€HBI-MYTATOPBI U T€HBI-AHTUMYTATOPBI.

B 10 ke Bpemsi, 4acToTa CIIOHTAHHBIX MYTAIIMA 3aBUCUT U OT COCTOSIHHS KJICTKH (opranm3ma).Ha
KaX1ble 25 MUJUTHOHOB HYKJICOTUIOB I'€HOMA MPUXOAUTCS OJHA MyTalus. B ycioBusx crpecca
9acTOTa MyTalUA MOXET MOBBIIATHCS. MHIyIIMpOBaHHBIC MyTallMH BOSHUKAIOT IO ACHCTBUEM
MYyTareHoB. Pa3iMyaroT HECKOJBKO KJIACCOB MYTareHoB: (U3HYECKHE (MOHH3HPYIOIINE
W3ITydeHUs, TEIUIOBOE W3Iy4YeHHE, YIbTPa(QHUOIETOBOC H3IYUCHHE), XUMUYCCKUE MYTAreHBI
(aHAMOTM A30THCTHIX OCHOBAHWM, AalbJACTHIbI, HUTPUTHI, METWIHMPYIOIIUE AareHThl H JIp);
ounonorndeckune myrareHsl (ancras JJHK, Bupychr); ayroMmyTareHbsl — MPOMEKYTOYHBIE POTYKTHI
oOMeHa BEIECTB.

10. YacToTa XpOMOCOMHBIX 00/1€3HEN.

XpoMocoMHBIE OOJIE3HHW 3aHMMAIOT OJIHO W3 BEAYIIMX MECT B CTPYKTYpE HACIEICTBEHHOU
MaTOJIOTHH YeloBeKa. [IpoTekaHne ecTeCTBEHHOrO0 MYyTallMOHHOTO Tporecca 6onee yem B 1500
JIOKyCax, BBI3BIBAIONINX OINPE/ICICHHbIC HACJIEICTBEHHbIE 3a00JieBaHUs, OOYCIOBHIO TaKOe
HaKOIUICHHE «BPEIHBIX» MyTAaIlU{ B MOMYJISIHMIX YEIOBEKa, YTO KaXKIBIH YETIOBEK HECET B CBOEM
TCHOTUIIC B I'CTCPOZUTOTHOM COCTOSIHHHN KaK MUHHMYM 2-3 BPCAHBIC MYyTallWH. ITo JTaHHBIM
[UTOTEHETUYECKUX HWCCIENOBAHUI Cpeld HOBOPOXKAEHHBIX JI€TeH YacToTa XPOMOCOMHOMN
marojoruu cocrasiser 0,6-1,0%.

11. MyTauumn B coMaTH4YeCKUX KJeTKaX. UHAyupOBaHHbIH MyTareHes.

ComaTtnueckue MyTaluu - 3TO HM3MEHEHMs HaCJIEJCTBEHHOIO XapakTepa B COMAaTHYECKHX
KJIETKaX, BO3HUKAIOIIUX HA Pa3HbIX 3Tamax pa3BUTHs ocoOu. OHM 4YacTO HE MepenarTcs Io
HACJIEJICTBY, @ OCTAIOTCS, IOKA XKUBET OpPraHU3M MOTEPIEBIINA MyTallnOHHOE Bo3zaekcTBHe. 11o
XapakTepy M3MEHEHHs HaclleJICTBeHHOro marepuana: 1. Vi3meHeHus, o0ycioBieHHbIE 3aMEHON
OJIHOTO WJIM HECKOJIbKMX HYKJIEOTHAOB B IpEAeiaax OAHOIO I'€Ha, HA3bIBAlOT I'€HHBIMH WIN
TOYEYHBIMA MYyTalusMH. 2. V3MeHEeHHsI CTPYKTyphl XpOMOCOM HAa3bIBalOT XPOMOCOMHBIMHU
MyTalusIMH win abeppauusaMu. Takue MyTallud MOTYT BO3HHKHYTh B Pe3yJIbTaTe MOTEPU YaCTH
XPOMOCOMBI (JIeeliHs), YABOEHHE YaCTH XPOMOCOMBI (JIyIUIMKAILIUK), OTPBIBA U IOBOPOTa YacTU
xpomocomsbl Ha 180 © (uHBepcus). B oTAEnpHBIX CilydasxX OTOpPBaHHBIM y4acTOK XPOMOCOMBI
MO>KET IPUCOETUHUTHCSA K HETOMOJIOTHYHONW XpOMOCOME (TpaHCIOKAIMsI), UTO MMPUBEJET K HOBOI
KOMOMHAIIMM T€HOB M U3MEHEHUs WX B3auMojeicTBus. 3. VI3MeHeHus: KapuoTuIa, KpaTHbIE WIN
HEKpaTHbIE TaIUIOUAHOMY YHCIYy XPOMOCOM HAa3bIBalOT T'€HOMHbIMH MyTauusMu. [lox
WHAYIIMPOBAHHBIM (MCKYCCTBEHHO BBI3BIBAEMBIM) MYTareHe30M IIOHMMAalOT BO3HMKHOBEHHE
HACJIEICTBEHHBIX W3MEHEHUN B pe3yJbTaTe BO3ICHCTBHUS Ha OpPraHuW3M OCOOBIMH areHTamu-
MyTareHamu. B 3aBUCMMOCTH OT NpUPOABI MyTareHa pa3inyaroT paJualliOHHbIM 1 XUMHUYECKUN
myrarese3. OCHOBHOH 1eNbl0 TPUMEHEHHs MHIYLIUPOBAHHOTO MyTareHe3a  sBISETCS
YBEJIMUEHUE TEHETUUECKON N3MEHYMBOCTH 3a CUET HOBBIX ITOJIE3HBIX MYyTaLUil.
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12. OcHoBHBIe PpaguOOMOJIOTHYECKHE 3aBHCMMOCTH B SIBJEHUSIX HHAYIHPOBAHHBIX
MYTaLUM.

3aBHCUMOCTb XpOMOCOMHBIX MyTanui oT ynakoBku JIHK u craguii kjieToO4HOTO LMKIIA.

Ha ocHOBaHMM KOJMYECTBEHHOTO y4eTa TeHHBIX MYyTaluii Oblla YCTAaHOBJCHA 3aBUCUMOCTH
4acTOTHI UX BO3HUKHOBEHHS OT A03bl 00nydyeHus. [lokazano, 4To yacTora jeTajabHbIX MyTalluil B
MOJIOBBIX  KJIETKaX  HCCIICJIOBAaHHBIX  JTAOOPATOPHBIX  JKUBOTHBIX  BO3pACTaeT  MPSIMO
MIPONOPLUMOHAIBHO J103€ HOHU3UPYHOLIEro u3nydenus. [locneqnue ncecnenoBanus, IpoBeICHHbBIE
Ha OOJIYYeHHBIX MBIMIAX, MOKA3ald, YTO MEXIY WHIAYKIMEH MEPBUYHOTO MOBPEKICHUS H €r0
KOHEYHON peanu3alell MMeeT MECTO penapauus, M 4YTO YAJUHEHHUE OHKCIO3ULUU WIH
(bpaKIMOHUPOBAHKE TO3bI 3HAYUTEILHO YMEHBIIIAIOT BHIXOJ] MYTAIIHH.

B pesynbraTe nedcTBUS MOHM3MPYIOIICH paadallid Ha XPOMOCOMBI BO3HHMKAaeT OoJbIIOe
KOJIMYECTBO XPOMOCOMHBIX TepecTpoeK. Pa3Hble THUIIBI XPOMOCOMHBIX MEPECTPOCK MO-Pa3HOMY
3aBUCAT OT J103bl. YacToTa XpPOMOCOMHBIX IE€PECTPOEK, MPOUCXOIAIIUX B peE3yJbTare
OJIMHOYHOT'O pa3pbiBa (HAIpUMEp, JICJICIIUH ), HAXOIUTCS B JINHEHHOM 3aBUCUMOCTH OT 710351 ( B 2
- 2,5 pa3za pexxe 4yeMm yacToTa M3MeHeHWil azotucTeix ocHoBaHuil JIHK mpu manHoii nose).
Yactora X€ XpPOMOCOMHBIX TIE€PECTPOCK, BOZHHUKIIUX B pe3yJabTaTe ABYX HE3aBUCHUMBIX
OJIHOBPEMEHHBIX Pa3pbIBOB M, COOTBETCTBEHHO, OCHOBAHHBIX HA HUX JBYXYAApPHBIX I1EPECTPOCK
(Hampumep, TpaHCIOKAIUii), BO3pAcTaeT MPOMOPIIMOHAIIBHO KBAJpaTy J03bl, BCIECICTBHE TOTO,
YTO BEPOSTHOCTh OJHOBPEMEHHOTO BO3HHUKHOBEHHUS JBYX HE3aBHCHUMBIX COOBITHH paBHA
IIPOU3BE/ICHNIO BEPOSITHOCTEN Kaxaoro coObiTus (B 1,5 paza pexe ueM yacToTa OJUHOYHBIX
pa3pbpiBOB MpHU 3alaHHON 703€). BO3HHKHOBEHHE XPOMOCOMHBIX abeppauuii 3aBUCHUT OT
IJIOTHOCTH MOHU3aNuil. M3aydenus ¢ MeHbIIeH 3Hepruei U 0oJbliel MIOTHOCThI0 MOHU3ALUN
6osee 3¢(hEeKTUBHO BBI3BIBAIOT XPOMOCOMHBIE MEPECTPOrKU. TakuM 00pa3oM, KOPIYCKYJISIPHBIE
W3JIy4CHHS BBI3BIBAIOT XPOMOCOMHBIE MIEPECTPONKH Yallle, YeM JIeKTpoMarHuTHele. [loBbiieHne
KOHIIEHTpAllMu KHUcaopoja Bo Bpemst obmyuenus oT 0 mo 21% nuHEHHO yBENTUYHMBAET YHUCIO
XPOMOCOMHBIX TIEPECTPOEK, JaAJbHEHIIee TMOBBIIICHUE KOHIICHTPALUUA KHUCIOPOJa OKAa3bIBAETCS
MeHee d(ddexTuBHBIM. Ha OCHOBaHMM MHOTOUYMCIEHHBIX HCCIEIOBAaHUI  CIOXKUIIOCH
MPEACTaBICHUE O TOM, YTO CIHOCOOHOCTh Pa3OPBAaHHBIX KOHIIOB XPOMOCOM K COEJUHEHHUIO B
HOBOM KOMOWHAIIMM WJIM BOCCTAHOBIIGHHUIO MCXOIAHOW CTPYKTYPBI 3aBUCUT OT psna (aKTOpOB:
($ha3pl MUTOTHYECKOTO W MEUOTHYECKOTO IIMKIIOB KIIETKH; crenuduku o0beKTa; XapakTepa
u3nydeHus (BenuuumHa, MoIIHOCT, 103bl, JIIID) w oT OHMOXMMHUYECKUX YCIOBUUI
MHUKPOOKPYKECHHSI.

13. XpomocoMHbIe MYTAallHH, BbI3BaHHbIe 00Jy4eHHeM (XPOMOCOMHBIE, XPOMATHIHbIE,
cTa0uiIbHbIC, HecTaOWiIbHbIe alOeppanuu). Meroabl H3y4YeHHMs B3aMMOCBS3M MEXKIY
00J1y4YeHreM POJUTeIell ¥ POXKIeHHeM J1eTeil ¢ XpPOMOCOMHBIMH §0/1e3HSIMM.

Beinensior abeppaliu XpOMOCOMHOT'O M XpOMaTHIHOTO THIA, KOTOpPbIE, B CBOIO OYepe/ib, MOT'YT
ObITh OOMEHHBIMH U TIPOCTHIMH, CTAOUJIBHBIMH ¥ HECTaOWIBHBIMH. THIT XPOMOCOMHBIX
abeppanuii B 3HAYUTEIHHOH CTENEHM OOYCIOBJIECH (a30i KIETOYHOrO IMKJIA, HA KOTOPOM
HAXO/MJIach KJIETKa B MOMEHT OOJTydCeHHSI.

IIpu oGnyuenun kierok Ha craauum GO-G1 kierounoro nukiaa B Meradazax 3aTeM HaOJIOJAIOT
abepparmu XpoMocoMHOTO THIa. Hanbomnee XapakTepHBIMHU CPEIM HUX SIBISIFOTCS TaK Ha3bIBaeMBbIC
OOMEHHbIE XPOMOCOMHBIE abeppaliy, a UMEHHO: JUIEHTPHUUECKHUE M KOJIbLIEBBIE XPOMOCOMBI,
oOpasyromuecss B pe3yibTaTe HEMPaBUIBHOTO BOCCOSAWHEHWS IBYHUTEBHIX pas3pbiBoB JIHK.
JIMIIeHTpUYeCcKHe M KOJBIEBBIE XPOMOCOMBI, KaK MPaBUJIO, COMPOBOXKIAIOTCS (parMeHTOM
XPOMOCOMBI, HE COJIEpKAIEM IIEHTPOMEPHI, T. H. XPOMOCOMHBIM aneHTpudeckuM (parmeHTom. K
OOMEHHBIM aleppalusiM XPOMOCOMHOI'O THIAa OTHOCATCS W TpaHciokauuu. HepemapupoBaHHbIE
nByHUTEBBIE pa3pbiBbl [JHK mpuBoauT K AeienusM XpoMocoM H (hOPMUPOBAHHIO allEHTPUICCKUX
XPOMOCOMHBIX (DparMeHTOB, KOTOpPBbIE MOXHO HaONt0aTh B OnvkaifieM Muto3e. JMIEHTPHKH,
KOJblla U aleHTpUyecKue (parMeHThl IUIOXO MEpeNaloTcs B 4epele KIETOUHBIX JEeNeHUH U B
JENSAMIMUXCS  KJIETKaXx CO BPEMEHEM HCYe3aloT, I03TOMY HUX OTHOCAT K HECTAOUIIbHBIM
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XpPOMOCOMHBIM INepecTpoiikaM. TpaHCIOKanuu, HE MPUBOIALIME K IIOTEPE I'€HETHUUYECKOTO
MaTtepuana, OECHpEensTCTBEHHO TMEpelaloTCsl [TOYEPHUM KIETKaM B MHTO3€, IOITOMY HX
KJIACCU(PUITUPYIOT KaK CTAOMIILHBIC adeppariui.

Ecnu o0Gnydyenue BbI3Bao mosiBjieHue ABYHUTEBOTO paspeiBa JJHK B yyacTke XpoMOCOMBI, yike
MPOIIEIIEM YABOCHHE B MPOIECCe PEIUTUKAUK B S-(a3e KIETOYHOrO IMKIIA, TO 3TO MOXKET
MpUBeCTH K oOpa3oBaHuio abeppauuii xpomMaTHAHOro tuma. Haumbonee TUNMYHBIMU
abeppalyisiMi  XpOMAaTHIHOTO THIA SBIAIOTCA TeTpapanuanbl  (oOMeHHble abepparud,
BO3HUKAIOIIME B MPOIECCE HEMPaBWIbHO COEIMHEHUs IBYX ABYHHTEBbIX paspbiBoB JHK,
HaXOJALIMXCS HA XpOMAaTHAAX Ppa3HbIX XpOMOCOMAax) MW XPOMaTUAHbIE (PArMEHTHI
(mepemapupoBanHblii aByHUTeBOW paspbiB JIHK). Lurorenerndeckuii MeToa, OCHOBAaHHBIN Ha
MUKPOCKOIIMYECKOM H3YyYEHUM CTPYKTYpbl M 4YMCJIA XPOMOCOM YEJIOBEKA, U MOJIEKYISPHO-
FEHEeTUYECKUH aHanu3 HykiaeoTuaHou mnocinenoBarensHoct JHK  ucnone3yrores  ais
OMOMHIUKAIIMHM MyTareHHoro 3 QexTa HOHU3UPYIoIIero u3nydeHus. McenenoBanus Takoro poja
Cpelu MOTOMKOB OOJYYEHHBIX JIMI] HEOIHO3HAUHBI. ['eHeTHYecKuil aHanu3 yeloBeKa 3aTpyaHeH
JUINTEIBHOCTBIO  PENPOAYKTUBHOTO IE€pUOJia YEJIOBEKa, MaJOYUCICHHOCTbIO IIOTOMCTBA,
HEBO3MOXKHOCTBIO IKCIIEPHUMEHTAJIbHBIX OpaKOB U CTaHAAPTH3ALUU CPEIbl, OOJBIIUM YUCIOM
xpomocoM. OcoOblii BKJIAJ B HM3yYCHHE TIIOCIEACTBUNA POIUTEIBCKOTO OOJYYEHHUS BHOCST
UCCIIEIOBaHMS KOTOPTHI IOTOMKOB EPTB aTOMHBIX O00MOapANpoBOK B Xupocume u Haracaku.

14. KayecTBeHHbIE H KOJHYECTBEHHbIE ACTIEKThI 00Pa30BaHUsI XPOMOCOMHBIX adeppaluii.

Brixon abeppanuii (y) mocie oOnydeHHs] KJIETOK u3iydeHueMm ¢ Hu3kou JIIID myumie Bcero
ONMCHIBAETCS MAaTEMaTHYECKUM ypaBHeHHeM: y = oD + BD? rae D — 103a, a o 1 B — KOHCTaHTEL.
OTO ypaBHEHHE XOPOULIO COIJIACYeTCs C TUIIOTE30M, YTO HEKOTOphble abeppauuu SBISIOTCA
PE3yJIBTaTOM IPOXOXKACHUS YEPE3 XPOMOCOMY JIMIIb OJHOM MOHU3UPYIOIIEH YaCTHULIbI, I03TOMY
UX BBIXOJ IponopuuoHaieH go3e (aD), B To Bpemsi kak Apyrue aOeppaluy BbI3BIBAIOTCS
TIPOXOKJIEHHEM JBYX OT/ETBHBIX YAaCTHUI], K MX BBHIXOJ MPONOPIMOHANEH KBaapaTy 1036l (BD?).
Onnoynapusie abeppaliu JUHEHHO 3aBUCAT OT JO3bI, IJs 00Jiee CIIOKHBIX aldeppaiuii
3aBUCUMOCTh HeJMHEeNHHas. Bbxoa olHOynapHbIX abeppaliiil He 3aBUCUT O MOLITHOCTH J103bl. [[Ba
MOBPEXKICHHS OJTHOM XPOMOCOMBI, HEOOXOIUMBIE /111 00pa30oBaHus 00JIee CIIOKHBIX abeppalinid,
MOTYT MOPOXKAATHCS OJHUM WM ABYMSI TPEKaMU MOHM3MPYIOUIMX YacTHUI], U UCTUHHAs Gopma
KpUBOM 103a-3(PpeKT aist IByXynapHbIX abeppaiiuii OyneT 3aBUceTh OT MOITHOCTH 10361 U JITID
U3Ty4YeHUss. MOIIHOCTh /103l 3/1€Chb BaXKHA, MOCKOJIBKY YHCJIO HaOJI0JaeMbIX ABYXYAAPHBIX
abeppalyii 3aBUCUT OT BEPOSTHOCTU TOTO, YTO MEPBBIA U BTOPOU pa3pbIBBBI MPOU30HAYT PSIIOM
JpyT ¢ APYrOM B NPOCTPaHCTBE M BpeMeHHU. lIpu neiictBum usnydenunii ¢ Beicokoil JIIIOD nerko
MOJKET BBI3BaTh JIBa MOBPEKICHUS, HEOOXOIUMBIE JUIsl 00pa30BaHUs JABYXYIapHbIX abeppariuii.
Jlji TaKoro M3JIy4eHHUs BBIXOJ ABYXYJApHbIX abeppauuii OyJeT UMeTh JIMHEHHYI0 3aBUCUMOCTh
oT n03bl. CIOXKHBIE THUIIBI XPOMOCOMHBIX IIOBPEKIEHUI 3aBUCIAT B YHUCIE IPOYEro OT
MeTab0IMYECKOT0 COCTOSIHUS KIIETKH, KOTOPOE B CBOIO OUEpE/b, U3MEHSIET «MUKPOOKPYKEHHE
JIHK», B uacTHOCTH O€1KOBBII KOMIOHEHT XpoMocoM. Pa3peiesl JIHK — BeposiTHO, BakHeHIas
MPUYKHA, Beyllas K XpOMOCMHBIM abeppauusiM oOMeHHOro Tumna. CTPYKTYpHbIE U3MEHEHMS,
HabmonaeMble B MeTadase, SBISIOTCS KOHEYHBIM 3BEHOM B JJIMHHON LEeNM OMOXMMHYECKUX
COOBITHM, BKJIIOYAIOIIUX O€3yCHEIIHbIE MOMBITKH PENapupoBaTh WM OOOWTH MOBPEKICHHMS.
Penaparus Bkiitoyaercst B ce0sl TaKyKe MEXaHU3MbI BOCCTaHOBIIEHHE XPOMOCOMAIIbHBIX OEITKOB.

15. JloMUHAHTHBIE JI€TAJM M TMOJYJeTaJau Mocje 00JyYyeHUsi: B NMOTOMCTBE CaMIIOB B
CKPEeIIMBAHUAX J0 U NOCJIe MePHoAa CTEPUIbLHOCTH.

HOMI/IHaHTHBIe JICTAJIBHBIC MYTAaIllUU — 3TO TOYKOBEIC UJIM XPOMOCOMHBIC MyTalliul, BOSHUKIINE
B TIOJIOBBIX KIIETKaX poauTeneil u BbBBIBaOImME rubens dSMOpuona. [lomyneranu
oOyciaBnuBalOT THOETh OpraHW3Ma MEXIy POXICHHEM U PENPOAYKTHBHBIM BO3PACTOM.
I'eptBur B 1937rmnokasain, 4To COCOOHOCTh CIIEPMUEB MBIIIN M KPBICHI K OTUIOJOTBOPEHUIO HE
U3MEHsIeTCA JaXeNpu OONbIINX 103aX; HA CTaJuU APOOJEHHS YyKe HaOII0Aal0TCs pa3IudHbIe
OTKJIOHCHHA: JIMINHUC dApa Ha CTaJunu ABYX 6HaCTOMep0B U Ha HOOCICAyIHUX CTaauidx; B
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MeTadaze MUTO30BHAOIIONAIOTCS Pa3pbIBBl XpPOMOCOM, a B aHadasze HaOIIOAATNCh OTCTAIOIINE
XpoMocoMBL. bpeHHeke mokaszan oOmuii MpOLEHT aHOMAIBHBIX SMOPHOHOB, OE3YCIIOBHO, BHILIE,
YeM MPOLEHTHUX rudenu a0 uMiviantanuu. [Ipu obxydenun 8 rpeii, OH moKa3al OTKIOHEHHE OT
HOpMBI B 23%Ha cTtaauu AByX OyactromepoB, 44% oTkIOHEHUH Ha cTaauu 3-6 61acTOMEpOB, U
40% mna cramgum 7-12 OmactomepoB. Paccen: HeKOTOpble SMOPHOHBI, OOHAPYKHMBAIOIIUE
HOpPMaJIbHOE JApOOJICHHE, NEHCTBUTEIBHO JOKMBAIOT IO MOMEHTa WMIuIaHtauu. [lpu
MOBBIIIEHUH J103bl THOETh JOMMILIAHTAIIMM BO3PACTAeT MO CPABHEHUIO C THOENBIO IMOCIe HEe.
[ToToMCTBO, TMOMYy4EeHHOE OT OOJYYCHHBIX CAMIIOB B CKPELIMBAHUSX, MPOBEICHHBIX IOCIE
Nepruosia CTePHWIIbHOCTU: UYMCIO MOTOMKOB B IOMETE, YMEHBINACTCSA HE3HAYMTENbHO. JTO
CBSI3aHO C TEM, YTO TIOJIOBBIE KIETKH OOJy4aloTCsi B CTaauuM crepmaroronuit. Jleramm
BO3HHUKAIOT B CIIEPMATOTOHMSAX, HO MHOTHE M3 HMX HE MOTYT MPOHTH 4Yepe3 BCE KICTOYHBIC
JeJICHUS OT CIEPMATOTOHMH 10 crepmaro3ounoB. [lpu 00IydeHHHM CIIEPMATOTOHHEB
abeppalyy 4acTo MUMUHUPYIOTCS 3a4aTKOBBIM OTOOpOM -HAOIMIOAAETCS yYMEHBIICHHE YHCia
CIIepMaTOrOHMEB. JJOMUHAHTHBIE JIETAIN BBI3BIBAIOTCS COOJBIICH YaCTOTOM B CIIEpPMAaTOTOHUSIX,
4eM B CIEPMaTO30MAAX: CIIEPMATOTOHWW JUIUIOMIHBI, a CIIEPMATO30U[bl TarlJIOWIHEI;
U3MEHEHHE COCTOSHUS XPOMOCOM, (ha3 MHTOTHYECKOTO LIUKJIA; pa3IMYHbIe 0COOEHHOCTH 0OMeHa
BEIIIECTB.

16. /loMMHAHTHBIE JIeTAJH W NOJYJETATU Nocje O00Jy4YeHHsA: COOTHOIIEHHe I10JIOB.
Buaumble noMHMHAHTHbIe MyTauuu. PeneccMBHBIE JieTajH, IOJYJeTAJIM W MYTAlUH,
BJIUSIIOIINE HA KU3HECTOCOOHOCTb.

I'nGenbro SMOPHOHOB OT JOMUHAHTHBIX JIETaJIeH B pe3yabTaTe pa3IMiyHON CMEPTHOCTH CaMIOB U
CaMOK MOYKET MPUBECTH K HAPYIICHUIO COOTHOIICHUS TTOJIOB IPU POKICHUU. DTO CBSI3aHO C TEM,
YTO OIpEJesIEHHbIE TUIIBI XPOMOCOMHBIX abeppaluii, Takue, Kak MoTepsi 4acTH, a BO3MOXKHO U
Bceil X-XpOMOCOMBI, MOTYT HapyIIUTh COOTHOIIEHHE TIOJOB, HE BIMSAS HA BBDKUBACMOCTD.
OmnbiThl [lapkca. Ilpu peHTreHOBCKOM OOJy4yeHMM CaMlLOB B Jl03€, NPU KOTOpPOW HacTymana
BpEMEHHas CTEPHIIBHOCTh, OH TIOTYYMJI HE3aMETHOE YBEIIMYSHHE YHUCIIAa CaMIIOB, POXKICHHBIX OT
CKpEUIMBaHUN, KOTOpO€ TMpOBOAMIOCH uepe3 4 1aHsS mocie OONydeHHUs; 3HAUYUTENIbHOE
YMEHBIIIEHUE YHCiIa CaMI[0OB, POXKACHHBIX OT CKpellMBaHui uepe3 5-18 nHel mocie oOaydeHus.
Ecnu cmotpets nocne 20ro aHA mocie 00Jy4eHHs COOTHOLIEHHE TI0JI0B HE MEHAJIOCh. Buinmele
JOMHUHaHTHBIE MyTanuu: B onbiTax ObL1a 0OHapyKeHa TOJIbKO OJHA MyTanus Ha 178 MOTOMKOB
MBILIEH, MOABEPrHYTHIX PEHTT€HOBCKOMY OOJIydeHHIO MpH cpenHeit goze 7 I'p. 3atem Bcex 178
KUBOTHBIX BCKPBUTM M HAIUIM W3MEHEHHs B ceje3eHKe. M aBTOpBI caenaiy BBIBOJ, YTO 3TO
MyTalUsi C HEMOJHOM NEHETPAaHTHOCTBI0O M YTO OHAa CHIXKAJA HKU3HECIIOCOOHOCTb.
7 TOMUHAHTHBIX BUAUMBIX MyTauui cpeau 3072 MOTOMKOB CaMIIOB MBbIIIEH, 0OIy4EeHHBIX MpPH
cpemueii no3e 0,6 I'p. B konTtpone Ha 2755 XMBOTHBIX He OBUIO HU OJHON MYTaIlWU.
PenieccuBHBIE JleTany, MOMYJNETAIM M MYTallUd, BIUSIOUIME Ha >KU3HECIIOCOOHOCTH. 3J1€Ch
MOWIET pedb 00 ayTOCOMHBIX PEIECCHBHBIX MYTAIMsIX. [ €pTBUT: B OIBITaX CO CKPEUIMBAHUEM
CaMIIOB JI0 MEpHOJa CTEPHIIBHOCTH, J103a Oblia 6-12 I'p, cooOumn o ciaeayrounmx MyTalusx:
OJTHA CBSI3aHHAS C aHEMHUEH; OJIHA C OJIMTOAOKTHIIMIICH 1 OIHAa 00YCITaBIMBAOIIAsT KAPIHKOBOCTb.
B wuccnenoBanmsx Paccenma camiibl MBIIIM AMKOTO TUIA OBUTH MOJBEPTHYTHI OJHOKPATHOMY
o0I1IeMy peHTTEHOBCKOMY OOIY4eHHIO B f1o3e 61 'p, U mocie epruoia CTepUIIBHOCTH CKPETICHHBI
C )KUBOTHBIMH W3 JINHUM TOMO3UTOTHOH MO 7MM ayTOCOMHBIM PELI€CCUBHBIM BUAMMBIM T'€HAM.
KontponbHble HeOONMydYeHHBIE CaMIBl TaK)Ke OBUIM CKpPEIICHBl XHUBOTHBIMH OSTOW JIMHUH.
[ToroMcTBO McCIeIOBAaIOCh HA BO3ZHUKHOBEHHE MyTalui Mo 7Mu Jokycam. [Ipenmonaraembie
MYTaHTHBI OBUIM OTOOpaHBl M C HHMH IPOBEICHBI COOTBETCTBYIOIIUE CKPEUIMBAHUS IS
OIpeJIeNIeHUs] ajlieNIu3Ma M XapakTepa JACUCTBUS MYyTallMM B TOMO3UTOTHOM COCTOSIHMH. bbuio
00HapyKEHO, YTO OTHOCUTEIHHBIE YaCTOTHI KU3HECITOCOOHBIX MOYJIETANCH 1 JIETATBHBIX THIIOB
pa3nuyaroTcs B 3aBHCHUMOCTH OT JIOKyca. M 4YTO HajguMume MHOTHX BBISBJICHHBIX H3MEHEHUI
PELIECCUBHOIO JIETAIbHOIO JCHCTBUS YKa3blBAE€T, 4YTO HEKOTOpbIE MYTallMd MOIYT OBITh
HeXBaTKaMu (merneuus). MyTauuu, CHIDKAIOUIME >KU3HECIOCOOHOCTh - 3TO TaKue MYyTalluw,
KOTOPBIE JIMILIb MHOT' /1A BBI3BIBAIOT THOEb.
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17. IsynurteBbie pa3pbiBbl JHK. Unaykuuss nBynuteBbix pa3pbiBoB UHN. Ilonsitue o
KJIACTEPHBIX MOBPeEkKIEHUSIX.

Cpemu noBpexaennii JIHK, BeI3pIBaeMbIX HOHU3UPYIOMIMM u3itydeHuem (M), nByHuTEBBIC
pazpsiBbl ([IP) JJHK sBisiroTcs Hanboiee KpUTHYISCKUMHU TS JATBHEHUINEH Cyap0bI KISTKH.
Penapanus /P npoucxoauT 10BOJBHO MEJIEHHO, B TO BpeMs Kak /[P, He ycTpaHeHHbIE B X0/€
penaparuu JIHK, npuBomsaT k cepbe3HbIM ITUTOTCHETHYECKUM HAPYIICHUSM, THOCTH KIIETOK W,
BO3MOXXHO, UX OHKOTpaHc(opmaluu. YCTaHOBJIEHO, 4TO yxke mpu no3e 1 ['p B kaxmoil kietke
gyenoBeka noBpexaaercs 5000 ocnoanmii monekyn JIHK, Bo3aukaer 1000 ogunounbx 1 10—
100 nBOMHBIX pa3pbIBOB, KaX/IbIH U3 KOTOPBIX MOKET IPUBECTU K HENPUATHBIM ITOCIIEICTBUSIM.
HEpermapupoBaHHbIC OJUHOYHBIC Pa3phIBBl BHOCSAT CBOHM BKIIJ B 0Opa3oBaHWE JBONHBIX
pa3pbIBOB, OTOMY 4TO ABOMHBIE pa3peiBbl JJHK Moryt ObITh miu pe3ynbTaToM €IUHUYHOTO
COOBITHS HOHU3AIINH, WIN CJICICTBUEM COBIAICHUS OJUHOYHBIX PAa3PhIBOB B KOMIUIEMEHTAPHBIX
uernsx. Manykuust nsyHuTeBbIX pa3pbeiBoB JJHK mpuBoauT K M3MEHEHUIO 3KCIPECCUU LIEJIOT0O
psana mukpoPHK, B Tom uuncie u Tex, ybM T'€HBI-MUIICHU BKJIIOUYEHBI B KOHTPOJb perapanuu
JIHK, anonro3a u npoxoxAeHus: KIETOYHOro 1UKia. KiactepHble MOBpexXAEHUS — 3TO
MOBPEKICHHS Pa3HOU MPHUPOIBI, pacToioKeHHbIe B Tipenenax 1-2 ButkoB cnupanu JJHK,
OTHOCsIIMECA K Hanbosiee TpyAHO penapupyeMbiM noBpexaeHusMm [IHK, B Tom uucie 6am3ko
pacroIoKeHHbIe 1ByHUTEBbIE pa3peiBbl JJHK.

18. Penapauusi iByHuTeBbIX pa3poisoB JTHK.

PaznuuaroT roMoIOTHYHYI0 PEKOMOMHALIUIO (JIPOXIKU) U HETOMOJIOIMYHOE 00bEIMHEHNE KOHIIOB
(uenoBek). [Ipu roMOIOTHYHON PEeKOMOMHAIIMN TPEOYyEeTCS HAIWMYUE MICHTUYHOW WM CXOJIHOM
HenoBpexxaEHHOM Monekynbl JIHK: cectpuHckas xpomaruaa mocne peruinkanuu (dasza G2);
rOMOJIOTMYHasi XpoMocoma. Takas peKOMOMHalus MPaKTUYECKH WJIEHTUYHA PEKOMOMHAIUU B
Mmeitoze. Ilo MexaHHM3My TOMOJOIMYHOW PEKOMOMHALMM MOTYT HCHPABIATHCA: OJHO H
JBYHUTEBBIC Pa3pbIBbl; OJOK BWJIKM pEIUIMKALMU; IONepedyHble cIMBKU. Heromomornunoe
oobenuHenne koHuoB (NHEJ, nonhomologous end joining): He TpeOyeTcst HaTMYUs UIEHTUYHON
HenoBpexaéHHol JIHK; orcyrcTByeT y MHOTHMX OakTepuii; OCHOBHOM MexaHu3M penapauuu /[P
y MJICKOTIUTAIOIINX; €CTh TaK)XKe Y OJHOKJIETOUHBIX 3yKapHoT. Oco0eHHO BaxHO Ha ctaauax GO/
G1. MoxxeT MpUBOIUTH K MyTaITUsIM: JIEJICIUSM H TPAHCIOKAIHSIM.

19. OueHka reHeTHYeCKOii OMACHOCTH 00JIyYeHHs 1JisA 4ejoBeka. [Ipsamoii MeTon, MeTon
YABOECHHUSA 103bl.

K wmerogam oueHku HacnenyeMbiX 3(@eKToB B MEXKIYHApOJHOW CHCTEME paJuallOHHON
0€30MacHOCTH OTHOCATCS TPSIMOM METOJ M METOJA yABauBaroiiei no3el. [Ipsimoit meTon Ha
OCHOBE pE3YJIbTAaTOB IIMTOTCHETHMUECKOTO0 aHajdnu3a T03BOJISIET OIEHUTh aOCONIOTHYIO
BEpPOSITHOCTh HACJIE/ICTBEHHBIX HApYIICHUH, BbI3BAHHBIX paJualliei, Mo 4acToTe JOMUHAHTHBIX
MyTaluid. YYHUTBIBasE OTCYTCTBHE JAHHBIX O PaJAHAIlMOHHO-WHIYIIMPOBAHHBIX 3a00JIEBAHMSIIX
yenoBeka, ¢ 1950-x rr. paspabarbiBaiich KOCBEHHbIE MeTOAbl. OIHUM M3 TaKUX METOJIOB,
KOTOPBIA UCTONb3yeTcs ¢ Hadaina 1970-x rr. 10 cux mop, SABJISETCS METOJT YABAUBAIOMICH JTO3BI.
Y aBauBatomias no3a (DD) — 1o g03a uznyueHus, HeoOXoauMas AJisi CO3/IaHus AOMOIHUTEIBHO
TaKOTO YUCJIa MYyTaIlMii, KOTOPOE BO3HUKAET CIIOHTAHHO B OJTHOM MOKOJieHHH. OHa OIICHUBAETCS
C TOMOIIBIO OTHOILIEHUSI CPEIHUX YPOBHEM CHOHTAaHHOM M WHIYLMPOBAHHOM MYyTalUW s
3aIaHHOTO Habopa reHoB. bel10 MpemIokeHo HCToIb30BaTh olleHKy DD 1t 4enoBeka, paBHYIO
1 I'p npu manoit MomHOCTH 103b1. [TomokeHue, 4To 103a, yABaWBArOIIas CIIOHTAHHBIE MYTAIUH Y
genmoBeka, HaxomuTcs B mpeaenax 0,1-1 3B, o3HauaeT, YTO JOMYCTHMBIC JO3BI OOJTyUEHUS
JIOJKHBI  OBITh HA YPOBHE, BBHI3BIBAIONIEM HE3HAUUTEIBHOE YBEIWYEHHE CKOPOCTHU
BO3HUKHOBEHHS MYTallUi y JIIOJICH, KOTOPBIE BEAYT PaAHaIlliOHHO-OMACHBIE PAOOTHI.

20. Tecr-cucteMbl 10 HIEHTHUPUKAUMH MYTANUA B COMATHYECKHX KJIeTKax IocJjae
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o0aydyenus. ILluTonornyecknii ¥ NUTOreHeTHYECKHH AHAJM3: H3y4YeHHe CTAOMJIBHBIX M
HeCTA0OMJIBLHBIX XPOMOCOMHBIX a0eppanuii. MeTon CECTPHHCKHX XPOMATHIHBLIX 00MEHOB
(CXO0). Muxposaepuslii Tect. Meron JIHK-komer.

HecTtabunbHble XpOMOCOMHBIE MEPECTPOMKU (AMIEHTPUKH, KOJbLA), a TaKKe HEKOTOpbIe
oOMeHHbIe abeppalliii XpOMAaTHIHOTO THIA YacTO MPUBOIAT K (POPMUPOBAHHIO «MOCTOB» B
aHagasze MHUTO3a, KOTOpPbIE MOXKHO JETEKTUpPOBAaThb IpPHU TMOMOIIM aHaTeno(a3HOro MeToAa
aHaJM3a XpPOMOCOMHBIX abeppamuii. L{uTomornuecku XpoMOCOMHBIE MEPECTPONKH MOTYT OBITh
BBISIBJICHBI Takke B IMpodase NepBOro JelieHHs Melo3a Ha CTaAuM MaXUTeHbl Onaronaps
CHUHAICHCY TOMOJIOTHYHBIX YYacTKOB XpOMOCOM. B MeaMIMHCKOW T'€HETHKE XPOMOCOMHBIE
MEePECTPOUKH BBISBISIIOT LUTOJOTHYECKH Ha cTafauu MeTadasbl. CaMbIM paclpOCTPaHEHHBIM U
JOCTYITHBIM ITUTOT€HETHYECKUM METOJIOM sBIsieTcs MeToJ auddepenunanbHoil G-okpacku
xpomocoM (G-03HauHr). IS BBISBICHHS XPOMOCOMHBIX TIEPECTPOCK MPUMEHSIOT METO[
¢dnyopecueHTHON rHOpuau3aiu IN Situ ¢ wucnoaws3oBanuem JIHK-mpoO6 K oTxenbHBIM
XpoMOCOMaM MM XPOMOCOMHBIM JIoKycaMm. OJHUM U3 Hanbosiee TOUHBIX METOJ0B OOHAPYKEHUS
HEOOJIBIINX IYIUIMKAUWKA W JENelHid B HACTOSINEe BPEeMs SBISICTCS METOJ CPaBHHUTEIHHOM
TeHOMHOM rulpuau3anuu Ha mpemapatax Meradasubix xpomocoMm unu JIHK-muxpounmax.
JlyTuIMKanuu U eJIeUU MOTYT OBITh BBISIBJICHBI U TP MOJIHOTeHOMHOM SNP-TeHOTHITpOBaHUY.
JlBa TmocieqHUX MeTola He TMO3BOJISIIOT BBIBIATH COaTaHCUPOBAHHBIE XPOMOCOMHEBIE
MIEPECTPOUKH U, B OTIMYUE OT IPYIMX LUTOT€HETHUYECKUX METOJOB, HE MO3BOJSIOT IPOBOAUTH
aHallu3 XPOMOCOMHBIX abeppaluii Ha ypOBHE OTAEIbHOW KJIETKH, TO €CTh SBISIOTCS
HEYYBCTBUTEIBHBIMU JIJISI ClTydaeB Mo3auiu3Ma. CectpuHckuid XpoMatuaabiii ooMeH (CX0O) —
3T0O OOMEH y4yacTKaMu MEXIY CECTPHHCKUMHU XpOMaThIaMH OJHOW Xpomocombl. Ilporecc
oOMeHa TIPOUCXOMT BO BpeMst S-(ha3bl KIIETOUHOTO IUKJIA IyTEM FOMOJIOTHYHON pEKOMOMHAIINN
MEXIY CECTPUHCKMM XpOMaTuJaMu, TeHeTHYeckas uH}opmanus TMpH 3TOM OCTaéres
Hen3MeHHO#. J{ist nomydenust quddepeHimanbHoN OKpacku XpoMaTu/I KICTKU KYJIbTHBHPYIOT iN
VItro B mpUCyTCTBUH OPOMJIC30KCHYPUINHA B TEUCHHE JIBYX KJICTOYHBIX IIUKIOB. B pesynbraTe
3TOr0 TOJY4YaroTCs XPOMOCOMBI, Y KOTOpPbIX THUMHUJIMH B OJHOW XpoMaTuie 3aMelléH
OopomaesokcuypuauHoM B obeux nensax JIHK, a B cecTpuHCKoi XpomMaTue — TOJNBKO B OJHOM
u3 neneit. [locie sroro mpemapar MeradaszHbIX XPOMOCOM, TMOJTYYEHHBIH W3 TaKUX KIIETOK,
KpacsT (OTOCEHCUOUTH3UPYIOIIUM (i1yopeclieHTHBIM KpacuTelleM U
00JTy4aroT yJIbTpaHOIETOBBIM CBETOM, BCIEACTBUE uero nmpoucxoauT doroxerpamamus JJHK.
Xpomaruja, B KOTOpoil TMMuAMH 3amenieH B oboux nemsx JIHK, cranoButcs HecrnocoOHOM
CBSI3bIBAaTh KpacuTeslb ['MM3a W ocTaércs Mpu OKpacke OJjenHoi, a XpoMmaruja, B KOTOPOM
OpOMIE30KCUYPUANH MPUCYTCTBYET Tobko B onHoM 1enu /IHK, crocoOHa okpammBarbes Kak
OOBIYHBINI XpOMAaTMH W cTaHeT TEMHOW mpu okpacke. IlodydeHHYI0 OKpacKy Ha3bIBalOT
g depeHIaTbHON OKpacKoM cecTpUHCKUX XpoMmatu. CucTeMa UH BUTPO MO3BOJISIET CIEANUTH
32 MHIUBUAYaJIbHBIMU KIETKAMU U aHAJIM3UPOBATh MOSBICHUE B HUX MOBPEXKACHUN XPOMOCOM
(«MuKposiipa») BO BpeMsl IEPBOIr0 MOCTPAAHAIMOHHOTO JejeHus. Mukposapa B LIUTOIIIA3Me
KJIETKH MPEJCTABIAIOT cO00M KpYIHBIE alleHTpHUecKue (pparMeHThl XpOMOCOM, HE MOMNABILIUE B
reHoM KkJeTku. OOIydeHHbIe KIETKH, COIepKalllie U He COJIeprKalliie MUKPOsiIpa, HaOII01at0TCs
II0 Mepe pocTa B KOJIOHMAX. [Ipy momomm 3TOro MeTojga ycTaHOBJIEHA IpsiMas 3aBHUCHMOCTD
MEXIy HaJIWYHMEeM MHUKpPOSJep U HECIOCOOHOCTHIO KJIETKH IOCIEN0BAaTeIbHO U  YCIIELIHO
nenutbess. Meron JIHK-xkomer — ato Mmeton perucrpanuu nospexaeHus IHK u nsydenus
pemapanuyd Ha YpPOBHE OJMHOYHBIX KJIETOK. [IpuMEHMM B cHCTeMax in vivo u in Vitro.
[IpoBomuTCcsT MMMOOUIHM3aMs TOABEPIHYTHIX BO3JEHCTBHIO H3y4aeMoro (akropa KJIETOK B
HU3KOIUIABKOW arapo3e, HaHECEHHOW Ha MPEAMETHOE CTEKJIO Jia MuUkpockormmu. OOpaboTka
00pa3uoB B Oydepe ¢ BEICOKUM COJIEpKAHUEM COJIU MPUBOAUT K JIM3HUCY KIETOUYHBIX MEMOpaH U
skcrpakiuu 0enkoB. Monekynsl JJHK paznenstor anexrpodopesom, Tpeku JJHK Buzyanuszupyrot
MOCPEJICTBOM OKpalIuBaHUs (IyOpPECEHTHBIM KpacHuTeleM, IOCIe Yero o0paslibl H3y4yaroT
Mukpockonuuecku. [Ipu Hammuum paspsiBoB JIHK Hapymaercs cTpykTypHasi opraHuzanus
XpoMaTHHa M yTpauumBaercs cBepxcnupanuzanus [IHK, yto mpuBoaur k penakcauuu 3TOi
omomakpomosiekynbl, ¢opmupyiorcs ¢parmentsl JIHK, He cBs3anHbie ¢ kierkoil. B
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AJIEKTPUYECKOM TIOJie penakcupoBaHHble mnemiu U ¢gparmentsl JIHK BeITsrumBatorcst mo
HaIpaBJICHUIO K aHOMY, YTO U MPUIACT HAOIIOAaeMbIM O0BEKTaM BUJ «KomeT». KomnuecTBo
JIHK, MurpupoBaBIIeii 10 HAMPABJICHUIO K aHOMY U OINpEAensieMoe MUKPOPOTOMETPOM, MOKET
HCIIOJB30BAaThCS B KAa4eCTBE IOKA3aTellsl, XapaKTepu3ywluero yposeHb nospexiaenui JHK B
u3ydaembIXx KieTkax. «Komerb» aHanmu3upyroT nu00 TyTéM BH3YaJbHOTO HAOMIONEHUS |
muddepeHMaud  «koMeT» 1o crenenu noBpexaeHHoctu JIHK, nubo ¢ wucnonbzoBaHuem
KOMIIBIOTEPHBIX TPOTPAMMHBIX CPEACTB 00pa0OTKU N300PAKEHUH.

21. Tecr-cucteMbl 1O MWIEHTHPUKAUMH MYTANUA B COMATHYECKHX KJIeTKax IocJje
o0iyyenuss. MoJieKyJSIDHO-TEHeTHYECKHII aHAJIM3: M3y4YeHHMe MYTalMid B TeHe
remorJsioouna (Hb), B rene T- kierounoro peuenropa (TCR), B rene ramkopopuna A, B
rese HPRT. U3y4yenue myranuii B MUHH-  MUKPOCATE/UIUTAX.

B HacTosiiee BpeMs Ul M3yd€HHs 4acTOT COMAaTMYECKMX MyTalMi in vivo Haubosiee MHUPOKO
NPOBOAATCS  MCCICAOBAaHHMS MyTalMid dputpouutapHoro rimkopopuna A (GPA) wu
aumdormrapHoro T-knerounoro anturenHoro perentopa (TCR). MyranuonHblit aHamu3 B
SHJOTECHHBIX  TEHax  4YeJIOBEKa (rene HPRT -  rene TMIIOKCAaHTUHTyaHUH
dbocopudbozuntpanchepaspl) yame Bcero mpoBoautcs B - aumdonmrtax.  CyunmaHas
CEJIGKTUBHAsl Cpella KyJbTUBUPOBAHMSI IO3BOJIAET BBDKMBATh KJIETKaM C MYTAaHTHBIM WIH
HeakTHBHBIM TeHoM HPRT, Toraa xak HopmalibHbIE KJIETKH B 3THX YCIOBHAX norudaror. Meron
MIO3BOJISIET OTCIEKMBATh MYyTallMI0 B X-XpOMOCOME (COOTBETCTBEHHO, TOJIBKO y MY)KUYUH).
I'mukopOpUHOBBIN TECT OCHOBAH Ha OLIEHKE JOJIM PUTPOLIUTOB C HEJOCTATOUHOM IKCIpeccuent
reHa, koaupytomero riukopopun A (GPA). Tect mnpuMeHHM TOJBKO Ui WHIUBHIIOB,
reTepo3uroTHpIx 1o ganHomy Jokycy (MN). s perucTpanuy 4acToThl ITHX MyTaluil
UCTOJIB3YETCsl MPOTOYHASsT HUTOMIIOPOMETPHSI, TPU ITOM IMPHUMEHSIOTCS (PIFOOPECIHPYIOIIHIE
aHTUTeNa, crneuupuUHble K KaxXIOMy M3 JBYX amienedl. B pesynerate peructpupyercs
OTHOCUTEJIbHAS YaCcTOTa dSPUTPOLUUTOB, Hecyux myTtamnuio NO unu MO. Mexny Bo3iaeicTBueM
U3IY4YEHUsT W B3STHEM NpoObl KPOBU JOJDKHO HPONTH He MeHee 3 MecC., C TeM YTOOBI
JIOCTaTOYHOE YHCIIO SPUTPOLIMTOB, HECYIIUX MYTAIMIO, CMOIJIO MTOCTYIUTh B LIUPKYJIUPYIOLIYIO
KpoBb. /[yl mpoBeneHUsT UCCIEN0BAaHUI C UCIOJIb30BAaHUEM B KaueCTBE MapKepa BO3JIEHCTBUS
paananuu TanaeMHbix notopoB JIHK Ttpebyercs ropasno MeHblias BbIOOpKa, 4eM JUIs
HCCIIEIOBAaHUIM C HCIIOJIB30BAaHUEM TPAAMIMOHHBIX METOJOB OLEHKM 4YacTOThl MYyTaluil.
Haubonee  BaXHBIMM  NpEICTaBUTENSIMM  JAaHHOIO  Kjacca  IMOBTOPOB  SBISIOTCA
MUKpPOCATEJUINTHbIE M MuHucatesuTHble nosTtopsl JIHK. Mytanum B MuHHcaTemmuTax
MPUBOJAT K M3MEHEHMIO 4Hclia MOBTOpoB. CamMoe TJaBHOE - 3T MYTAallMM MPOUCXOIAT C
HEMMOBEPHOM 4acToToif, koTopas Oonee yem B 1000 pa3 mpeBbIIaeT TaKOBYIO Ui OOBIYHBIX
reHoB. M3yuuB Bcero 150 mOTOMKOB OOJIy4€HHBIX )KMBOTHBIX, ObLIIM OOHAPYKEHBI MPAKTUYECKU
JBYKpaTHOE YBEIMYEHHE YaCTOThl MyTAallUi y HUX IO CPABHEHUIO C TAKOBOM y HEOOIy4EHHBIX
MBIILIEH.

22. PaimanvoHHO-UHAYUHMPOBAHHAS HeCTa0MJIbHOCTH TIeHOMAa, ee BO3MOKHbIe MPHYHHBI
M MeTOoAbI BbISIBJICHUS.
HecrabunbHocTh TeHOMa paauanuonHo-uHnyimpoanHas (PUHI, PUHCI/anrn. RIGI) —
BO3HUKHOBEHHE de N0OVO MHOYKECTBEHHBIX TEHETHUYECKUX HAPYIICHUH HEKJIOHATFHOTO XapaKTepa
y 10-30 % mnoTromMkoB OOJYy4€HHBIX KIETOK, BBDKMBIIMX IMocie obOmyudeHus. [Ipu 3Tom
TCHETHYECKHE WM3MEHEHUs, HaOJrogaeMble B KIIETKAaX TOYEPHUX MOKOJICHUH, OTIMYAIOTCS OT
BO3HHUKIIMX B caMOil oOny4€HHOW KieTke. Takue MOBPEXJIEHHs T'€HOMa BO3HHMKAIOT U
CIIOHTaHHO, M3JIy4eHHE IPOCTO YBEJIMYMBAECT 4yacToTy uMX mnoseieHund. PUHI manymupyercs
pearbHBIMH, OLIMOOYHO pEMapUpOBAHHBIMU IOBPEXACHUSMH TeHOMHOH cTtpykrypel JJHK B
POIUTETHCKON TMOIYIISIIINN HETOCPECTBEHHO O0IyYEeHHBIX KJIETOK W IMOKa3aHa JjIsl BCEX KIIETOK
sykapuoT. I[lpuumHaMu 5TOM HECTaOMIBHOCTH MOTYT OBITh HENPAaBUIBHO pENapUpOBaHHbIC
noBpexkaenuss  JIHK, uW3MeHeHHas MOCneqoBaTebHOCTh  OCHOBAaHUM,  MHKPOACICIUU
TEJIOMEPHBIX YYaCTKOB XpOMOCOM H Jp. MHIynupoBaHHBIE HM3Ty4eHHEM JEJICIUN OOJIBIIOTO
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pa3Mepa NeCTaOMIU3UPYIOT CTPYKTYPY XpOMAaTHHA, W 3TO MOXKET IepeaaBaThCsi MHOTHUM
reHEepausaM KJIETOK-IIOTOMKOB, oOycimoBiauBas PUHI. OpgauM #3 mNpu3HAHHBIX METOJIOB,
WCIIOJIb3YEMBIX ISl M3YYCHHS HECTAOWIBHOCTH TEHOMAa Yy OOJYYEHHBIX JIFOJICH, SBISICTCS
MUKPOSJICPHBIH TecT. OJHUM H3 KPUTEPHUEB HECTAOWIBPHOCTH TEHOMAa CUWUTACTCS CHUKCHUE
YaCTOTHI UHIUBUIYYMOB B KJIETKAaX KOTOPBIX, PETUCTPUPYETCS aaTUBHBIN OTBET. AIaTUBHBIN
OTBET SIBJISICTCS CIICJICTBUEM aJanTallid K HOHU3HUPYIOIIEMY HW3JIYYCHUIO W TIPOSBIIACTCS B
MOBBIIIEHUN YCTOWYMBOCTU KJIETOK K JCHCTBHIO T€HOTOKCHYECKOTO (haKTOpa B MOBPEKTAIOIICH
J103€ TIOCJIEC €ro BO3JICUCTBUS B MAJIOH J103€ MPHU OCTPOM OOJTyUEHHUH.

23. TpancreHepauuOHHbIH ¢(eHOMeH PaIHMANMOHHO-UHAYIMPOBAHHONH HeCTA0MIbHOCTH
reHOMa BIKCIIEPUMEHTAX HA JKMBOTHBIX M Y YeJI0BeKa.

[Ipu 0Oay4eHHH caMIlOB >KMBOTHBIX PaJUallMOHHO-MHIYyLUPOBAaHHAS HECTaOMJIBHOCTH T'€HOMA
IPOSBJISUIACh Y UX HEOOJydeHHbIX NOTOMKOB. B paborax Mughal S. R. ¢ coaBT npencraBiens
JAHHBIE CBHUJIETENbCTBYIOIIME O CYLIECTBOBAaHMM IOPOrOBOM  J103bl JJIsi  MPOSIBICHUS
TPAHCT'€HEPALMOHHOM HECTaOMJIBHOCTH MpH OCTpoM oOinyueHuu otua. I[lpu octpom  y-
obmyuenun B go3zax 50 m 100 cI'p wacrora myrammit B ESTR nokycax Obina ogmHaKoBO
MIOBBIIIEHHON KaK B IOJOBBIX KJIETKaX OTLIOB, TaK U B IOJIOBBIX KJIETKaX M KJIETKaX I'OJOBHOTO
MO3Ta UX HeoOIydeHHOro moromctBa. Ilpu oOiydeHnn OoTHOB B HU3KMX no3ax 10-25 cl'p, a
TaKXe NpU OOJIyYeHMM C HU3KOM MOIIHOCTBIO J103bl aBTOPbI HE OTMETWIM JAeCTaOuiIn3aluu
re€HOMa y OTIIOB U UX OTOMKOB. XpOHHUYECKOE PaIMallMOHHOE BO3ACHCTBUE HA MIOJIOBBIE KIETKU
CaMILIOB BBI3BIBAET CJIBUT'M CO CTOPOHBI KDOBETBOPHOW CUCTEMbI IIOTOMCTBA MEPBOTO MOKOJIEHHS.
Baytpennee 001y4eHrEe CaMIIOB MBIIIEH BBI3BIBACT HE TOJBKO CABHTH B KPOBETBOPHOU CHUCTEME
[IOTOMCTBA, HO U BIIMAET Ha YYBCTBUTEJIBHOCTh K BTOPUYHBIM KaHleporeHam. OOimydyeHHbIE
CTIIEpPMATOTOHHH CIIOCOOHBI MepelaBaTh HACIEICTBEHHYIO HECTAaOMIBHOCTh T€HOMA J0 YEThIPEeX
nokojeHuit noroMcTBa. CyIIECTBEHHYIO pOJIb MOTYT HrpaTh AMCTAHIMOHHBIE 3(deKThI
MOHU3UPYIOUIET0 H3NydyeHus. Tak, JOKaJIbHO OOJyuyeHHbIE KJIETKH TOJOBHOIO MO3ra MOTYT
nepeaats paauoduonorudeckre 3¢Q(GeKTel B IMOJOBbIE KIETKU. Pe3ynbTaThl MOKa3zaid, 4TO
JOKaJIbHOE 00JlyueHHue o0acTh uepena CaMLOB MbIIIEH MPUBOJUT K 3HAYUTEIBHOMY
HaKOIUICHUIO He ycTpaHEHHbIX noBpexxaeHnid JIHK B kieTkax criepMbl U BeleT K HapyLIEHUAM
SIUT€HETUYECKON PEryJsiliiK B OTOMCTBE 3a4aThIX 4epe3 HeAeNto nociie o0inydeHus oTios. B
HACTOAIIEE BpeMs OCTAeTCSl JUCKYCCHOHHBIM BOIPOC O TPAHCTEHEPALMOHHOW pagualiiOHHO-
MHIYLIMPOBAHHON HECTaOMJIBHOCTHU I'eHOMa B momyisuusx yenoseka. B nokmage HKJIAP OOH
cooOm1aercs, 4YTo 3MUIAEMUOJIOTHYECKHE HCCIEIOBAHUS HE Jalld YETKUX MOATBEpP)KICHUH, 4TO
Mepeslatoluecs] MO0 HAacJIEICTBY IMOCIEACTBUS PaAMAlMOHHOTO OOJIY4YEHHs MPOSIBISIOTCS Yy
moaeil. Ho B Toke Bpemsi MccleoBaHUS HE MOATBEPKIAIOT TOT (PAKT, UTO HUKAKOTO pUCKA
nepeaayd Mo HacjeICTBY IMOCIEACTBUN paJMallMOHHOIO OOJNy4yeHHs HET, MOCKOJBbKY TPYIHO
BBISIBUTH HEOOJIBIIOE MOBBIIEHUE 3a00JIEBAEMOCTH B PE3yJIbTaTe BO3JEHCTBUS pajMallUd B
CpaBHEHMM M 0€3 TOro JOCTAaTOYHO BBICOKOH 3a0o0JeBaeMOCTH B TpYINE HaceleHUs, He
MOJIBEPIIInuXcsl JAeWCTBUIO paauauuu. [Ipu wHcciaenoBaHUM TOTOMKOB JBYX THOKOJEHHM
poauTenei, NpoXWBaBIIMX psaoM ¢ CeMHMNaTaTUHCKUM SJEpHBIM IOJMIOHOM He ObUIO
OTMEYEHO TOBBIIIEHHS] YAaCTOThl XPOMOCOMHBIX TPAHCJIOKaUN B TUM(OIUTaX IO CPABHEHUIO C
KOHTpPOJIbHOU rpynmoi. OgHako, B uccnegoBanusx Dubrova YE ¢ coast. [2001, 2004] nns aTux
pailloHOB TpOXHBaHHUS OBUIO OTMEUEHO 3HAUYMMOE T[IOBBIIIEHWE YacTOThl MyTalud B
MUHHCATEIJIUTHBIX IOCIIEA0BAaTENbHOCTX y MOTOMKOB pojauTenell poxaeHHbx 1926 - 1960
TOJIOB TIO CPABHEHHIO C TPYMIION cpaBHEeHMs. YacToTa MyTaruii y MOTOMKOB, YbH POJIUTEITN OBLITH
POXJIEHBI B IpyTH€ roJbl, HE OTIMYAIACh OT KOHTPOJBHBIX IU(pP. DTy reTeporeHHOCTh aBTOPbI
paboThl OOBSACHWIM PA3IUYUSIMH B YCIOBUSX OOJy4deHHs, KOTopas HaOJrofanach BHYTPH
OCHOBHOW I'PYIIIIBI.
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4. IOPAAOK MPOBEJIEHUSA U KPUTEPUU OLLEHUBAHUSA
MPOMEXYTOYHOM ATTECTAIIUA

4.1. IlopsiioK NpoBeIeHNsI IPOMEKYTOYHOM aTTecTAlNU

B pamkax Tekymiero KOHTpPOJsl B TEUEHHE CEMECTpa JUIsl OLIEHKM 3HAHWM, YMEHMI,
HAaBbIKOB, IIOJy4aeMbIX B XOJ€ HW3YyYEHHUs IMCLUIUIMHBI, YYUTBHIBAETCA OTBETHIl HAa BOIPOCHI
YCTHOTO ¥ MMCBMEHHOTI'0 OIpoca, pedeparsl.

Kpureprem ycremHocTd OCBOSHHs Y4eOHOrO MarepHuaja Mo OKOHYAHHI0 Y4eOHOro
cemecTpa (IIpOMEXYTOUYHasl AaTTeCTallMsl) SIBJIAETCS SKCIEpTHas OLEHKa IpenojaBaTers,
YUUTBIBAIOIIAsA: TEKYIIYIO YCIIEBAEMOCTb B TEUYEHHE ceMecTpa (YCTHBIM ONpoC, MUCHbMEHHBIN
orpoc, pedepar), BBIIIOJIHEHUE U 3alIUTa MO0 KOHTPOJIBHBIM BOINpOCaM JIaOOPaTOPHBIX padoT.
Kpome Toro, skcmeprHas OLIEHKA IMPENOJAaBATENsI MOYKET OCHOBBIBATbCSI Ha PETYISIPHOCTH
MIOCEIIEHUsT 00s3aTeIbHbIX YUYEOHBIX 3aHATHUN, YCHEIIHOCTH BBIMOJIHEHUS YCTAHOBJIEHHBIX Ha
JaHHBIA cemecTp 00BEMOB paboUeil mPOTrpaMMEI.

[TpomexxyTouHass aTTecTalus HpoBogUTca B ¢dopMme 3K3aMeHa mo Owieram. buier
COJEPKUT JIBa TEOPETUYECKUX BOIIPOCA.

4.2. Kputepuu OleHUBAHUS NMPOMEKYTOYHOH ATTECTAIMH MO BHIAM OIEHOYHBIX
cpeacTB
4.2.1. KpuTepuu onleHHBaHUS TE€OPETHYECKOI0 BONpOca

Ot1iau4yHo

CryneHT 1i1y0OKO M TIOJIHO BIAJEET COACpKAHHEM y4eOHO-IPOrpaMMHOTO MaTepuana;
HCUYEPIIBIBAOLIE, IOCJIEIOBATENbHO, KOPPEKTHO W JIOTUYECKHM CTPOMHO €ro M3Jlaraer. He
3aTPyOHSSICE C OTBETOM TMPH BUIOU3MEHEHMM 3a/IaHds, CBOOOJHO CIIpaBISIETCA C
MOCTaBJICHHBIMHU 3a/1adyaMi, IMOKAa3bIBAE€T 3HAHWS MOHOTPAPUYECKOTO Marepuasa. MPaBUIBHO
OOOCHOBBIBAET TMPHUHSATUE pEIICHMs; BIAJeeT HaBbIKAMH U TNpUEMaMU  BBIIOJHEHUS
MPaKTUUECKUX paldoT; OOHAPYKUBAET YMEHHE CAMOCTOSITEIbHO CTaBUTh 3a/ayd, 0000maTh U
u3naratb marepuai, (OpMyIMpOBaTh BBIBOJBI, NPU H3IOKEHUHM MaTepHalia OCYIIECTBISET
MEKIPEIMETHBIE CBSI3M; BIAJECET MOHATUHWHBIM alnapaToM M YSCHWI B3aUMOCBSI3b OCHOBHBIX
MOHATHIA TUCIUIIMHBI U UX 3HAUCHUE ISl IPUOOpEeTeHHs POECCHH.

Xopowo

CryneHT TBepaO 3HAET Yy4eOHO-TIPOrpaMMHBINA MaTepuai, TPaMOTHO M IO CYIIECTBY H3JaraeT
€ro; OTBET OTJIMYACTCS MEHBbIIEH OOCTOSTENbHOCTHIO, TIYOMHOW M TIOJHOTOW;, B OTBETE Ha
BOIIPOC HE JONYCKAET CYLIECTBEHHBIX HETOYHOCTEH; MOXET IMPAaBWIBHO IPUMEHUTH
TEOPETHYECKUE TIOJIOKEHUST U BIIaJeeT HEOOXOAUMBIMH HAaBbIKAMU TPU  BBITOJHECHUH
MPAaKTUYECKUX 3a]1a4.

Y10BJIETBOPUTEIBHO

CryaeHT ycBOWJI TOJIBKO OCHOBHOM MaTepHuall, HO HE 3HaeT OTAENbHBIX JeTajel, JOMycKaer
HETOYHOCTH, HE JIOCTATOYHO MpaBUJIbHBIE (OPMYITHPOBKH, HAPYIIAET IMOCIEI0BATEILHOCTh B
W3JI0’)KEHUU MaTepuana U UCIBITBIBACT 3aTPYAHEHUS B BBINOJHEHUU MPAKTUYECKUX 3aJaHUU.
OTBeT OTJINYAETCS HU3KUM YPOBHEM CaMOCTOATEIHHOCTH.

HeynoBiieTBOpUTEJIBLHO

CTyneHT He 3HaeT 3HAYUTEJIbHOW YacTH MPOTPAMMHOIO MaTepuala, TOMYyCKAEeT CYIIECTBEHHBIE
OITMOKH, OTCYTCTBYET JIOTUKA B M3JI0KEHUH MaTepHala, ¢ OOIbITUMH 3aTPYAHCHUSIMH BBITIOTHS -
€T MPaKTUYECKHE 3aJIlaHHs], OTCYTCTBYIOT MEXKIIPEAMETHBIE CBSI3H

4.3. Pe3yabTaThl NPOMEXKYTOYHOH AaTTECTAIIMM M YPOBHU C(HOPMHPOBAHHOCTH
KOMITeTEeH I

[Tpu noaBeCHUY UTOTOB YYUTBIBAIOTCS PE3YJIbTAThI TEKYIIEH aTTECTALlUH.

Oco0eHHOCTH TIPOBEIeHHs ITPOLEYpPhl OLIEHUBAHUS PE3YyIbTaTOB 00YUYEHUSI HHBAJIMIOB U
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JUI] C OrPaHUYCHHBIMH BO3MOXKHOCTSMH 3[I0POBBSI 00O3HAuU€HBI B paboueil mporpamme

JTUCIUTITAHBI (MOYJIs).

«1 ypoBeHb» - 03HaKOMJIEHUE (UMETH 00I1Iee MPEICTABICHHE, Y3HABATD);

«2 ypOBEHb» - IOHUMaHUE Y4eOHOT0 MaTepuaa, u3JaraéMoro B yueOHUKe, METOAUYECKOI
pa3paboTKe WK MpenojaBaTeieM;

«3 ypOBEHb» - YMEHUE JIOTUYHO, ITOCIE0BATENBHO, JOCTATOYHO MOJHO U TOUYHO U3JIaraTh

M3Yy4YEHHBIN MaTepUall;

«4 YPOBE€HBY» - TBOPUECCKHU HUCII0JIb30BaTh IMOJTYYCHHBIC 3HAHM.

Hns yoosremsopumenvrou (MOMOKUATEIBHOMN) OLIEHKH 3HAHUKM TpeOyeTcss MUHUMYM 3-i
VPOBeHb YCBOCHUS Y4eOHOTO MaTepHara.

TpeGoBanust (KpuTepUaIbHBIC MTOKA3ATENN) K YPOBHIO OCBOSHUS TUCITUTUTHHBI

OrneHka

KpI/ITepI/II/I OLICHKH 3HAHUM CTYACHTOB

OT1ian4yao

CryneHT miy0OKO U TOJNHO BIAaJEET COJAEpKaHHEeM Yy4eOHO-
IPOTPAaMMHOTO MaTepuaia; HCYEPIBIBAIONIE, IOCIEI0BATEIbHO,
KOPPEKTHO W JIOTHYECKH CTPOMHO €r0o H3J1araeT HE 3aTPyIHSSACH C
OTBETOM TIPW BUJOW3MCHCHUHW 3aJaHWsI, CBOOOIHO CIIPABISETCS C
MIOCTaBJICHHBIMU 33Jla4aMHU, TIOKa3bIBACT 3HAHUS MOHOTPAPUIECKOTO
Matepuala. MPaBUIbHO 00OCHOBBIBACT MPUHATHE PEIICHUS; BIaeeT
HaBBIKAMU U TPUEMAMHU BBIIOJIHEHUS TPAKTHYECKUX paboT; oOHa-
PY)KHUBAET YMEHHE CaMOCTOATENIbHO CTaBUThH 3a7adu, o000IIaTh U
u3Jlaratb Martepuai, (OpMYIHpPOBATH BBIBOJGI, IMPU H3JIOKCHHUH
MaTepHalia OCYIIECTBIISICT MEKIIPSIMETHBIC CBSI3U; BIAJICET TOHS-
TUWHBIM amNmnapaToM W YSCHUJI B3aHMOCBSI3b OCHOBHBIX TOHSTHIM
JTUCIUIUIMHBI U UX 3HAUEHUE TSl IPUOOpETeHHS MPOPECCHH.

Xopomo

CryneHT TBepJ0 3HAaeT y4yeOHO-IPOrpaMMHBIM MaTepuall, TpaMOTHO
M 1O CYUIECTBY U3Jaraer €ero; OTBET OTJIMYAeTCs MEHbIIeH
00CTOSITENNLHOCTHIO, ITYOMHOMN U MOJIHOTOW; B OTBETE Ha BOINPOC HE
JIOTTYCKAeT CYIIECTBEHHBIX HETOYHOCTEH; MOKET NMPaBUIIbLHO NpUMeE-
HUTb TEOPETHUYECKHUE TOJIOKEHUS M BIIaJieeT HEOOXOIUMBIMU HaBbI-
KaMU IPH BBIOJHEHUH MPAKTUYECKUX 3a]1au.

y,Z[OBJ'ICTBOpI/ITeJ'IBHO

CTyneHT ycBOWJ TOJBKO OCHOBHOM MaTepHall, HO HE 3HaeT OT-
JIETIbHBIX JIeTajied, IOMyCKAET HETOYHOCTH, HE I0OCTATOYHO MTPaBHUJIb-
Hble (OPMYIUPOBKH, HAPYIIAET MOCIEI0BATEILHOCTh B U3JIOKEHUHU
MaTepualia U UCHBITHIBAET 3aTPYAHEHUS B BBIITOJIHEHUH MPAKTHYE-
CKMX 3agaHuil. OTBET OTIMYAETCS HU3KUM YPOBHEM CaMOCTOSTEIb-
HOCTH.

HeynosnerBopurensHo

CTylleHT He 3HaeT 3HAYUTEIHHON YaCTH MPOTPaMMHOTO MaTepHaa,
JIOTTYCKaeT CYIIECTBEHHBIE OITUOKHU, OTCYTCTBYET JIOTUKA B U3IIOKE-
HUU MaTepuaia, ¢ OOJbIIMMHU 3aTPYAHCHUSMHU BBITIOJIHSIET MPAKTH-
YECKUE 3a/IaHUsA, OTCYTCTBYIOT MEXITPEAMETHBIE CBS3H.
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