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Tema 1. Jko/10rnyecKas reHeTUKa Kak HayKa

Jkonornyeckass reHetuka (') — oTpacab 3HaHWMM, WMCOIeyrOLIAs
B3aKMMO/IeHICTBUE 3KOJIOTUUEeCKHUX OTHOIIEHWH U reHeThueckux riporeccoB (MHre-
Beuromos C. I'., 1998).

[lpy wu3ydyeHuu 3TOro pasfesna obpaTuTe BHUMaHWe, UTO TeHETHUYeCKue
TpoLjecchbl, 00yC/OB/IWBarOlMe Tiepeauy Hac/le[ACTBeHHONW WHQOpMaluu U3
TIOKOJIEHUsSI B TIOKOJIeHWe, W3MEHUYUBOCTb OPraHU3MOB, MOCTOSTHHO MCITBITHIBAIOT
B/IMSIHME OKpY’Karollerd cpefibl. DTO BMSIHHAE OINOCPeNOBAaHO B3auUMOZENCTBUEM
opraHusMa /[IaHHOTO BHJ@ CO Cpe/loM, YaCTbi0 KOTOPOW SIB/SIFOTCS OpPraHU3MbI
3TOr0 WM [JPYrMx BUZOB. B TO ’>Xe BpeMsi HOpMa peakLM{d OpraHu3Ma, ero
a/lariTUBHbIE BO3MOKHOCTH, ()OPMBI U CIIOCOOBI YCTaHOBJ/IEHUS] B3aMMOOTHOIIIEHHH
HaxOoJATCA MO/, TeHeTUYeCKUM KOHTPOJIEM.

PaccmoTpuTte pasHble B3rJisiAbl Ha MNpegMeT, LieJid U 3a/jaud S5KOJI0rMYeCcKOu
reHeTUKHU.

OpHa w3 TIepBbIX KOHIIEMNIMM KOTeHeTWKH Oblna mpejiokeHa B 1971 r. k.

bprospom (Brewer G., 1971) Kak [jajbHelilllee pa3BUTHe (PapMaKOreHeTHKH,
VCCNeyIolled  Hac/le[CTBEHHble  pa3Muuvs B peakUuu  JIIOJed  Ha
(dapmaleBTHUECKHe TIpernapatbl. MeAuIMHAa MOTy4Ymria JOCTaTOUHO /10Ka3aTe/IbCTB
TOMY, YTO pa3Hble WHAWUBUAYYMbI MOTYT pa3/JiMuHO pearupoBaTb U Ha BCe
octasibHble (hakTOphl BHelHelW cpenbl. k. Bprosp mnpeayjioxkun pacliupUTh
L[eHTPabHYI0 KOHIIETIHIO0 (apMaKOoTeHeTHKU O TeHeTHYeCKH OO0YC/IOBIEHHBIX
pa3MuUUsX peakiuu OpPraHrW3MOB Ha BO3/EMCTBUE JIeKapCTBEHHBIX TIperapaTtoB U
copMynmMpoBaTh TpeiMeT 3SKOJIOTHYeCKON TeHeTHKHA CJieAyIouM 00pa3oMm:
SKOTeHeTHKa 4Ye/ioBeKa H3yyaeT peakLMI0 Ue0BeueckKoro OpraHusma Ha
pa3MuuHble areHTbl cpefabl. B eé 3amaud BXOAAT O0OBSICHEHWE Ppa3/IdUHOU
YYBCTBUTENBHOCTA OT/AE/NbHbIX WHAUBUAYYMOB K [IeiICTBUIO TIOTEeHI[MabHO
OMACHBIX BHEIIHUX areHTOB W W3yYeHWe WHAWBUyalbHBIX 0COOeHHOCTel
aZianTalldi K OKpYy»Katolel cpefie. Hapsimy ¢ MyTareHHbIM JelcTBHeM (haKTOPOB
cpeibl TIPU3HAETCS Ba)KHBIM UX Crieli(durueckKoe BIUSHUE HA SKCIPECCUI0 TeHOB.
M3BecTHBI [1eCATKM 5KOTeHeTUUeCKUX BapUaHTOB MaTOJOTMYECKHUX peaklUyd Ha
3arpsi3HeHHe aTtMmocdepsl, du3nueckre (HaKTOPhI, MUILEBbIe BellleCTBa, TSHKE/bIe
MeTa/uibl. B OCHOBe KOHIIEMIMI SKOreHeTUKW UesioBeKa Jie)kaT TMpefCTaBlIeHUs O
[IMPOKOM Hac/eACcTBeHHOM nonumopdusme nonyJsinuid (boukos H. I1., 1981).

[To MHEHMI0O MHOTHMX aBTOPOB, 3KOJOrMYecKasi reHeTHMKa TeCHO CBsi3aHa C
MONyAAUuOHHOM reHethkou. WM. M. Jlepuep (1970 r.) ompegenun Lesb
9KOJIOTUUECKOW TeHeTUKHW KakK H3yueHue TeHeTMUYeCKMX OCHOB romeocTasa W
afiantaliii = K abuoTHyecKMM U OuoThyeckuM  ¢dakTopaM Cpefibl  Ha
NoNyJ/sIUOHHOM ypoBHe. B Hauane 1960-x rr. E. b. ®opg cdopmynupoBan



TIOHATHE 00 IKOJIOTMUeCKOW reHeTHKe KakK O TeHeTHKe TIOMYJISIUM B TIPUPOAHBIX
ycnousix (Ford E. B., 1964).

AHTpOIIOTeHHOe BO3/IelCTBHEe Ha OMOTY B CaMbIX Pa3/MUHBIX €r0 TPOSIBIEHUSIX
y)Ke TIPU3HAaHO MHOTMMM HCC/Ie[0BaTe/sIMA  KaK 3BOFOLMOHHBIA  (haKkTop.
[loka3aHbl  TIpOM3OLLEAIIME TOJ  BAUSHAEM aHTPOMNOreHHbIX  (DAKTOPOB
MHUKDO3BOJ/IIOLJMOHHbIe TIpeoOpa3oBaHKsi B T'eHeTUYeCKO M Mop(oIoruueckou
CTPYKTypax MHOTUMX TPUPOZHBbIX Momyssuyi. ['eHeThueckue mpeoOpa3oBaHus B
TIOMYJISIUSIX ~ COTIPOBOXKJA/MWCh — MpeoOpa3oBaHWeM — aflaliTUBHBIX  peakLvid
OpraHM3MOB Ha aHTPOIIOTeHHOe KM3MeHeHHe (DaKTOPOB OKpy»Karolel cpefpl. Pe-
3y/IbTaTOM TakKWx T[peoOpa3oBaHUil B  TIOMYJSILUSX — SIBASIETCS  9KOJIOTO-
reHetuueckasi AuddQepeHIraLys MoOMysALyuil U BUJOB, OOUTAIOINX B Pa3/IMYHbIX
5KOJIOTUYECKUX YCIOBUSIX Cpe/ibl.

Takum o6pa3oM, «IpegMeToM 3ToW 00JIaCTH 3HaHUU SIB/SIETCS TeHeTuJecKast
TpUpO/ia aJaNTUBHOIO TIOTEHLMa/la >KMBBIX OPraHU3MOB Ha BCEX YPOBHSIX M
cTyneHsix ero opmupoBanusi» (JKyueHko A. A., 1987).

PaccMoTpUTe CTPYKTYpy COBPEMEHHOW 5KOJIOTMUECKOW TeHETHKH, KOTOPYHO

MO>KHO MpEZICTaB/ISATh KaK IepecevyeHre OCHOBHBIX Pa3/ie/IoB TeHeTHKU U 9KOJIOTHH
(Tabm. 1).

Tabmmra 1
Cmpykmypa 3Ko/102u4ecKoli 2eHemuKu
I'eHemuueckue no0xoobl DKo/102u4ecKue OMHOWEeHUs!

MeXHCOy Op2aHu3Mamu Op2aHU3MO8 CO cpeodoll
['eHeTUUECKUM KOHTPOJIb | DKOOTO-reHeTuYecKre leHeTWKa YCTOWUMBOCTU
TIPU3HAKOB Mo/iesin K (hakTOpam cpeibi
(HaceCTBEHHOCTD) CumOMoreHeTHKa
BnusHue QakTtopoB Ha | buonoruueckue dakrtopsl | ['eHeTHueckas
reHeTHYeCKHe  TpOoliecC | K3MeHUMBOCTHU TOKCUKOJIOT S
(M3MEeHUUBOCTD) (MyTareHesa)

TakuM 00pa3oM BBIZENSIOT — CAeAyIOIIWe TIOoApasenbl  JKOJIOTHYe CKO
TeHeTUKMU:

1) pa3paboTKa 371eMeHTapHbIX SK0JIOr0-TeHeTUUECKUX MOJIe I,

2) uccnenoBanre 6rosoruueckux (hakTopoB U3MEHUMBOCTH,

3) wu3ydeHHWe YCTOWUMBOCTH OpPraHWU3MOB K abuoTHuYecKuM (hakTopam
OKpY>Karoll[er Cpefibl,




4) reHeTUuecKass TOKCUKOJIOTUSI — HayKa, OCHOBHOW 3ajjauell KOTOPOU
SIB/ISIeTCSI  BbISIBJIEHME UM OlleHKa MYTareHOB OKpY’Karwolleild cpefibl U
Tipe/loTBpallieHre UX BIUSHUS TIPeXK/ie BCero Ha yBe/MueHre reHeTHUecKoro rpysa
yenoBeka (Mnare-Beutomog C. I'., 2009).

OKojioruueckasi reHeTHKa OMMPAeTCs Ha METO/IOIOTHI0 TeHeTUKU U CBs3aHa C
eé OCHOBHBIMH TIOHSITUSIMA — «HACJe[ICTBEHHOCTb» W «WU3MEHUMBOCTbHY.
HacnedcmgeHHOCmMb — 3TO CBOMCTBO CXO/ICTBA PO/CTBEHHBIX OPraHU3MOB, MX
CIIoCOOHOCTH Tiepe/iaBaTh OIpejie/ieHHble TIPU3HAKW U3 TIOKOJIEHHSI B TIOKOJIeHHe.
[Tpy 3TOM B KauecTBe MPU3HAKOB MOTYT (PUrypupoBaTb Mop(dooruyeckvie u
broxyMHUYecKre TPU3HAKW; CBOMCTBA HEPBHOMW CHUCTEMbI, THII TIOBeAEHUs U T. .
[eHeTHUeCKUI aHaM3 BCKPbIBAaeT TeHbl, KOHTPOJIMPYIOIIIE BCe 3TO pasHoobpa3ue
MIPU3HAKOB, U3yUaeT UX Hac/leJ0BaHKe U JIOKaIU3alHio B TeHOMe.

H3meHuugocmb — CBOMCTBO OPraHWU3MOB IPUOOpeTaTh HOBBIE TPU3HAKUA WU
UX KOMOWHaiuK. ['eHeTHUeCKMM aHa/lM3 T[I03BOJISIET BCKPBITh  MPUUMHBI
W3MEeHUMBOCTU. B 9Ko/iorMueckoil reHeTHKe 0cC000e BHUMaHHUe Y/le/seTcs
TpUYMHAM, MeXaHW3MaM, IIOC/Ie/[CTBUSAM MYTallMOHHOW W3MEeHUMBOCTH, T. €.
HacjeyeMbIX U3MeHeHUH TeHeTUUeCKoro MaTepuyasia.

He MeHee BakeH BOIMpOC O MeXaHU3Max MOAUGUKALMK (He HacjaeqyeMbixX
V3MeHeHU), KOTOPble W3yUYeHbl I0Ka HeI0CTaTOUHO X0pollo. Mogudukaium XoTs
Y He Tepefal0TCs W3 TIOKOJIeHWsI B TOKOJIeHWe, TeM He MeHee 4acTO WMEHOT
aflaNTUBHBIA XapakKTep W CKJIaJbIBalOTCS B OHTOreHe3e Ha OCHOBe HacC/elyeMbIX
TIPU3HAKOB — OHU WUIPAIOT BaXXKHYIO POJib B 9KOJIOTMUECKUX OTHOILLIEHHUSIX.

JKOoJIoru4ecKas TeHeTHKA, C APYrOv CTOPOHBI, UCIO/Ib3YeT BeCh METOAUUeCKUN
apceHas 3KOJIOTUH.

BcrioMHuTe, YTO B 9KOJOTMW BBIJIENSIIOT TPU OCHOBHBIX MO/pa3jera,
M3yualole B3auMOZENCTBUEe C OKpY’Karolleil cpefioil OMOIOTHYeCKUX CUCTEM
OpraHM3MeHHOI'0 YPOBHS U BhIIIIE:

AymsKkonoeuss ~ —  pa3filel  HayKy,  M3yyalolluid  B3aUMOJENCTBHE
VIH/ITMBU/Iya/IbHOT'O0 OpraHM3Ma WM BU/a C (haKToOpamMu OKpY>Karollel Cpefibl.
JemsKonoeuss — pas3fen Hayku, W3y4darollui B3auUMOZEWCTBUE MOMYJISILUAN

ocobeii 0THOTO BY/]a BHYTPU TTOMYJISILIMM U C OKPY>KaroIIier Cpejoi.

CuH3Ko/102us1 — pa3fes HayKy, U3ydarolyuii (yHKIJMOHUPOBaHKWE COODIeCTB U
WX B3aUMO/IeNCTBUS C OMOTUUeCKUMH U abHOoTUUeCKUMU (DaKTOpamH.

Vicxonst W3 9TOro 3KOJOTHUYeCKHe OTHOIIEeHHUs [e/iAT Ha CHUHIKOJIOrhuecKue
(OTHOLIEHHS MeXAY OPraHu3MaMu) U ayTIKOJI0TuuecKre (OTHOIIeHUs OPraHu3MOB
C OKpY>Karoll[er Cpeion).

CHH3KO0/I0THSI UCCIeyeT KaK OTHOIIEHUsI MeXAYy OpraHuM3MaMy OJJHOTO BH/a,
TaK YW OTHOIIEHWUSI MEeXAy OpraHWu3MaMH pa3HbIX BUJIOB, O00BEeJUHSEMBIX B
3KOCHCTeMbI. Yallje BCero 3T OTHOLLIEHUS] OCHOBBIBAKOTCS HAa B3aMM03aBUCUMOCTH
pa3sHbIX BHU/OB, COCTAB/SIIOIIUX Ppa3/iduHble STambl TMUILEBBIX Iiened. 3HaHUe
TIUITEBBIX 1lefeld B TMpHpoJle HeoOXOAWMO /sl MPOTHO3UPOBaHUS TOC/AeACTBUIN
MIOOBIX BO3/eHCTBUI Ha SKOCUCTEMBI.

AyT3KOJIOTUSI paccMaTprBaeT OTHOILIEHUWS] »XUBBIX CyIIeCTB C (aKTopaMu
OKpyJKarollleid cpefibl ITPEMMYI[eCTBEHHO a0MOTUUeCKOT0  TMPOHCXOKIEHHS
(Temmiepatypa, U3ayueHre, MHOTHe XUMHUYeCcKHe BeljecTBa). [Ipy 3Tom 1mo06HbIe



abuoTnueckrie (GaKTOpbl MOTYT OBITH €CTEeCTBEHHBIMH, C KOTOPHIMU JKHBBIE
OpraHM3Mbl CTaJKWBAJIUCh HEOJHOKPAaTHO B XOJe 3Bo/oLMU. B sTOoM ciydae
JKUBbIE CyIllecTBa BbipabaTbhiBa/id aJlaliTUBHBIE peakIMM Ha TaKoro poja
BO3/IEMCTBYS, B pe3y/bTaTe uero BO3HUKaAa yCTOMYMBOCTb OPraHU3MOB K ITOBpEK-
JIal0IIUM  BO3JeHCTBUSIM B OMpejleJieHHbIX Mpefiesiax. MHOTUM XUMHYeCKUM
areHTaM >KMBbIe CyIlleCTBa MPOTUBOCTOSIT MyTeM BK/IFOUEHUS UX B COOCTBEHHBIM
MeTaboM3M Wi B TUIIeBbIe ey sKocucteM. CiioykHee 00CTOUT 10 C HOBBIMH,
KaK MpaBWIO aHTPOMOreHHbIMH, (paKTOpamMHu BHEIIHeW cpefibl, KOTOpble HUKOTJa
He BCTpeva/MCb B TIpUpoOJile B Xofe OHOJIOTHYeCKOW SBOMIOIMA. BHOBB
CUHTe3UpPOBaHHbIe XMMHUUECKHe BelljeCTBa IMOyUYW/Id Ha3BaHUEe «KCEeHOOMOTHKU»
(oT rpeueckoro &Evog — uyKAbld U log — >Ku3Hb). Tak, Harpumep, MHOTHe
VHCEKTHULIU/Ibl — XJIODUPOBaHHbIE YIJIEBOJOPO/bl — HUKOT/Ia He CyI|eCTBOBA/IU B
npupose. OHHM  Hepas3/lOoKUMbI ~ OMONOTMUECKAM  TIyTeM, II03ToMy  Oe3
TpaHC(OpMaLM Tepe/jaloTCsl U MOTYT HaKarJIMBaTbCA B Tpoduueckux 1ernsx. K
HUM OTHOCSITCSI, HarlpyuMep, Moaux/iopordeHnsinl, B YacTHOCTH 2,4-/] ¥ IMOKCUHBI.

B 3ak/itoueHve pacCMOTpUTe MpUMEHeHHWe TeopeThueCcKux 3HaHuk Ol o
reHeTUYeCKMX MeXaHM3MaX MeXOPraHU3MeHHbIX OTHOIIIeHUH B TpaKTHUKe
CebCKOT0 X034iCTBa U MefuLMHe. [loc/ieqHee HanpaB/ieHWe MOMYYU/IO Ha3BaHUE
«3KOJIOTUYeCKast FTeHeTHKA UeloBeKa».

B pamkax creayroolMx 3aHSITHUM pacCMOTPUM OCHOBHbIE HarpaB/eHUs
5KOJIOTUUeCKOU TeHeTUKU.

KoHmposbHble eonpochl

1. Okonoruueckas redHetuka (3OI'). [Ipegmet u 3amaun.

2. CTpyKTypa 3K0JIOTUYeCKON TeHeTUKH.

3. TeHetnueckumii moaxon B OI'. TloHATHMe HacneACTBEHHOCTU U
3/IeMEHTapHbIX NPU3HAKOB.

4. VI3MeHUYUBOCTb, TUIIbl U3MEHUMBOCTHU. ['eHeTHUeCcKue MpoLeccsl, UX pojb B
(hopMHpOBaHMU pa3/IUUHbIX BU/IOB U3MEHUHBOCTU.

5. Okonornueckuu nogxof B 3I'. Pa3aensl 5Ko/10rHM.

6. TUMbI 5KOJIOTMYECKUX OTHOLLIEHUU.

7. JKoJioruueckre (PakTopbl OKpy»Katollel cpe/ibl.

Tema 2. IK0/10ro-reHeTHYECKHe MOAe/TH

CtygeHTam cjiefiyeT 0OpaTUTh BHUMaHWe, UTO 3KOJIOTHUECKHe OTHOIIEeHUS
TIPe/ICTaB/ISIFOT COO0 OUeHb C/I0’KHbIe CUCTEMBI.

3yudeHrie 5KOJIOTHUECKUX OTHOIIIEHHI Ha TeHeTHYeCKOM yPOBHE OCHOBAHO Ha
BBISIBJIEHUU 37IeMEeHTapPHBIX MPHU3HAKOB C MOMOIIbI0 METO/0JIOTUN TeHEeTUUECKOTO
aHa/m3a. Pe3ynbTatoMm siBiisieTcsl pa3paboTKa M KOHCTPYMPOBAHHWE CHElUaTbHBIX
9K0JIOTO-TeHETHUECKUX MOJe/ield /it SKCTepUMeHTa M peIleHUsT TPaKTHUeCKUX
3a7iau. BoJIbIITyI0 MOMOIIL B 3TUX C/IydasiXx OKa3bIBaeT 3HAHUE THIIEBBLIX I[eTIeH,
KOTJla OpraHW3Mbl OJHOM SKOCHUCTEMBI BBICTYMAKOT KaK TMPOAYLEHTHI U TIO-
TpebuTe M KaKuX-T1M00 MeTabo/UTOB.



PaccmMoTpute ©  U3yuuMTe HEKOTOpble TIPUMEPbI  3KOJIOTrO-Te€HeTUUeCKUX
Mo/IeJIei.

1. OKosoro-reHeTHUECKAst MOJIe/Ib «pacTeHre — arpobaKTepus».

[TouBenHasi Gakrtepusi Agrobacterium tumefaciens pa3MHOXKaeTCsi B TOYBe
BO/M3M KOpHe KpecTOI[BeTHbIX pacTeHui. [Ipu 3TOM arpoOakTepry BCTYIIAlOT B
TeCHOe B3aWMOJEeWCTBMe C KOPHAMM pacTeHuss U T[epejarT 4YacTb CBOEro
HacjeCTBeHHOr0 MaTepuasa. HebGosbIllasi KomblieBasi XxpoMocoMa A.tumefaciens
(Tak Ha3biBaeMas Ti-raa3Muia) BCTpaMBaeTCsl B XPOMOCOMBI BBICIIIETO PACTEHUSI.

CriocobHocts Ti-Tmasmuiel TpaHCGOPMUPOBATh KJIETKW pacTeHUi Jierjaa B
OCHOBY METO/IOB T€HHOW UH)XeHePUM PaCTeHUH.

BcrpauBanne reHoB miasmugel  (T-JJHK) mnpuBoaur K oOpa3oBaHMIO

PacTUTeNIbHBIX OIyXOJel, KOTOpble HAauMHAIT WHTEHCUBHO CHUHTe3MPOBAaTh
HEKOTOpbIe aHa/loT¥ aMUHOKWUCJIOT — OMNMHBI, IPOU3BO/HbIE JIM3UHA, TUCTU/VHA,
OpPHMTHMHA WIA apruHvHa. OTU COeJVHEeHWs, B CBOK Ouepelb, CIy»KaT
JIOTIOJTHUTE/TbHBIM ~ MCTOYHMKOM a30Ta [ijis  arpo0akTepuii ¥ TeM CaMbIM
CTUMY/IMPYIOT UX pa3MHOXKeHUe. Takoe B3aMMOOTHOLIIeHUe OakTepyid U pacTeHUs
TOJIyYWJIO Ha3BaHWe reHeTUYeCKOM KOoHHU3aluu (puc. 1).

Ti-nnasmuaa T-[HK
! XPoMocona

O @{]

A, tmeraciens

Hpomocomdas [IHK

% Iﬁ.gmbacrer'rum T-OHK /
Y fimefaciens

TpaHchopMupoBaHHaR
pacTUTENLHaA KNeTKa

Puc. 1. I'eHeTHUecKast KOJIOHU3ALIMs BBICIIIETO pacTeHus1 OakTepueli A. tumefaciens
(no Nnre-BeutomoBy, 1998):

1 — A. tumefaciens cyujecTByeT B MouBe B pusocdepe pacTeHus; 2 —
Hac/nelCTBeHHbIM MaTepuan A. tumefaciens (xpomocoma u Ti-tasmuza); 3 — Ti-
ra3sMuzia IpOHUKaeT B K/IETKy pacTteHusi, U yacTtb eé (T-IHK) BcTtpauBaeTcs B
TeHOM pacTeHus; 4 — obpa3oBaHue OIMyX0/M (KOPOHYATOro rajijia) Ha paCTeHUU U
CUHTE3 OMMHOB

["eHeTHYeCKHUI KOHTPOJIb B3aMOCBSI31 «arpo0akTepusi — pacTeHue» T0BOJIbHO
10/IpoOHO Mcce[oBaH. BrocHHTe3 ONMMHOB MPOMCXOAUT YaCTUUHO 110/, KOHTPOJIEM



TeHOB pACTeHHs, a 3aBepilaeTcss TII0[i KOHTPOJeM TeHOB arpobakTepuu,
riepe/ilaBaeMbIX B KJIETKA paCTEHUS.

PaccMoTpuTe TpakTUUeCKHe BBITOZBI OT Pa3pabOTKH 3TOrO HarpaBieHUs —
BO3MOJKHOCTh YTIpaB/ieHUs CHMOMOTUUYEeCKUMH OTHOIIIEHUSAMU OaKTepHrii U BBICIIINX
pacTeHuH.

2. DKOJIOro-reHeTHuYecKasi MoZieJib «4YJeHUCTOHOTHe (KJIelld, HaCeKOMble) —
BBICIIIE PACTEHUsI».

B sTOoM cucTemMe HaceKOoMmMble — BpeJUTENU CEeIbCKOTO XO35IMCTBA — U
CeJIbCKOX03SMCTBeHHbIE pacTeHUs] CBs3aHbl KaK TOTPeOWTeNM M TIPOJYLIeHTHI
CTepUHOB. JK3U/I0H — CTEePOW/HBIA FOPMOH JIMHBKU HAaCEKOMBIX, HeOOXOAUMBIM
[/ HOpManbHOrO MmeTamopdo3a U TMOJIOBOTO PAa3MHOXXEHUsI HaCeKOMBIX.
Hacekomble He MOTYT CHHTE3UpPOBAaTh HEMOCPeJCTBEHHbIE Mpe/IlleCTBEHHUKU
5K3UJIOHa. TeM He MeHee CTepPUHbI SBJAIOTCA [Jid HUX He3aMeHUMbIMU
MeTtabormtamMy. Hacekomble TMOMy4arOT UX C TIHINEeH W3 pacTeHUi. BrisBieHue
reHOB, OTBEUaIoIUX 3a 3/ieMeHTapHble 3KOJIOTUUeCKHWe OTHOIIEHUs, TMO3BOJISIET
WCII0/Ib30BaTh Te€HeTUUeCKWH KOHTPO/Ib [/ PeryjdpoBaHUs MeKBU/OBBIX
OTHOILIEHUH.

3. DKonoro-reHeTUYeCKasi MOJie/ib «JPOX KU — Ap030dusiax.

OTta Mozenb Obla pa3paboTaHa Ha OCHOBe TMpeAbIAyIIer mozenud. B 3Toi
CHUCTEME TIPOAYLIEHT (ApOXOKU-CaXapOMHILIeTB) W moTpebuTtens  (MyIlKa
npo3oduia) CBsi3aHbl TOC/eI0BaTe/IbHBIMM 3TarlaMyd MeTabo/iM3Ma CTepuHOB. B
3TOM C/ly4yae pa3BUTHe [p030(uabl OO/MraTHO 3aBUCUT OT CHHTe3a CTePHHOB
IpoXOoKaMy. B HacTosiiiiee BpeMsi TIOJTyueHbl MYTaHTBI JIPOXOKeM 10 OHOCHUHTe3y
CTepUHOB, MpHU A00aBIeHUN UX B MUTATe/bHYIO Cpefy /s APO30(H/Ibl Pa3BUTHE
HAaCeKOMOro U3 siilia He TPOuCXOoAuT. B TO >ke BpeMmsi, eciM KOPMWUTb 3TUMU
MYTaHTHBIMU [IPOXOKAMM B3POC/IBIX MYX-CaMOK, TO OHU CTaHOBSATCSI CTEPUIBHBIMU.

3HaHUe YU KOPPEKTUPOBAHUE MEeXKBU/IOBBIX 5KOJIOTO-TeHe-TUUeCKUX OTHOIIIeHUN
T03BO/ISIET BbIOpPaTh ONTUMA/bHYIHO CTpaTeTUI0 CJlep>KUBaHUSI  BpeauTesiei
cenbCKOoro xo3sucTBa. OJHUM U3 MOJX0/I0B CTano co3faHue pacteHui (I'MO unu
MYTaHTHBIX JTMHUI),yCTOMYUBBIX K HACEKOMbIM-BPEAUTE/ISIM 3a CUeT OTCYTCTBUS Y
HUX CHHTe3a CTepuHOB. Takou MOoAXO0J[ T[03BOJISIET CHU3UTh MCII0/Ib30BaHUE
VHCEeKTULIUIOB M [JPYIMX XUMHWUYECKUX CPe/CTB 3alllUThbl pacTeHWW, a TakKkKe
KOHTPOJIMPOBaTh UMCJIEHHOCTh TIOMYJISLIUA BpeAUTe/isi B HY)XHOe BpeMsi U B
HY)KHOM MecTe. B HacTosiiiiee BpeMsi T0/lyueHbl MyTaHThI Tabaka, KapToders,
TOMAaToOB, YCTOWUMBBIE K HACEKOMbIM, a TakKXe TOMAaTbl, yCTOMYMBBIE K
duTodTopo3y (purodTopa TOXKe yTpaTHia ClTOCOOHOCTb K CUHTE3y CTEPHHOB).

W3yunure [pyrve THUIMBI SKOJOrO-TeHeTUUeCKHUX Mojened U 00OoCHYyHTe
NpaKTU4eCcKre MepCrekTUBbI KX UCIO0/Ib30BaHUs.

Tema 3. CuMOHoOreHeTuka

[Mlpu wu3yueHUM pasjena oOpaTuTe BHUMaHWE Ha CJIOKHOCTb MeX-
OpraHM3MeHHbIX CUMOMOTHYECKUX OTHOLIEHWH U poJib CUMOMO3a B 3BOJIOLIUU
9KOCUCTEM.



CumburoreHeTKa — COBpeMeHHOe HarpaB/ieHHe 3KOJIOTMUeckol T'eHeTHKH,
KOTOpPOe HOCUT UWHTerpajbHbIii XapakTep, OOBeJuHss TeHeTHKY, TeOpHUIo
SBOIIOLIMA W HJKOJIOTHIO, W CIIOCOOCTBYeT pacmpOCTPaHEHUI0 TeHeTUYeCcKOoro
MUDOBO33peHusi B 3TU oTpacid. CumbuoreHeTMka wu3yuaeT 0COOEHHOCTU
peajM3aliiM TeHeTUYeCKOM WH(POpPMAalMi B HaJOpPraHM3MEHHbIX CHUCTeMax.
CuMbuoreHeTka TII0OKa3biBaeT pOJb OOMeHa U COBMECTHOTO I10/1b30BaHMUS
reHeTUUeCcko MWH(GOpMaler opraHuM3MamMu pasHbIX BHJOB B  3BOJIIOLUU
6rocdepbl, MexaHM3Max MeXKBHIOBOTO TeHeTHUYeCKOT0 B3auMO/1eHCTBUSI.

[TprMepoB CJ/I0’KHBIX CUMOMOTHUECKUX OTHOIIIeHHN OueHb MHOTO.

BcrioMHUTe pa3/iMuHble TUTIBI CHMOMOTHYECKUX OTHOIIIEHUH.

M3BeCTHO, UTO HEKOTOPHIE MapasnuThbl He MPOCTO UCMOJIb3YIOT IPOMEKYTOUHBIX
X0351eB /ISl CBOEro pas3BUTHS, HO aKTMBHO B/IMSIOT Ha UX IOBeJeHue, Jesas Ux
7erko oOblueit /11 OKOHUATeJIbHOTO XO3sMHA. Tak, HarpuMep, OBLBI,
3apakeHHble JIMUMHKaMU cobaubero JieHTella Taenia multiceps, 3aboneBaroT
«BepTSUKOW». JIMUMHKYA MPOHUKAIOT B CITIMHHOW W TOJIOBHOM MO3T OBell, OBLbI C
TIOBPEXK/IEHHON HEPBHOM CHUCTEMOM XOJST T0 Kpyry, OTOMBAIOTCS OT CTaZia M
CTAHOBATCSI JIETKOW [00blYeld XUIIHUKOB (Cco0aKd W BOJIKW — OKOHUaTe/lbHbie
X03s1eBa Tapa3uTa).

Takvx NMpUMepOB MHOTO, HO He BCerja M3BeCTHbl KOHKDETHbIE MeXaHWU3MBI
B3aUMOJIEMCTBUS «I1apPa3UT — XO3SUH».

Cnemyer o0paTUTh BHHUMaHHe, UTO, HAxOJsiCh B CBOeM OOBIUHOM
9KO0JIOTMUeCKOU HUIlle, OPraHrW3Mbl B3aMMOJENCTBYIOT APYT € ApyroM. HapyiiieHuve
TaKOro POZA B3aUMO/IEHCTBUI SIDKO TIPOSIB/ISIETCSI B OMOJIOTMUECKUX WHBa3UsIX.
[Ipy pacivMpeHWy TPaHCIIOPTHBIX MOTOKOB HEKOTOPbIE BHU/bI MepeMellalTcs Ha
HOBBIe TEPPUTOPHH U, JIUILIEHHbIE CBOMX €CTECTBEHHBIX «BParoB», HePeryaupyemMo
TaM Pa3MHOXKalOTCsl. DTO OoJbliiasi 5KOHOMUUECKH 3HauuMasi TipobsiemMa, peliieHre
KOTOpO# TpebyeT 3HaHUs UaCTHOUM OMOJIOTMU U 3KOJIOTUUeCKOW TeHeTUKH.

BcriomMHUTe U TIpUBe/IMTe TIPUMepPbl MHBA3Ui )KUBOTHBIX U PaCTeHHI Ha HOBbIE
MecTooOUTaHusl.

3HaHUe TeHeTUUeCKOro KOHTPOJII CUMOMOTMUECKUX OTHOILLEHWH MMOYBeHHbIX
bakTepuii-a30TGUKCcaTOpoB M 0O00OBBIX pacTeHWi, a TakKe TeHeTUUeCKOro
KOHTPOJISI MUKODU3bI TI03BOJISIET BECTU Tapayie/lbHYH0 CeJIeKLIUI0 pacTeHud U
MHUKPOOPraHHW3MOB (PKUBBIX y/00peHMi), HampaB/eHHYI0 Ha TIOBBIIIEHHE
YPOXKalHOCTU W COXpaHeHWe arpoOHOIIeHO30B OT W3JIMIITHEer0 XUMUUeCKOTO
3arpsi3HeHusl.

KoumpobHbie 8onpochbl

1. Dkonoro-reHeTUyeckre Moied. [IpUHIMITBI UX pa3pabOTKU.

2. I[Ipumepbl 5KO0r0-reHeTUYeCKUX MOJeren.

3. CumbuoTtryeckue OTHOLLIEHUS: orpejesieHue, MHOroob6pa3ue
CUMOMOTHYECKUX CUCTEM, UX 3HaUeHHe.

4. 'eHeTHUecKasi OCHOBa CUMOMOTUUECKUX OTHOILIEHUH.

5. [Ipumepbl cMMOMOTHYECKUX OTHOLIEHUHN C reHeTHYeCKUMH TI0C/Ie/JCTBUSIMU.

6. Pob ciM6103a B 3BOJTFOLIUN.



7. Po/ib cCUMOMOTUYECKUX OTHOIIEHHN B TIPOUCXOXKIEHUM 3YKapUOTUYeCKON
KJIETKU.

Tema 4. I'eHeTHKa yCTONYMBOCTH K (pakTOpam cpeabl

M3yunTe OCHOBHbIE MeXaHH3Mbl 0OecreurBarollyie yCTOMYMBOCTh OPraHU3MOB.
K HUM OTHOCSITCSI CHCTeMbI periapaljiu, CUCTeMbI Jerpafalid KCeHOOUOTUKOB.

Cnenyer oOpaTWTh BHUMaHWe, 4YTO U3yueHHe TeHeTUYeCKOro KOHTPOJIs
YCTOMUMBOCTH MOJeIbHbIX 00BEKTOB, K HeOaronpusTHbIM BHELIHUM (pakTopam
uMeeT OoObllIOe 3HaueHUe [7Isi CelnbCKOro XO035WCTBa, CeleKLWd, MeJULIMHbI U
To/iiep>KaHus ONTUMaIbHOM cpe/ibl 00UTaHUs yesioBeKa.

SApkumMy mpuMepaMy HapylleHHs TeHeTHYeCKMX MeXaHW3MOB YCTOMUYMBOCTH
SIBJISTFOTCS TaK Ha3bIBaeMble MOJIEKY/ISPHbIe 00JIe3HU UesioBeKa.

M3BeCcTHB, B YaCTHOCTH, HaC/Ie[CTBEHHble aHOMa/IMU pelviMKalluu U
pernapauuu JJHK. Tak, 3ab6oieBaHre yesoBeKa MATMeHTHasi KCepo/iepMa CBSI3aHO C
HapylleHVeM pernapalyy, TpPUYMHA KOTOPOr0 — peLleCCMBHBIA ayTOCOMHBIU
netdekr [JHK-monumepasel, npuHuMMarolled ydactie B pernapaiuu. [ledekTsl
CUCTeM perapaluy BbISIBeHbl W TpPU [PYrUX Hac/le[CTBeHHbIX 3abosieBaHUsIX
(anemusi PankoHM, cuHApoM Jlyu-bBap). Ilpu paguoTepanvy Takux OOIBbHBIX
HabJ/1I0/1al0TCsl OCTIOXKHEHUS], YaCTO CO CMepTe/bHbIM UCXOZ0M (CM. TakKe paszen
«DKoreHeTUUeCKHe 60JIe3HN»).

4.1. 'enemuueckue 0CHO8bl 6UOMpaHcdopmMayuu KCeHOOUOMUKO08

BcrioMHUTe THUITBI TOKCMKAHTOB U MYTHA TPOHUKHOBEHHS TOKCUKAHTOB B
opranu3m. Uto Takoe KCeHOOMOTHKHN?

ITpu u3ydyeHuu paszesnia cjiefiyeT oOpaTUTh BHUMaHHWe Ha MyTH MeTabosm3ma
KCeHoOMOTUKOB. OIHUM K3 MeXaHW3MOB 3alllUThbl OpraHM3Ma OT KCEeHOOHOTHKOB
SIB/ISIETCSI UX JIeTOKCUKAI[HS.

[ToTeHLMaNbLHO TOKCUUECKHE (PAKTOPbI OKPY>KakOLe Cpe/ibl MOPakaroT He BCe

HacejleHWe B OJWHAKOBOM Mepe. TO/NIBKO YaCTb HacejieHUs, TeHeTUYeCKH
Tpe/ipacrioyioXkeHHasi, T. €. WMelolasi orpeJeseHHble MyTalud, BbICOKO
YyBCTBUTE/IbHA, [JI1 Heé MOTeHLMaqbHasi TOKCUUHOCTh TMepexoAuT B peasbHYHo.
IlokazaHo, UTO y 4Ye/iOBeKa CYIeCTBYeT T'eHeTUUeCKHW{ KOHTPOJb MeTaboam3Ma
TOCTYTIAIOIINX B OpPraHW3M XHMHWUECKUX coefuHeHUl (O6uoTtpaHchopmaiiyn).
[TosiumMopdhu3M MO 3TUM r'eHaM W CO3/laeT Bapualliy TMpU OTBeTe Ha BO3/eliCTBUe
XMMUUECKOro (pakTopa.
[eToKcUKalMsl WA 3AUMMHUHAIMSA  UY)KePOJHBIX BeIlecTB (KCeHOOMOTHUKOR)
TIPOMCXO/IUT Yy YesioBeKa B TP (pa3bl, epPBbIe [iBe U3 KOTOPBIX OCYILeCTBISIFOTCS C
TIOMOII[bI0 TeHeTUYeCKHU JeTepMUHUPYeMbIX (depMeHTOB (puc. 2). IMomumopdusm
reHOB [IeTOKCHKAllUM BBbIP&KEH J0CTaTOYHO CUIbHO. [0 KakgoMmy TreHy yxke
W3BECTHbl JIeCATKM WIM Jaxe COTHM ajlejied  pa3MyHOWd  MPUPOJBbI.
«/HBeHTapu3allysi» UX ellje He 3aBepilleHa.

TIOCTYTI/IeHHe

BCaChkIBaHH e



pacripe/ie/ieHre 1o OpraHaM
B3aMMO/IEMCTBHE C K/IeTKaMu
MeTabom3m

BbIBe/IeHUEe

Puc. 2. Craauu 6uorpaHcdopmariyii KCeHOOMOTHKOB

IlepByro a3y Ouorpanchopmaiii KCeHOOMOTUKOB Ha3bIBalOT ¢ha3oi
akTuBanuM (PyHKUUMOHAMM3aLMM WM  Moaudukanuu). B stoi  dase
OCYILIeCTB/ISIFOTCS OMOXMMUUECKUe peaklyiu, B TpOLecce KOTOPbIX KCeHOOMOTHUKU
0CBOOOXKAAIOTCS OT aKTUBHBIX (yHKUMOHanbHbIX rpymn (-OH, -NH2, -SH) u
TIpeBpallal0TCs U3 JUMO(UIBLHBIX coeliHeHul B Oosiee ruapoduibHbie. [1epByto
da3zy [geTokcukanuu —obecrieunBarOT  cefylomye  ¢GepMeHThI:  CeMelCTBO
r3odepmeHToB 1UuToxpoMa P450, mapaokcoHa3a (PON), ankorosbjaery/iporeHasa
(ADH) wu  ampaerupgeruaporerasa (ALDH),  OyTtupuaxonwH3CTepasa,
MOKCUATHUIPOMa3a U Ap. (tabn. 2) [Ipu HanMuuy MyTal[dii B IepeuYrC/IeHHBIX
reHax TepsieTcsi pepMeHTaTUBHasi aKTUBHOCTb, aKTHBAI[Usl He Oy/1eT MPOUCXOIUTh
W, CJlefloBaTe/IbHO, KCeHOOMOTWKU OyAyT BhI3bIBaTH MOBpeXJaromui 3¢ ekt
CHayasia Ha KJIETOYHOM, a [IOTOM M Ha OPraHU3MeHHOM YPOBHE.

Tabsmria 2

T'eHbl demoKcukayuu, omeemcmeeHHble 3a ouompancgopmayuio
KCeHOOUuoOmuKoe

HasgaHue pepmeHmos | Peayabmam deticmeus
DA3A T
CeMeicTBO LIUTOXPOMOB P-450 [Tpeobpa3oBaHre KCEHOOMOTHKOB

MuKpocoMasibHbIe STIOKCUA-TUAPOIa3bl | B KOPOTKOKMBYIIME TIPOMEKYTOUHBIE
MeTaboMUTbl C  TeHOTOKCHYeCKUMU

CBOMCTBaMH
DA3AII
['nyTaTHOH-TpaHCcdepasbl [TepeBos;, MPOMEKYTOUHBIX  MeTabo-
['mrokypoHcy/ibpoTpaHchepasbl JIUTOB B BOJIOPAaCTBOPUMBIE HETOK-
N-a1rjeTus-TpaHcdepassl CHUYHbIEe NPOJYKThI

O6nHapyxeHo 6osiee 200 TeHOB /1€ TOKCHUKAITUH

Bropasi da3za — ¢a3a HelTpanuzaluu (fe3akTUBaLUK, AeTOKCUKaluu). CyTb
TpoLeccoB B 3TON (ase CBOJUTCS K CHHTETMUECKMM peakiusM. K
aKTUBHMPOBAHHLIM B TMepBOM (ha3e MPOAYKTaM TIPUCOEJUHSIFOTCS alleTHU/IbHBbIE,
MeTH/IbHbIe, Cy(QTrUApUIbHbIE TPYMIbl, TJTyTaTHOH, UTO MPUBOAUT K 00pa30BaHUIO
rUAPOGUIBHBIX KOHBIOTaTOB. JTO BOJOPAaCTBOPHUMbIe HETOKCUUHbIE KOMITOHEHTHI,
KOTOpble U BBIBOAATCSI U3 opraHusMa. Bropyio ¢a3y 6uotpaHcdopmaimu
obecrieunBalOT  cieAywomye  ¢epMeHThl:  TyTaTHOH-D-TpaHcdepasbl U




N-anetunrpancgepasbl (NAT), TUONYPUHMeTU/ITPaHCepasa (TTIMT),
cy/b(oHTpaHcdepasbl,  3MOKCUArUAposasel, Y AD-rmoKypoHUITpaHChepassl
(UGT, Y& — ypuauHaudocdoraoKkypoHoBasi KuciaoTa). Ecim BTopasi ¢asa
buoTpaHchopMalii He COCTOMTCS T0 MPUYKMHE MYTaHTHOU (opMbl (pepMeHTa, TO
MPO/JIYKThI MepBOM (ha3bl AETOKCHKALUWU (TTPOMEeKYTOUHbIE 371eKTPO(QUIbHbIE Me-
Tabo/MNTBI), HaKalaMBasiCh, OyAyT BbI3bIBaTh, KaK M HeaKTHBHPOBaHHbIE
KCeHOOMOTHKY, OKWCIUTEeNbHbIM CTpecc, TOKcuueckde 3¢QeKTbl, MyTalUy,
3710KaueCcTBeHHbIe HOBOOOpa30BaHUs U ApYyTrue HexXeslaTe/lbHble TI0C/Ie/ICTBUSI.

Tpetbsi ¢a3za [feTokcukaluu obecrieunBaeTcss paboTol (QU3MOIOTHUeCKUX
CUCTeM BblZlesieHus (KOKa, TOYKM, KUILIeUHHUK, JIeTKHe).

AKTHBHasi Cekpelusi MeTabOMUTOB (@ WHOT/IAa U TIPOCTO KCEeHOOMOTHKOB) B
MOUY, >Ke/Tub, [TOT OCYLLeCTB/ISIeTCS [JIMKONPOTeMHOM P, a Takke TpaHCropTepamMu
OpraHMYeCKMX AaHUOHOB W  KAaTHUOHOB. 3a MPeNITCTBHE  BCAChIBAHUIO
KCeHOOMOTHKOB B KUIIIEUHHUKEe OTBe-UaeT IIMKOTIPOTerH P.

KoHmpo/bHble 80NpOChl

1. T'eHeTuka ycToWuuMBOCTH K akTopam cpeAbl. OCHOBHbIe TI0JIOXKEHUS
TeHeTHUKHU YCTOUUHMBOCTH.

2. I'eHeTYeCKHe MeXaHWU3MBI, OIpeJesstollie yCTOMUMBOCTbE OPraHU3MOB K
(dakTopam cpejibl.

3. OcHoBHbIe Tunbl noBpexaenut JTHK.

4. T'eneTnueckast penapanysi. MHOroo0pasue CHCTeM perapariyu.

5. Cucrema 6e/IKOB TeIUIOBOTO IIIOKAa, 3HaueHHWe W MeXaHW3Mbl MHAYKIUU B
OTBeT Ha JlelicTBHe Heb/1aronpusaTHEIX (haKTOpPOB.

6. Otambl bMoTpaHcopMarivi KCeHOOMOTHUKOB B OpraHU3Me.

7. CucreMa MUKpPOCOMaJIbHBIX Iepokcuzas P450.

Tema 5. I'eHeTHUECKAsA TOKCUKOJIOTUSA

['eHeTHMUeCKasi TOKCUKOJIOTHSI — pa3fie/Nl 3K0JIOTMUeCKON reHeTUKU, Tlle TeOpUU
MyTareHe3a HaxOJAT CBOe MPAaKTUYeCKOoe IPUMeHeHHe.

[lepes n3ydyeHHeM 5TOM TeMbl BCIIOMHMTE OCHOBHBIE TOHSITUS M TE€PMHUHBI
reHeTUKH (pa3zesibl «/I3MeHUMBOCTb» U « TUTTbI MyTaLIdi»).

['T 6narofapsi CBoeil MPaKTUUeCKOW 3HAUMMOCTH SIB/SIETCS OFAHUM U3 OypHO
pa3BuBarwIMxcsa oTAenoB OI'. ['eHeThueckass TOKCUKOJIOTUSI HarlpaBjieHa Ha
v3yueHue TeHeTUUeCKUX TI0C/Ie[CTBUM BO3ZENCTBUSI (PAKTOPOB OKpyKatoleih
CpeZibl Ha TeHeTUUeCKWH arrapar ueoBeKa.

['eHeTHMUeCKasi TOKCUKOJIOTUSI U3ydaeT BO3/eMCTBUE KaK Ha TeHepaTHBHbIe, TaK
M Ha COMaTUueCcKue KJeTKA. HapylieHusi B COMaTUUYeCKUX KJIeTKax MOTYT UMeThb
pas/inyHble MoCIeCTBUS:

- TU0e/b KJ/IeTKY;

- KJIOH PaKkOBbIX KJIETOK;

- ayTOUMMYHHbIe 3abosieBaHUs, €C/IM TeHeTHUeCcKoe HapyllleHre BO3HUK/IO B
KJIeTKaX UMMYHHOM CHUCTEMBI;



- [lereHepaTHBHble HW3MEHEHUSI B  KJeTKe, KOTOpble TIPUBOJAT K
TIpeXX/IeBpeMEeHHOMY CTapeHHH0.

OZHaKo 5TU U3MEHEHUS He Tlepeia/lyTCs MoCIeYHIeMy M0-KOJIEHHUIO.

HapylueHusi reHeTUUeCKOro anmnapara B MOJIOBBIX K/IeTKax He CKa3blBaeTCs Ha
3[JOpOBbe OpraHu3Ma, MO/IBEpPriIerocsi BO3JEMCTBHIO, HO, OKa3aBIUIWChb IIpH
CIUSIHUM TaMeT B 3UroTe, OKaXKYyTCSd B KaK[JOW KJeTKe HOBOrO OpraHu3Ma.
[TocnencTBUst 3TOrO MOTYT TPOSIBUTBCSI B pas3Hble STafbl OHTOreHe3a |
BbIPA)KaTbCSl Kak

- CTepU/IbHOCTb;

- HecoCTosIBIIasicsi GepeMeHHOCThb, CBs3aHHash C TWOebI0 HAa CaMbIX PAHHUX
jTarax pa3BUTHUs, TaK UTO OepeMeHHOCTb MOKeT ObITh U He IMarHOCTHPOBaHa;

- CaMOTIPOM3BOJIbHBIE BRIKU/IBIIIHN (abOpTyChI);

- epyHaTaabHasi CMePTHOCTb (CMEPTHOCTb BO BpeMsi POZIOB);

- BPOXKZIeHHbIe TTOPOKH Pa3BUTHS;

- HaCJ/IeICTBeHHbIe OOIe3HY;

O6paTtute BHMMaHWe, uTO pasButve [T wuAeT MO [ABYM HarpaBJieHUSIM:
BbIsIBJIeHWe (DaKTOPOB, KOTOpble, BbI3bIBasi MyTalMd B TOJIOBbIX KJIeTKaXx,
Mpe/ICTaB/SAIOT Yrpo3y TOC/eYIOLIUM TOKOJIeHHsIM, W (aKTOpOB, KOTODbIE,
BbI3bIBasi MYyTallUd B COMaTUUeCKUX KJETKAaX, CHIKAIT >XU3HECTIOCOOHOCTH
HBIHEIIHero MOKOJIeHUSI.

OCHOBHOM 3ajJjaueil TeHOTOKCUKOJIOTUU SIBJISIETCS CO3Z,aHue MeTOJO0JIOTUU ISt
Knaccudukanyy (akTOpoB OKpy)Katollleli uejioBeKa CpeJibl IO CTeleHu UX
reHeTUYeCKOW OIMaCHOCTH C L{e/IbI0 OCYILeCTBJ/IEHHSI Pa3/IMYHbIX Pery/IupYyIOLUX
JIeMICTBUM, HallpaB/eHHbIX Ha MpeJoTBpallleHWe M yMeHbIIeHHe BO3MOXXHBIX
reHeTHUYeCKUX mocaeacTBui 3tux dakropos (Abunes C. K., 2003). s KOHTpOS
3a coJiepkaHreM TeHOTOKCHUKAaHTOB B Cpejie, OKpY»Katolllell uesioBeka, HeoOXoaumMa
pa3paboTKa 3THX [IeHCTBHUH MO C/Ie[yIOIIUM HaIlpaB/IeHUSIM:

1) oueHkKa WMHAMBUAYA/IBHBIX (PAKTOPOB U UX TMTMEHUYECKOe HOPMHDOBAaHHE
(ycranoBnenue I11K);

2) MOHUTOPUHT CpeJibl Ha COZlepKaHue TaKuX ()akTOPOB B OKPY’Karolllel Ccpejie;

3) reHeTUYECKUM MOHUTOPUHT MOMYJISLIUM uesioBeKa.

st Toro utoObl Ha/MaguThL pabOTy IO 3THM HampaB/IeHUsM, HeoOX0auMO
rocJie/joBaTe/IbHOE pellleHue C/ieAyHIIUX 3a/1au.

1. Pa3paboTka TecT-cucTeM [ijisi BLISIBIeHWS U OLIEHKA WHAWBU[YalbHbBIX
reHOTOKCUKaHTOB.

2. TlpoBepka B UMCTOM BHJE BCeX (AKTOPOB, C KOTOPbIMH CTa/JKUBAaeTCS
YyeJIoBeK, Ha FTeHOTOKCUYHOCTb, MX TUTHEeHUUeCKOe HOPMHPOBaHHUe.

3. OueHKa CyMMapHOW TeHOTOKCMYEeCKOW aKTUBHOCTA 3THUX (DaKTOPOB B
CZIOXKHBIX CMeCSIX W TNpUpPOJHBIX cpeAax (BO3AyX, BoJa, IMouBa), T. K.
reHOTOKCUUHOCTb 3/leCb MOKeT ObITh MoAuduiMpoBaHa (B CBA3M C 3TUM
ytouHeHue [1/1K).

4. ITocTosiHHOE cnexeHWe (MOHUTOPHMHT) 3a COZlep)KaHWeM T'eHOTOKCUKAaHTOB B
OKpYyKarolieid cpefie, ¢ TeM UTOOBI He ObLT IPEBLIIIEH PACCUNTAaHHBIN Oe30TacHbIMN
YPOBEHb.



5. Pa3paboTka mporHosa A0JroBpeMeHHbIX MOC/eICTBUM /IS TIOMyJIALU TPy
JJAHHOM YPOBHE TeHOTOKCHUYECKOT 0 3arpsi3HeHHs OKpY KaroLel CcpeJbl;

6. PaspaboTka Mep 3all{UThl OT BO3ZEUCTBUSI T€HOTOKCUKAHTOB OKpY Karolei
cpezibl, B TOM YMCJ/Ie MU MeTOZI0B aHTUMYyTareHesa.

[To utoram Mccref0BaHUM NPYHUMAaETCS pellieHue O JasbHelleid cyabbe Tex
WU UHBIX (PaKTOPOB, MPUMEHSIEMbIX UeioBeKOM. Tak, ec/id BbISICHSETCS BbICOKas
OMNAaCHOCTb [JIs1 YeJiOBeKa W OKPY)Karolllen Cpefbl, Ha HWCIIOJb30BaHWE [JaHHOIO
dakTopa HaK/Ia[bIBAIOT BETO WM CTPOroe OrpaHuueHue ¢ 00s3aTe/lbHBIM
ripuMeHeHWeM Mep 3aluTbl. ECIM ke HWCIonb30BaHWe [aHHOTO (akTopa He
Tpe/iCTaB/IsieT yrpo3bl, €ro pa3periaroT JJ1s1 IIMPOKOT0 MCIO0/Ib30BaHUS.

B oT/mune OT TOKCHMKAHTOB, OHM OKAa3bIBalOT [BOSIKOe [eWCTBUE: U3MEHSHOT
HaC/le/ICTBEHHOCTh KaK B TIOKOJIEHWM, MOJBepriieMcsi BO3/JeHCTBUIO, TaK U B
MOCJIe[yIOLMX MOKOJIeHUsIX. [103TOMy HakoryileHre MyTaluyid NPUBOJUT He TOIBKO
K rrbenu OT/ie/IbHbIX UHIUBUOB, HO U K BBIPOXKAEHHUIO U BEIMUPAHUIO TIOMYJISLIAN
Yl BU/IOB.

[To MHEHHIO HEKOTOPBIX YUE€HBIX, UMCI0 MyTauui y Buza Homo sapiens yxe
TIPEBLICWJIO YPOBEHb, C KOTOPOrO BWJ CYMTaeTcsl BbIMUparoluM ([laHuioB-
Hanunbsa B. U., 2003). Takasi o1jeHKa, 10-BUJMMOMY, HECKOJIBKO TpeyBe/nueHa,
T. K. BbIAB/ISIEMOCTb MYyTallUi Yy Ue/l0BeKa 3HAUWTE/IbHO BbILIE, YeM Y APYTUX
BU/IOB.

O6paTuTe BHUMaHWe Ha JlaHHble MEAWIIMHCKOW CTAaTUCTHUKWA, CBH-
JleTe/IbCTBYHOLME O POCTe HAC/IeJCTBeHHOU MaTOJIOTUU y Ue/ioBeKa.

5.1. U3meHuugocmsb

[Tpu u3yueHUn 3TOrO paszesna obpaTuTe BHUMaHHe HAa TPUUMHBI U3MEHUNBOCTH
Y POJIb U3MEHUMBOCTHU B afjaliTaliii OpraHu3MoB.

Ha MonexkynsipHOM ypOBHe W3MEHUMBOCTH 3aK/IH0UaeTCsl B M3MeHeHUU T'eHOB,
MX KOMOWHALMi W TIpOsiB/ieHMs1 [eHCTBUSI TeHOB B Tipoliecce OHToreHesa. Ha
(heHOTUNMYECKOM YPOBHE M3MEHUYUBOCTH MPOSIBJISIETCS KaK U3MEHeHHe MPU3HAKOB.
3MeHeHWe OKpy)Karollel cpefbl TPU aAHTPOINOTeHHOM BO3[IeMCTBUU HMeeT
C/IeICTBMEM YBeJIMYeHHue H3MEHUMBOCTU Yy BCeX OpPraHu3MOB OT BHPYCOB [0
yesnoBeka (DKumyneB U. @., 2004).

V3MeHYMBOCTb — IIMPOKOE TIOHATHE, BBIJE/ISIOT HeCKOJIBKO TUTIOB U3MEHUMBOCTH

(puc. 3). T'eHeTuyeckasi TOKCHKOJOTMSI M3ydaeT TOJIbKO MYTAl[MOHHYIO
V3MEeHUYUBOCTb.



M3MeH4nBoCTb

HEHac/eCTBEHHAs
(dpeHoTMNMYECKan)

HacnenCcrtBeHHas

(I'EHOTMHM‘-IECKaFI

MoaMUKaLMOHHas! OHTOreHeTMYecKas KOMBMHALMOHHaS MYTaLMOHHas

reHHas XPOMOCOMHa“A réHOMHa#Ad

Puc. 3. Tunbsl U3MeHUMBOCTU

HenacnesictBeHHasi, wid (PeHOTUIIMYECKas, W3MEHUMBOCTh CBsi3aHa C
r3MeHeHHeM deHoTHTIa 6e3 U3MeHeHHs TeHOTHUIIA.

ModugukayuoHHas usmeH4U80CMb — 3TO U3MeHeHUe MPHU3HAKOB IO/, MPSMbIM
Bo3zelicTBeM (pakTopoB cpezibl. OHa He 3aTparvMBaeT Hac/e/ICTBEHHBIN CyOcTpar
Y, C/ieJoBaTeJbHO, He TepefaeTcsi MOTOMCTBY. ['eHbl OCTAarOTCS MPEXXHUMH, HO
(beHOTUITBI MOTYT Pe3KO MeHAThCs. HanprMep, TUCThbs JIFOTUKA BBIPOCLIETO B BOJE,
B OTJIMYMeE OT JIFOTHKA, BBIPOCILIero Ha bepery, CU/IbHO pacCeueHbl.

bnarogapsi MogudUKalMOHHOW K3MEHUMBOCTU TPU3HAKU B 3aBUCUMOCTU OT
YCJIOBH Cpefibl MOTYT ObITh CUIbHO MOAX(UIIMPOBAHbI Ha 6a3e 0HOTO U TOTO e
reHotuna. Tak, HampyuMep, KPOJUKH TMMajlaliCKOW TopoAbl Oesibie, HO KOHUMKHU
ylI1eu, HOC, JIarku U XBOCT — 19
yepHble. Takoi (heHOTUIT CBSA3aH C TeM, UTO IreH, KOHTPOJUPYIOIINM 0b6pa3oBaHue

YepHOrO MWUrMeHTa, paboTaeT TONBKO TMPU HU3KUX TeMmriiepatypax. IlosTomy
yepHasi OKpacKa TOJIbKO Ha TeX yuacTKax Tesa, rie Temrieparypa Hwxke. [Ipu
BBICOKOM TemriepaTtype KPOJIMKU TOJHOCThbIO Oesible, TP HU3KOW — TOJIHOCTBIO
yepHble. Eciii BLIOPUTE YYaCTOK KOXKU M TIPUKJIAZIbIBATE K HEMY Jiefl, OXJIaXast [10
—2 °C, TO y4aCTOK KO)Ku OyzieT uepHbiM. To ecTb Ha 6a3e OJJHOTO W TOTO e



reHOTHUIIa TIpU BO3ZeMCTBUU (haKTOPOB cpelbl (POPMUDPYIOTCS pa3Hbie (HDEHOTHUIIBI
(puc. 4).
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Puc. 4. Kapta pacrnipefiejieHUs1 TeMIiepaTypHbIX TTIOPOTOB Y TMMajialiCKoro KpoJiika
(yKa3aHa TeMmIiepaTypbl, BbIllle KOTOPOIH BOJIOCHI Ha JIAHHOM yuyacTKe Tejia OyAyT
OenbIMU, HIPKE — YePHBIMU)

OHmozeHemuueckasi U3MEHUUBOCMb — S5TO peaau3alusi HOPMbI peakluu
opraHM3sMa BO BpEMEHW, B XO/e €ero HWHAWBUAYAJbHOTO  pa3BUTHSL.
OHTOreHeTMYeCcKasi W3MEHUMBOCThH CBsi3aHAa He C UW3MEHEHHWeM TeHOB, a C
V3MEeHeHWe TpOsB/JeHUsSI T[eHOB B TIPOLlecCeé HWH/WBUAYA/JbHOTO pPa3BUTHSL.
HanpuMep, y uelyeKpbUIbIX HaceKOMbIX (0abouek) pa3BUTHE WJET C TOJIHBIM
rpeBpalljeH’eM: U0 — JIMYUHKA (TyceHUla) — rUMaro. M y IMYMHKY U Y UMaro
OJIHA W Te >Xe TeHbl, HO (heHOTUITMUeCKHWe pa3nuuvs 0ojiee BbIpAXKEHBI, YeM Yy
OpraHM3MOB pa3HbIX TaKCOHOB. JTO CBSI3aHO C TeM, YTO Ha pa3HbIX CTa/UsIX
Pa3BUTHUS SKCIIPECCUPYIOTCS pa3Hble TeHBbl.

Cnenyer obpaTuth ocoboe BHMMaHHe Ha TO, UTO CYIeCTByeT psij (haKTOB,
HEeCOMHEHHO YKa3bIBalOIL[MX Ha W3MEeHeHHe CaMOro reHeTMUecKoro maTepuasa B
XO0Zle OHTOreHe3a, UTO COMKaeT OHTOT€HETHUeCKYyl0 HW3MEeHUHWBOCTh C
HAaC/leJCTBeHHOM  M3MEHUMBOCTBIO. [l03TOMy  UYacTO  OHTOreHeTHuecKast
VM3MEHUYMBOCTb 3aHUMaeT MPOMEKYTOUHOE MOJIOXKEHVEe MEXAY Hac/ieJCTBEHHOU U
HEHAaCJIeICTBEHHOM M3MEeHUMBOCTHIO.

HacneacTBeHHasi, Wik reHOTUNMYECKasi, U3MEHYMBOCTb CBSI3aHa C U3MEeHeHUeM
reHoTUra.

KombuHayuoHHass usmMeH4UUBOCMb CBs3aHa He C W3MEHEeHHWeM TeHOB, a C
MOSIBJIEHWeM  HOBBIX ~ KOMOHWHAI[Mii  y»Ke  CyIlecTByroImmx reHoB. OHa
obecrieunBaeTCss TpeMsi MpOIjeCccaMy: He3aBUCUMbBIM PacX0KZeHHeM XPOMOCOM B
Meno3e, KPOCCMHIOBEPOM, C/y4YalHbIM COUYETaHWEM OTLIOBCKOM W MaTepHUHCKOU
Hac/IeJCTBEHHOCTH B 3urore. biarojgaps KOMOWHALIMOHHOW W3MEHUYUBOCTH
obecmieuriBaeTCsl KOJIOCCaAbHOE pa3HOOOpa3ue OpraHu3MOB, pPa3MHOXKAFOIIUXCS



No/IoBbIM TiyTeM. Tak, 3a BCHO WUCTOPHIO YesioBeyeCcTBa Ha 3emsie 3a CueT
CYILIIeCTBOBaHUsI 3TOW M3MEHUMBOCTU He OBILIO, HeT, U He OyZeT ABYX abCOMIOTHO
O[JMHAKOBBIX JtOflel (KpoMe OJHOSIMLIOBBIX OJIM3HELIOB, KOTOpble BO3HUK/IU B
pe3ysnbrate MuTO3a). KaKAbl 4esioBeK yHWKaJeH W HernoBTopum. llomynsiuum
OpPraHM3MOB, Pa3MHOXKAOLLIMXCS TIOJIOBBIM IyTeM, FeTepOreHHbl, Y HUX OOJbILON
pe3epB  «HAWIeACTBEHHOM W3MeHuUMBOCTW». OH COCTaBjasieT moJjie [
eCcTeCcTBeHHOTO oTOopa. B ciyuae mM3MeHeHUs! yC/IOBUM B TIOMYJ/SILIUM OKaXKyTCS
ocobu € MyTalWsMH, TIO3BOJISIOU[UMH TPUCTIOCOOUTCS K HOBBIM (DaKTOpaM.
OTpuijaTe/IbHBIM CBOMCTBOM KOMOWHAI[MOHHOW W3MEHUHWBOCTH MOXKeT OBITHb TO,
YTO yZJauHble KOMOWHALIUA He COXPAHSIOTCS, pacChIMAlOTCS B C/eAYIOIIEM
nokosieHnu. YToObl COXpaHUTh Takue KOMOWHAL[MM, B HACTOsllee BpeMs TakK
MHOI'0 y/e/s1eTCsl BHUMAaHUs KJIOHMPOBAaHWUIO OPraHW3MOB.

MymayuoHHas u3meHuusocmb CBsi3aHa C U3MEHEeHWeM CaMUX [eHOB, T. e. C
W3MeHeHUeM II0c/ejoBaTeIbHOCTU  HykieotuzoB B [JHK. Oth u3smeHeHus
HaCJ/IeIYFOTCS U UrPaloT OOJIBIIYI0 POJb B BOJIIOLIM, SIBJISISICH MaTepUa/iOM st
eCcTeCcTBeHHOT0 oTbopa.

Ha ¢eHoTMNIMYEeCKOM ypOBHE MyTalUhd — sIBJIEHWE T[IPEPbIBUCTOIO
CKaukooOpa3HOro wu3MeHeHUsl Hac/e[CTBEHHOTO T[pu3Haka. MyTaiuu MOryT
3aTparvBaTh /000N  mipu3HaK:  MOPGOJIOTUUECKHH,  (PU3HMOIOTHUYeCKHUH,
OroXUMHUUYeCKui, ToBejleHUeCKUA. DTU U3MeHeHUsI MOTYT ObITb pe3KUMU WU e/iBa
3aMeTHbIMM OTKJIOHEHUSIMA OT JWKOr0 THWIa (CTaHAapTa).YueHHe O MyTaLusix
ObUI0 BIiepBbie CPOPMYIUPOBAHO B Hauasie XXB. TroO/IaHACKUM yueHbM I'. [le
®pui3oM, OJHUM U3 TpPeX TMepeoTKphIBaTeselt 3akoHOB I'. V. Menzens. OH paboran
Cc pacteHueM 5Homepoli (ocivHHUK Jlamapka). Ha ocHoBe wu3yueHusi eé
V3MEHUMBOCTH OH Pa3BUJ/I TEOPUIO MyTaLUM.

5.2. Teopus mymayuti (MymayuoHHasi meopusi)

Teopus MyTalMi COCTaB/sieT OJHY M3 OCHOB reHetvku. OHa 3apoju/iach B
1901-1903 rr. B Tpymax I'yro [e ®dpusa cpasy rocje nepeoTKpbITUs 3aKOHOB '
N. Menpens.

PaccMoTpuTe pasHble OIpefieieHUs TIOHATHS «MyTanus» (U3 Kypca oOIreu
reHeTvku). Jlo CUX MOp He CyLeCcTByeT KpaTKOro OrnpezeeHds MyTaluu,
nyuutero, yem pgan I'. [Je ®dpus, X0oTA OHO He JIMIIEHO He[OCTaTKOB. WrTak,
Mymayusi TIpefcTaB/isieT Co00l sB/leHHWE CKAauyKoOOpa3HOro TIPephIBUCTOTO
HM3MeHeHHs Hac/le[CTBEHHOI0 TIPHU3HaKa.

OripefiesieHre TIOHATUSL «MYTaLMs» BbI3bIBAET TPYAHOCTH.

1. MyTtaimu BO3HMKAIOT BHe3arHoO, 0e3 T1epexo/0B, KakK JUCKpPeTHbIe
W3MeHeHHs PU3HAKOB.

2. HoBble M3MeHeHHs KOHCTAaHTHBI, YCTOMUYMBbI, HAC/Ie4yOTCS.

3. Mytanuu He 00pa3yloT BapUallMOHHBLIX PSJIOB, He TPYMITHUPYIOTCS BOKPYT
Kakoro-nmibo cpeaHero Ttura. OHU TpefCcTaBiAsSiOT CO00M  KaueCTBEHHBIE
V3MeHeHUs.

4. MyTauyy BO3HUKAIOT B Ppa3HbIX HAIpaB/IeHUSAX, MOTYT OBITb Kak
T10J1e3HBIMU, TaK YU BPeJHBbIMU, T. €. OHA He HOCAT alaliTUBHOIO XapakTepa.



5. BepostHocTh OOHapy)keHWs MyTaldii  3aBUCHT OT  KOJMYeCTBa
TIPOaHaIM3UPOBaHHBIX 0COOeH.

6. OHU U Te )Ke MyTallUi MOTYT BO3HUKATh HEOJIHOKPATHO (TTOBTOPHO).

7. MyTauuu JaroT Hayauio HOBbIM BHUIAM.

8. B sBosmo1uu 6osblliee 3HaUeHHe UMEIOT MHOYKeCTBEHHbIe MeJIKhe MyTaluy,
a He pe3Kue KPYyITHble U3MeHeHUs.

9. MyTalyu aBTOreHHbI, T. €. CAMOIIPOM3BOJIbHBI.

3a BpewMs, MpolIefiiee C CO3/JaHUs] MYTallMOHHOU TeOPUY, 3HAHUS O MyTaLAsX
3HAUWUTE/IbHO TIOMOJHWINCh. HeKOoTopble TMO0KeHUusI MYyTalMOHHOM TeOpUH
OKa3a/IMCh HEBEPHbIMU, IpyrHe U3MeHeHbl. Tak, COXpaHW/IM CBOe 3HaueHue 1, 2, 4,
5, 6, 8 moo)keHwusl.

TpeTbe 1OJIO)KEHWE  BEPHO  [Jid  KAueCTBEHHbIX  [PU3HAKOB, IS
KOJINUEeCTBEHHBIX MPU3HAKOB MOT'YT CYIL|eCTBOBaTh BapHUaljMOHHbIE PS/IbIL.

[To cegpMOMy TOJIO)KEHWIO €[QUHOrO MHeHUs HeT. [lelMCTBUTEeNBHO,
BO3HUMKHOBEHHE TeHHOW, WIA XPOMOCOMHOM, MyTalUW Bpsi[, /A MOXKeT [aTh
Hayajso cpa3y HOBOMY BW/y, BUJ000pa3oBaHue AjuTeNbHbIN mMpoiecc. OpHaKo
TIPY Te€HOMHBIX MyTaIUsiX, 0COOeHHO TIPU COeZIMHEHUH B 3UT0Te MeHOMOB pa3HbIX
BU/IOB (@/1JIOM/IONANST), BOSHUKHOBEHKE HOBOT'O BH/]a BO3MOXKHO.

B oTHOLIeHWM [EBATOrO TMOJIOKEHWS T[0Ka3aHo, YTO MyTaluu He
CaMOIIPOU3BOJIbHBIL, & W3MEHEHWs TeHOB U XPOMOCOM CJielyeT CBsSi3bIBaTb C
BO3/ieiicTBeM (DaKTOPOB Cpefibi — MYyTareHoB. MyTareHbl MOTYT OBbITh
(dakTOopaMu 5K30T€eHHbIMU — BHEIIHMMH 1O OTHOIIEHWI0 K KJeTKe, a Takxke
9H/IOTeHHBIMU (paKTOpamHu, (HarpuMep, MPOAyKTaMy HOpMa/bHOTO MeTabosr3ma B
KJ/IETKe).

B HacTosillee BpeMsi MyTaLlMOHHas TEOPUS [JOTIOJIHEHA HOBBIMU T10JIOXKEHUSIMU:

1. BoisiB/IeHbI 3aKOHOMEPHOCTH B, Ka3a/0Ch Obl, HEHATIPAaB/I€HHBIX CTyYalHbIX
V3MEHeHUSX HaC/Ie[CTBEHHOIO Marepuasna. JTa 3aKOHOMEPHOCThb BbIpakeHa B
3akoHe H. W. BaBuoa. CornacHO mMyTalMOHHOM Teopud [le ®pusa MyTtauuu
MOTYT W/JTH B pa3HbIX HallpaB/eHUSIX — 3TO Hempe/cKazyemble cobbiTusi. H. U.
BaBwioB chopMynupoBas 3aKOH TOMOJIOTUUECKUX PsIOB HAC/Ie[CTBEHHOM W3-
MeHUMBOCTH: ['eHemuuecku O0au3kue pooObl U 6UObl UMeOMm CXOOHble psObl
HacnedcmeeHHol u3mMeHuugocmu. 3akoH BaBusioBa 103BOJIsieT MPOTrHO3UPOBATh, B
KaKOM HarpaB/JeHuM MOTYyT WATA MyTaluud y [OAHHOTO BHZQ, T. e. JejaeT
MYTallMOHHBINA TIpoijecc Oosee TipeAcKkadyeMbiM. Takum o06pa3oM, MyTalyd

TOJIYYW/IA TIepBYI0 XapaKTePpUCTUKY — Mbl MOJKET OXapaKTepr3oBaTh Beep
BO3MOJKHBIX MyTaL|1M.
2. MyTaiuu mONyYyWwId BTOPYH) XapaKTePUCTHUKY — YaCTOTHYHO: 4acToTa

MYTHPOBAHUS /11 Pa3HbIX T€HOB pa3/MyHa. ECTh «ropsiue TOUKW» — TeHbl, A/
KOTOPBIX XapaKTepHa 0COOeHHO BLICOKAst YaCTOTa MyTal[{H.

M3BeCcTHbI U TaK Ha3blBaeMble MHOYKECTBEHHbIe MYTaHTbl — 3TO HECKOJIbKO
reHOB, MYTHPYIOI[MX OAHOBpeMeHHO. [IpvueM dYacToTa UX COBMECTHOTO
MYTUDOBaHUsSI Ha TOPSIOK U 0osiee TpeBbIlLIaeT TeOPeTUYeCKH OXKUAaeMyto.
YpoBeHb MyTaOWUIBHOCTH BUJj@a HAXOAUTCS TIOJ, TeHEeTUUeCKHM KOHTPOJeM U
MO>KeT ObITh BUIOBOM XapaKTepUCTHUKOM.



3. B cBs3u c 3arpsi3sHeHHeM OKpyKaroirieit cpegsl H. T1. /ly-OMHUHBIM BBe[€HO
elje O/IHO TOJIO)KeHWe B TeOpUI0 MyTalui: «@PaKTophl, BBe/leHHbIe MPOrPeccoM
HayKu B Cpeflly, OKPY’KaloIyl0 UejioBeKa, CIIOCOOCTBYIOT HAKOILJIEHHIO
OTpULIaTeIbHBIX MYTalIUii — TeHeTUUYeCKOTro Tpy3a».

OO6paruTe ocoboe BHMMaHMe Ha TIPUUMHBI, MeXaHW3Mbl W TOC/EeCTBUS
MyTallAOHHOW  M3MEeHUMBOCTH. Kak M3BeCTHO, MyTaluM MOTyT ObITh
CTIOHTAaHHBIMU, BO3HHUKAIOIIMUMH, Ka3aloch Obl, 0e3 KakoW-1Mb0 BHEITHeM
TPUYMHBI, a TakKXke WHAYLMPOBAHHBIMY, BO3HUKAKIIUMU TI0f [JeHhCTBUEM
Pa3/MYHBIX BHEIIIHAX areHTOB: PU3NUYeCKUX, XUMAUeCKUX U OMO0/IOTHYeCKUX.

MyTalMOHHbIM  TIpOIjecC  OOBIYHO  CBSI3BIBAIOT C TaK Ha3biBaeMbIMHU
reHeTHYeCKUMHU Tporieccamu (TIOBTOPUTe 13 Kypca 001ileli TeHeTUKUA U OMOXUMUH).
A TouHee, C OmMMOKaMH, TIPOUCXOSAIIMMHA TIPU TIPOXOKAEHUU 0a30BbIX
reHeTHYecKuX TmiporieccoB (ommbku Tpex «P»). K HMM 0OBIUHO OTHOCST
Peniukayuio — BOCIIpOM3Be/ieHHe TeHeTUYeCcKoro marepuana; PekomouHayuio
— pa3uuHbIe CrIocoObl TIePeCOPTUPOBKY M'eHOB U UX YacTeld, MPOUCXOSIIe TIPU
CMeHe TIOKOJieHWW, U Penapayuio — Tmpolecchl, Mo/jep>KUBarolue HaTUBHYIO
CTPYKTYpPYy r'eHeTUUeCKOro MaTepuasa, TOCTOSTHHO TIOBpeXXJaeMOoro Mo/ BAUsTHUEM
KaK BHyTpPeHHUX (hakTOpoB ((hHU3UO0IOTHUECKHX, METa00TNUEeCKHX ), TaK YU BHEIITHUX
(dakTopoB (TemrepaTypbl, U3TyUeHUM, XUMHUUECKUX BO3/elcTBul). CHOHTaHHBIe
WM WVHIYLMPOBaHHbIe HapyILleHUs1 3THUX TPOLIeCCOB, JIeXXAlUX B OCHOBE
HaCJIeJCTBeHHOU TMepefaud TeHeTUUeCKOro Marepuasna, SBJSIOTCA MPUYHMHOU
HacJieJCTBeHHOU U3MEeHYMBOCTH — MYTALIMOHHOTO TpoLiecca.

K unciy reHeTMUeCcKHX MPOLECCOB OTHOCAT TakK)Ke TPAHCKPHITL[UI0 — CUHTE3
PHK nHa wmatpuile [HK u TpaHCnsiuio — cHUHTe3 Oe/lKOB Ha MaTpuijax
vH(popmanmonHeix PHK. 3To ye mporeccel, jekaljyue B OCHOBe peav3aliyuu
reHeTUYeCKOW WH(OpMaluM, B OCHOBe [eWCTBUs TeHOB. VX HapyuieHus B
3HAUUTE/IbHOU CTelleH! OTBEeTCTBEHHBI 3a MOJU(PUKALIMOHHYH) U3MEHUUBOCTD.

KoHmposbHble 80npochl

1. 'eHeTHUeCKass TOKCUKOJIOTHS, TIPeIMeT, 3aJauu.

2. VI3MeHuMBOCTb, BU/Ibl U3MEHUYMBOCTH.

3. Teopusi MyTaLui.

Tema 6. MyTarensl

MyTalu  BbI3BIBAIOT MyTareHbl — (aKTOpbl, CMOCOOHbIE HapyIlaTh
Hac/e/ICTBeHHbIe CTPYKTYPhI BCEX ’KUBbIX OPraHU3MOB, BKJ/IHOUasi ueioBekKa.

[Tpu u3yueHWM 3TOTO pa3zesia oOpaTuTe BHUMaHUe Ha MyTareHHbIe (PakTOpkI, C
KOTOPBIMU CTaJIKUBAETCSI Ue/loBeK B OOBIUHOM >KU3HH, W TIPEJIOKUTE CIIOCOOBI
YMEHBILIIEHUS 3TOTO BO3/[eUCTBUSI.

Bce MyrareHHble (akTOpbl MOJpa3/e/iIlOTCS Ha  eCTeCTBeHHble U
HCKYCCTBeHHbIe. ECTeCTBeHHbIMU SIB/SIIOTCS TPUPOJAHbBIE (DAaKTOPBI, UIparolue
OCHOBHYIO pOJIb B H3MEHYMBOCTA OpPraHM3MOB B TMporecce 3BomoLud. OHHU
CYLIeCTBYIOT U Terepb, HO Osiarofiapsi [iesiTeJIlbHOCTU uesioBeKa KOHLIeHTpaluu
MHOTUX U3 HUX CTaJd 3HAYMTEBbHO BbILLIE, YTO NPUBOJUT K YBEJUUEHHUIO BUSHUS
Ha W3MEHYMBOCTb HAaCJ/Ie[JCTBEHHOrO0 Martepuasa. VCKycCTBeHHble MyTareHHbIe



(akTOppl — 3TO HOBbIe (DAKTOpBI, pe3y/bTaT HAYYHOU U XO3AKWCTBEHHOU
JlesITeNTlbHOCTH YesioBeKa.

Cpeau Tr/aBHBIX XapaKTePUCTHMK HWHJYLMPDOBAHHOIO MyTareHe3a MOJKHO
yKasaThb

* OTCYTCTBHE MOpOra JeNCTBUS;

* 3aBUCMMOCTbB 3(deKTa OT [J03bI;

* CTaOW/IBHOCTb MYy TAaLIUM;

* 3IJUTUBHOCTH 3(P(EKTOB OT AEeUCTBUSI Pa3HbIX MyTareHOB;

* OTCPOYEHHOCTb JIeMCTBHUSI.

PaccMOTpUTe OCHOBHBIE 3aKOHOMEDHOCTU WHAYLIMPDOBAHHOTO MyTareHesa,
chopMy/IMpyHTe OT/IMYMSI MyTareHe3a OT BO3[eHCTBUSI TOKCUUeCKUX ()aKTOpOB Ha
OpraHU3M.

Kak ecTecTBeHHble, TaAK M MCKYCCTBEHHbIE MYyTareHHble (DAKTOPhI MO CBOEU
TIPUpO/Ie MOTYT OBITh (GPH3NUECKUMU, XUMUUECKUMHU U OH0/IOTUUeCKHUMHU.

6.1. Du3zuueckue MymazeHnol

K c¢usuueckum MyTareHaM OTHOCSITCSI pas/iMyHble BHUAbl HWOHU3UPYIOLUX
W3/TyueHu, COMTHeuHasi pagualysi, yabTpadrosieToBoe U3iydyeHue, BUOpaLys 1 Jp.
ATOMHasi SHeprusi SIBJSIeTCSl He3aMeHWMOMW [Jisi pelleHWsi SHEPreTUYecKux M
Apyrux r106anbHBIX TMpoOsieM, HampuMmep orpecHeHUss Bojbl. IlIupokue
BO3MOJKHOCTU COBEPILIEHCTBOBAHUS TEXHOJIOTMUYECKHX TPOLIECCOB U TOBBIIEHUS
TIPOU3BOAUTE/ILHOCTU TPyJa TOSIBUIMCH C BHeJpPEHHeM HW30TOMHbIX MEeTO/O0B B
TIPOMBIIIVIEHHOCTh UM CeJIbCKOe XO035iMCTBO. Bmecte ¢ TeM MOpOMCXOAUT
3HAUUTEe/IbHOE HAKOIIEHVe JKUJKUX PaJuOaKTUBHBIX OTXOZO0B.

B Bo3ay1IHBIX OacceiiHax KPYITHBIX TOPO/JOB C Pa3BUTOM MPOMBIILIZIEHHOCTBIO U
VHTEHCHBHbIM [IBM)K€HHWEM aBTOTPAHCIOPTa TbLIb W JbIMbI COZlepKaT PajioH,
W30TOMbl Kamusi U yriaepoga. JloOblua MHOTUX T10J/Ie3HBIX HCKOMaeMbIX (YTIJis,
HedTHU, Py/Jbl) TPUBOAUT K W3BJAEUEHUI0 Ha TIOBEPXHOCTh 3HAUMTEeTbHBIX
KOJIMUECTB Pa/[M0aKTUBHBIX U30TOMOB.

MyTareHHOe  JelCTBME  paZJMOAaKTUBHOTO  HW3/Iy4yeHWs  TOKa3aHO B
MHOTOUHC/IEHHBIX JKCIIePUMeHTax C HCIO0Jb30BaHWEM pa3/MyHbIX 0OBEeKTOB OT
MPOCTEUIIMX [0 MJeKonuTarouux. MccaenoBaHue JeWCTBUS paZuvaliu  Ha
MyTallMOHHbIMA TPOLIeCC TOKa3ajo, UTO TIOporoBasi Ji03a B 3TOM Cjayuae
OTCyTCTByeT U [Ja)ke camMble HebOo/billMe [03bl TIOBBIIIAIOT BEPOSATHOCTD
BO3HUKHOBEHUSI MyTal[uii B TIOMYJISILIUU.

['eHEeTMUECKUN MOHUTODPUHT TIOMYJISIUKA Yesl0BeKa, MOJBEpPriuuXxcs [JehCTBUIO
pasvialivy, MoKasaja 3HauuTelbHYH) MyTareHHYX0 U KaHLIepOTeHHYI0 aKTHBHOCTb
V3/TyYeHUN.

[ToBbIlIEHYE YaCTOTHI MyTallMi OMAaCHO He CTOJILKO B UHAWBH/Ya/JbHOM IJIaHe,
CKOJTBKO C TOYKH 3PeHHsl YBeJTMYEHUs] TeHeTUUeCKOro rpy3a B MOMyJISILUH.

Hanpumep, o06yyeHre 0JHOTO U3 CyNPyroB [1030M, B TipefiesiaX yBauBarolei
yactoTy MyTtauuu (1,0-1,5 I'peit) He3HAuMTeTHLHO MOBBIIIAET OMACHOCTb HWMETh
6onpHOrO pebenHka ( ¢ ypoBHsI 4-5 % g0 ypoBHS 5-6 %). Ecii Takyro ke 103y
TIOJIyUHT HacejieHWe 1[e/loro paiioHa, TO YMCJ/IO Hac/ae/CTBeHHBIX 3abosieBaHUl B
TOMYJISILMY Yepe3 MOKO0J/IeHHWe YBeTMUUTCS B /iBa pas3a.



HexenaresnbHble TeHeTHUeCKWe TIOC/IEACTBUS Ui TOMYJ/SLUMA  JKUBBIX
OpPraHM3MOB MOJKeT HWMeThb TakKKe YCW/IeHWe BO3[eWCTBUS yIbTpPauroIeTOBOrO
u3nydyeHus.. MytareHHbId 3¢ dekT YD-u3-nmydyeHusi xopoiio usBecteH. OOBIYHO
Y®-ceer ¢ pguHHOW BOaHBI 280-320 HM 3a7ep)KyMBaeT 030HOBBIA  CJIOU
atMocdepbl. [Ipy HEKOTOPBIX TeXHOTeHHBIX BO3/[eMCTBUSIX 030HOBBIA C/I0M MOYKET
paspyliatbCs, UYTO T[PUBOAWUT K TPOHUKHOBEHUIO yepe3  aTtMocdepy
Y ®-usnyuenus.

Pa3BUTHe TeXHO/IOTMH, NPUBOASLLee K HOBBIM (PU3MUeCKUM BO3/EWCTBUSM Ha
opraHusMbl, TpeOyeT MOCTOSIHHOTO TeHeTUKO-TOKCHMKOJIOTUYeCKOro KOHTpoJsi. B
1oc/iejHee  BpeMs  IIOSIB/SIIOTCA  JlaHHble O  MyTareHHOW — aKTMBHOCTH
MHUKDPOBOJIHOBOT'O U3/TyUeHUs], a Tak>Ke U3TydeHrs MOOU/TbHBIX YCTPOUCTB.

6.2. XumuuecKue MymazeHbol

BypHbI Mporpecc XWUMWYECKOW TPOMBIIIEHHOCTH BbI3Ba/l MOSIBJIEHUE
OTPOMHBIX KOJIMUECTB XWMHYECKUX coefuHeHWK. CHHTeTHYecKas XUMUS [Jajia
yesI0BeYeCTBY HEMa0 HOBBIX BeLeCTB, C KOTOPbIMM OpraHW3M uYesjoBeKa B
TIpoLjecce BOJIIOLIMU PaHee He CTaJKMBAJICs, — 3TO KCeHOOMOTUKHU. B HacTosiIee
BpeMsl 3aperucTpUpoBaHO 0Oosee 2 MJIH BHOBb CHHTE3WPOBAHHBIX XUMHUUECKUAX
BetrjecTB. [1o orjeHKe BcemupHoO# opranu3aiyy 3paBooxpaHeHus U3 6osee 6 MH
V3BECTHBIX XUMUUYECKUX COeJVHEHUM MPAKTUUeCKU UCTonb3yeTcs okoyio 500 000
coemuHeHni; m3 HMX OKomo 40 000 o6majgaroT BpegHBIMH /11 Ye/lIoBeKa
CBOMCTBaMH, a 6osiee 12 ThIC. IBASFOTCS TOKCUUHBIMU.

Xvumuyeckre (HakTOpbl OYEHb IIMPOKO PaclpOCTpaHeHbl B OKPY’Karolen
cpezne. HecMoTpst Ha TO, UTO Ha MyTareHHYH aKTMBHOCTb TipoBepsieTcs MeHee 0,1
% BCeX XWMHUYECKMX BeLIeCTB, y)K€ W3BECTHbl COTHHM MPHUMEDPOB COeQUHEHUM,
MpOAB/IAIOINX MYTA€HHYIH0 dKTHBHOCTb Cpe€dr YeTbIpeX TPYIIT XHUMHYECKHX
(aKTOpPOB OKpY’Karollleild Cpefibl: MeCTULW/0B, MPOMBILIJIEHHBIX $/I0B, MUILEBbIX
n006aBOK, JIeKapCTB.

XWMHUYeCcKre BelecTBa, MOBPeXJarolue HacaeACTBeHHOCTb, MPUHAAJIeKaT K
pPas/iMuHbIM  KjacCaM COeQWHEeHWU: KHUC/IOThl, CIHAPTHI, COJM, pa3/InuYHbIe
LMK/INYeCKHe COeJUHEHUS], TsDKesble MeTalibl U ApyTHe.

[To mpexanokenHot B 1978 r. cucreme H. II. [ybuHWHA Bbifie/ieHbI TpHU
OCHOBHBIE KaTeropuu XMMHUYECKUX MyTareHoB.

1. EcTecTBeHHbIe HeOpraHWuYeCKue BellleCTBa — OKHWC/Ibl a30Ta, HUTPAaThI,
HUTPUTHI, CBUHELl, PaJIMOAKTHMBHbIE MaTepuaibl U [Ip.; eCTeCTBEHHbIE BellecTBa
OpraHUuYeCcKOro TTPOUCXOKEHHS.

2. [TepepaboTaHHble MPUPO/IHbIE COEITUHEHUS] — TIPOAYKTHI HePTH, CKUTAHUS
yIijid A ApeBeCHHBI; COeJUHEHNS TSKEJTBIX MdTepHraJIOB, IMUIEBbIE OTXOAbI XU AP.

3. Xumuueckue NpoAyKThl, He BCTpeyarolrecs: B Ipupo/ie (KCeHOOMOTHUKH).

[To3gHee B COOTBETCTBMM C TIPUHLIMIIAMM MeXaHW3Ma [eMCTBUSI BbIJEIeHO
JIeBSITh OCHOBHBIX K/IaCCOB XMMHUUeCKUX MmyTareHoB ([younux H. I1., 1986).

Copep)xaHue TIOTeHL[MaJbHO MyTareHHbIX BellleCTB B BO3[yXe, BOJe U TOYBe
BO3pacTaeT. XUMHUYECKHEe MyTareHbl MOTYT MOCTYNaTb B OPraHu3M C TUIEH,
BOJIOM, JieKapCTBaMH, BO3JyXOM. Psii coelVHeHWU BBOAUTCS Yepe3 KOKHbIe
TOKPOBHI.



B Hacrosiiijee Bpemsi Oonee 15 % srozeli 3eMHOro Ilapa IOJBepraercs
JIeMCTBHUIO TIOTEHLIMATbHO TOKCUUECKUX M MyTareHHbIX coefvHeHud (Jy6unuH H.
I1., [Tammu FO. B., 1977). YenoBek KOHTaKTUpPyeT C XUMUUECKUMH BellleCTBaMU B
ObITY, Ha TIPOU3BOACTBe (B MPOMBIILJIEHHOCTH U CeIbCKOM X03sicTBe). HayuHo-
TeXHUYEeCKUH TIporpecc Hem30e>KHO MPUBOAUT K UHTeHCU(DUKALIUU UCTTOTb30BaHUS
XUMUUECKHUX BeleCTB B HapOJHOM XO3fMCTBe M, TakKuM obOpa3oMm, K Oosee
IIIMPOKWUM KOHTaKTaM C HUMHU Jitoiei BO BpeMsi pabotsl. I1IMpoKo MpUMeHsIOTCS B
HacTosiljee BpeMsi XuMudeckue coefvHeHusi B Obity (Jdy6unun H. I1., TTammn FO.
B., 1977). B pe3ynbTaTe 3TOr0 BO3[yX B >KWIHILAX OKAa3bIBaeTCs WHOTA eIlle
Gosiee 3arpsi3HeH, ueM BOJIM3U TTPOMBIILIIEHHBIX TTPeATIPUSATHI.

CriocobHOCTh ~ XMMUUYECKUX  COeJUHEeHWN  BbI3bIBaTh  T'eHeTHUecKue
TOBPEX/JEHNs [Jl0Ka3aHa /[Jisi OpraHuM3MOB BCeX YPOBHeW OpraHu3alyu, OT
TIPOKapUOTOB /0 K/IeTOK MmyeKormuraroimx. Ocobyio OomacHOCTh Tpe/CTaBJIsSIOT
OTHOCHTE/IbHO HETOKCUUHbIe COeJUHEHHsl, CTOCOOHBbIe BBI3BIBATh BBICOKUN
yPOBeHb MyTal[uii Jake B HeOOJbLIMX KOHLeHTpauusix. «CymnepMyTareHbl» —
BelllecTBa, 00/1aziatoliie OrPOMHON MYTareHHOCThbIO 1 He BJIUSIIOIIME TIPU 3TOM B
CKOJIb-HUOYZb 3aMeTHOM Mepe Ha >XM3HECOCOOHOCTh KJIeTOK OpraHU3MOB
(Pamonopt U., 1966). CynepMmyTareHbl XapaKTepu3yrTCs B [IeCITKM U COTHHU pa3
Oosbllleli MyTareHHOW aKTUBHOCTBIO, UeM pajualiys, TpPUUeM OHHU BbI3bIBAIOT
LIMPOKWH CIEKTP TOYKOBBIX MYTal[M{ B KOHLIEHTPALUSIX, MEHBLINUX TeX, KOTOPbIe
WHAYLUPYIOT XPOMOCOMHBIe abeppaiiyu.

6.3. buosozuueckue (hakmopbl MymazeHe3a

['eHeTHUeCKOW AaKTHMBHOCTBIO Hapsily C APYIMMHU (DAaKTOpaMH OKpY’Karollen
cpenbl 00/Ma/lal0T HEKOTOphble (hakTOpbl OMOIOrMUYecKod TIpUpPOZbl. MexaHU3MbI
MyTareHHOro sS@dekra 5TUX (AKTOPOB B HaCTOSIIee BpeMSI H3YyUeHbI
HeJI0CTaTOYHO TTOAPOOHO.

ObpatuTe BHMMaHMe Ha OObIYHbIE BHUPYChl, KOTOpble MOTYT BbI3bIBaTh Y
yesiOBeKa Cepbe3Hble reHeTHUeCKUe Moc/Ie CTBUS.

OJHUMM U3 U3BECTHBIX OWOJIOTUYECKUX MYTareHOB SIB/SIIOTCSI BUPYCHI
Abeppalui XpOMOCOM B COMaTUUeCKMX K/eTKaX ueioBeKa BbI3bIBAIOT BUPYC
OCIIbl, KOPH, BETPSTHOW OCTIbI, SMTW€MUYeCKOro NMapoTUTa, FPUIINa, rernaTuTa u Ap.

Bupycel MOTYT yCHUIMBaTh TEMIT MyTaLdX KJIeTOK XO35MHa 3a CUeT M0/aBJ/IeH!s
penapalMoHHbIX cucTeM. HemaToreHHble BUPYChl, BCerja IPUCYTCTBYIOLIWE B
KJ/IeTKaX, CO3JarT MOTOK uykepogHou [JHK, KOTOpBIM MOCTOSSHHO BO3J€NCTBYET
Ha KJIeTKY XO3sIMHa.

[ToBbillIeHWe YaCTOThI XPOMOCOMHBIX MYTallid BbI3bIBaeT TakKe BO3/eHCTBHe
OJHOKJIETOUHBIX ~ OpPraHvM3mMoB MuKoOmiasMbel (Mycoplasma  pulmonis) wu
reMOJIMTUYeCKOr0 CTPeNTOKOKKaA.

HekoTopble BakIMHbI CMIOCOOHBI MEHSITh YaCTOTY CIIOHTAHHOT'O MyTareHesa y
npuBUTOro opraHusma. Ocoboe MecTo B 3TOM TpobsieMe 3aHMMAKOT >KHBbIE
BakLMHbI. [Ipy 3TOM BO3HMKaeT peajbHasi OMACHOCTb MHAYKLUMKA MyTalUid y
BakLMHUpYyeMbIX. lIlupokoe pacnpocTpaHeHue BakLMHALUM, OXBaThbIBaOILen
OoJibIII0e YMCIIO JIFO/Iel U HepeJKO MPOBO/IMMOM TTOBTOPHO, MOBBIIIAET OMacHOCTh
VHAYKLAA My TaLUM.



YacToTa XpOMOCOMHBIX aHOMQ/JWW  TIOBBIIAETCS  TakKKe  BC/e[CTBUE
MMMYHOJIOTUUECKOTO CTpecca, BbI3bIBAEMOr0 TMepecajkol U OTTOPXKeHUeM
KoykHoro JyiockyTa (Kepkuc FO. §1.).

Pa3ivuHble TOKCHMHBLI OMOJIOTHYECKOW TPUPO/bI MOTYT JaBaTh MYyTareHHBIMU
3bdekT. B 3TOM OTHOIIEHWU Ppa3/iduHble MPOCTelllIve, TeIbMUHTBI W TIp.,
rapasuTUPYIOLMe Y MU/UIMOHOB JIFOJled, MOTYT, BBOJS TOKCHUYECKHEe MPOAYKTHI
CBOEH >KU3HEJEeATe/JIbHOCTU B  UejlOBeKa, CYLIeCTBEHHO W3MEHSITb  ero
MeTabouecKyre TIpoLecChl M 3TUM MOAU(ULIMPOBATbL MyTareHes.

McTouHMKaMU MyTareHHbIX (DaKTOPOB Ha3bIBalOT Te 00/1aCTH [IesTeTbHOCTH
yesioBeKa WIM OTAe/ibHble MpUpogHble pecypchl (JleksBuuyc P. K., 1983). Onu
MoryT ObIThb oOmuMu (ry106anbHBIMUA) WM (DYHKIMOHUPYIOIIUMU TOMBKO B
onpe/ieJIeHHOW MECTHOCTH (JIOKQ/IbHbIMH).

Mo>XHO Ha3BaTb OCHOBHBIE UCTOYHUKU MYyTareHHbIX (haKTOPOB.

- Ha Hac/iejCTBEHHOCTh TIOMYJISILIUM PaCTeHUM, >)KUBOTHBIX U UeJIOBeKa MpsSIMbIM
ryTeM [eMCTByeT eCcTeCTBeHHasi U HWCKYCCTBEHHasl pajJidaliusi, eCTeCTBeHHbIe
XMMUUeCKHe MyTareHbl, Cpe/ICTBa XMMHU3aLUU CeJIbCKOTO X03MCTBa (MeCTULIUBI U
MUHepa/ibHble ya00peHus1), TIPOMBIIIUIEHHAas XWUMHS, [JeTepreHThbl, OTXO/bl
TPAHCIIOPTA U APYTUe BCEBO3MO)KHbIE 3arpsi3HUTE/N BO3/yXa U BOJbI.

- VmeroTcss MyTareHHble (DakTOpbI, XapaKTepHble TOJIbKO /151 YesjoBeKa. JTO
pafIvoJIoTHUYeCKre TpoLeNyphl, yabTpaduoseToBoe 00/ydeHUWe, TOUYTU BCe
MPOTUBOOMYXO0JIEBbIE COeJVWHEHUs, MHOTMe JIeKapCTBEeHHbIe mpenaparTbl, psf
TTUIIEBBIX A00ABOK, TIPOMBIIIIEHHAsI 3aTrPsi3HEHHOCTh Ha TTPOW3BO/CTBe, ObITOBas
XUMHUSI, KypeHHe U JIp.

KakipIii ICTOUHUK 3aK/TF0UaeT B ce0e eCATKA ¥ COTHU M3BECTHBIX MyTareHoB.

TakuM 00pa3oM, B OTHOIIIEHHWH KOJTMYEeCTBA MyTareHHbIX UCTOUHHUKOB U CAMMX
MyTareHHbIX ()aKTOpOB, KOTOpbIe [eWCTBYIOT Ha TeHeTUYeCKyr WH(OpMaLHIo,
ye/I0BeYeCTBO HAXOAUTCA B XyJAlIeM TMOJIOXKEHHWW, 4YeM BCe [JpYyrde >XUBbIe
opranu3mbl. O/IHAKO 3TO He TOBOPUT O MeHbllled OMaCHOCTH 3arpsi3HeHus AJIs
reHOMOH/IOB TUKOM MPHPO/bl. MI3BeCcTHBI (PaKThI, KOTJja B pe3yJ/ibTaTe HAaKOTJIEHUsI
BBICOKMX KOHLIEHTpaLlUii MYTareHOB B HEKOTOPbIX palioHax 3eM/ud Ka-
TacTpO(PUUeCKU CHU3UIACh UMCIEHHOCTb MHOTUX BU/IOB )KUBOTHBIX, & HEKOTOPHBIE
TIOMY/ISILIUA  COBCEM HCUe3/T, HeoOpaTMMO HapyIIW/CS TeHeTHYeCKUi OasaHc
HEKOTOPBIX 3KOCUCTEM CYIIU U BOJBI.

CreflyeT OTMETUTh, UTO MyTareHbl U3 OPYAusl SKCIIepUMeHTa TeHETUKOB CTaJv
yjieMeHTaMu  Ouocdepel. B cuny 3TOro  Teopuss MyTauuid M3 Kpyra
9KCTIePUMEHTATbHBIX,  CeJIeKI[MOHHO-TIPaKTUUeCKUX U OOII[e3BOJIIOIIMOHHBIX
TIPUJIO’KEHUM CTAHOBUTCSI BAXKHEHMIIIUM 3/IEMEHTOM CYLeCTBOBAaHUSI COBPEMEHHOTO
ye/IOBeKa ¥ npruobpeTaeTt O0/BIIIOE COI[MaTbHOE 3HAUeHHE.

ITpu 1oOAroTOBKE COOOIIEHWM MO pa3ziesly C/ieAyeT I10/Ib30BaThCs HayUHBIMH
CTaThsIMH, onyO/mMKoBaHHBIMU B Mutation Research (http://elibrary.ru/).

6.4. YpoeHu 3aujumbl Op2aHU3M08 0m MymazeHo8

BcrioMHUTE  OCHOBHBIE MaTpUUHble TIPOLIECCHI, WCIIOJIb3YyS Marepuasbl
gucturuiiH «OO1miast reHeTHKa», «buoxumusi». MaTepuanbl 10 3TOMY paszeny



V3Yy4yaroTCsl CTyZEeHTaMU CamMOCTOATE/bHO I0J PYKOBOJCTBOM IIperiofaBaTess B
XO0/le TI0/ITOTOBKe COODILeHUI 1 3cce.

Kak Bbl 3HaeTe, MyTareHbl Bcerja ObUIM Ha Hallled TijiaHeTe. VI opraHv3mbl B
TIpoLjecce BOJIIOLMU BbIpaboTa/i MeXaHW3Mbl 3allJUThl OT MyTareHoB.

Ora 3amuTa OCYLUeCTB/ISIETCS Ha BCeX YPOBHSIX  OpraHu3aluu U
obecrieunBaeTCs CIeYIOIINM.

1. JHK pByxueroueyHa.

B cuny [ByXUeNOuyeyHOCTH Jaxke TIoCje TIOTEHLUAJbHO JIeTalbHOro
noBpexkaennss JIHK k/metka crmoco6Ha BBDKHTR —Osarozapsi  mpoljeccam
ucnpasnenusi IHK. Tlpouecc wucnpaBnenus noBpexzaennt IHK Ha3biBaeTcs
reHeTUYeCKOU pernapaljyien.

eHeTHYecKass perapaijdsi OblBaeT HECKOJIBKUX THUIIOB. JKCIM3HOHHAs
perapaijysi 3ak/ouaeTcsi B BbIpe3aHUU (3KLU3Us) TOBPEX/EHHBbIX YYaCTKOB
MOJIEKYJIbl M CHHTe3e HOBOTO ydyacTKa IIPM  MCIOJb30BaHUM  BTODOM,
HernoBpesxjeHHo! Lenu [JTHK B KauecTBe MaTpUIIbI.

VcripaBnieHne MOBpeXJEHUM, KOTOpPble He BOCCTaHAB/IMBAKOTCS MOCJE 3TOrO
THUTIa perapaiyy, MoXKeT ObITh 00ecTieueHo MOCTPervIMKal[MOHHOW peraparifei.

Tpetut TUM penapauyu — BHeriaHOBbIU cuHTe3 [JHK. OH cocTaB/sieT OCHOBY
OZIHOTO U3 MeTO/|0B F'eHeTUYECKOW TOKCUKOJIOTHH.

2. 'eHeTHUeCKHM KOZ 00/1a/]aeT CBOMCTBOM BBIPOXKAEHHOCTH.

brnaromapsgs TOMy 4TO OJHa AaMHHOKUCJIOTA KOAUPYETCS HECKOJbKUMU
TPUIL/IETaMH, MYTaHTHBIM KOJOH MOXKeT KOJAUPOBATh Ty K€ aMUHOKUC/IOTY. besok,
a Cyiefj0BaTeIbHO, Y TIPU3HAK OCTaHYTCS HEM3MeHHbIMU.

3. Ecii aMMHOKMC/IOTBI CXOJHBI MO AKTUBHOCTH, TO MyTalds 3aMeTHO He
CKakeTcsi Ha ¢yHKuuMu Oeska. Hampumep, u3MeHeHWe TJ/yTaMWHa Ha BaJluH
00yC/IOBUT BBIpaKEHHYIO (hOPMY CEpIIOBUJHO-KIETOUHOW aHEeMUU. A TIpU 3aMeHe
rJlyTaMyHa Ha JIU3UH CUMIITOMBI 60/1e3HU OyAyT BhIpDA’KeHbI He3HAUUTEeTbHO.

4. Ecnu 3aMeHeHHasi aMUHOKHKC/IOTa OKaXkKeTcsl He B aKTUBHOM LieHTpe Oesika, a
B (YHKI[MOHA/IbHO He3HauMMOl uacTu Oeska, TO M3MeHeHUs B (deHOTUIe OYyAyT
WM BBIpaXKEHBI €/1a00 WU/ BOOOITe He BhIpa)keHbl.

5. OpraHu3M XxapakTepu3yeTcs [JUIVIOWJHOCTbIO. MyTaHTHBIM TeH B
reTepo3UroTHOM COCTOSIHUM He MPOSIBUTCS B (PEHOTUIIE.

6. IleHeTpaHTHOCTB (TO €CThb [JOJISi OPraHU3MOB, Y KOTOPBIX T'€H MPOSIB/ISIETCS B
(dheHOTUIIE) 3aBUCUT OT YCJIOBUI cpefibl. Haripumep, eHeTpaHTHOCTh IU30(pPeHUN
65 %. Takum obpaszom, y 35 % ocobeil TOMO3UTOTHBIX 110 MyTaHTHOMY TeHY
6osie3Hb He TIPOSIBUTCHL.

7. CyljecTBOBaHHe aHTUMyTareHe3a. [Ipvpozol €03jaHO MHOTO (PakTOpOB,
3alUILIAIIIUX TeHOM OT BO3HUKHOBEHMSI MyTallUi. JTO HEKOTOpble BUTAMUHBI,
COeJMHEHHs THOJIOBOTO psifia, XJ0pouia, (epMeHT MepoKCHja3a M MHOTHe

Apyrue.
KoHumponbHble sonpochbl

1. Tumel MyTareHoB ((pusnueckue, XUMUUecKre, brosoruueckue).
2. MyTareHsl ¥ TIpOMyTareHsl.



3. KaHuleporeHbl: XapakTePUCTUKHU, 3aKOHOMEPHOCTU U MEXaHU3MbI JIeUCTBUSI.
Knaccudukaijyst KaHLepOTreHOB.

4. MexaHU3Mbl XUMHUUYECKOT0 U PaIMAalJMOHHOr0 KaHLleporeHesa.

5. OHKOreHbI U reHbl OIyX0JIeBble CYIIPeCcCOopbl.

6. OHKOTreHHbIe BUPYChI, UX THUIIbI U Me@XaHWU3MbI IeUCTBUS Ha KIETKY.

7. YPOBHHU 3alJUThl OPraHU3MOB OT MyTareHoB.

8. IIpegoTBpallieHre reHeTUYeCKOU OMaCHOCTU U aHTUMYTareHes.

Tema 7. MeTo/ bl BbISIB/IEHUSI U OLIEHKH MyTareHoB

B pamkax Tembl OyAyT pacCMOTpeHbI CTpaTerdyd TeCTUPOBAaHUS MyTareHOB
cpeapl. ObpatuTe BHMMaHHE Ha MPOTUBOpeuUre ABYX acCTleKTOB TeCTUPOBAHUS:
VH(OPMaTUBHOCTU pe3y/bTaTOB U LieHbl MCC/e/OBaHUsA. bamaHC Mexay 3TUMHU
ToKa3aTesIMU ~ OTIpefleisieTCsl  3aZlauaMi, KOTOpble TIOCTaBWI Tiepesi cobOoi
YiCC/Iej0BaTe/Ib.

MoyKHO Ha3BaThb OCHOBHbIe TpeOOBaHUs, TNpPUMeEHSIEMble K COBPEMEHHBIM
TOKCUKOT€eHEeTUUeCKHUM MeTO/laM.

- BbicOKasg 4YyBCTBUTE/NBHOCTb (UTOOBI He TIPOIMYCTUTh TOTEHI[Ha/TbHbIN
MyTareH, He ZIaTh JIO)KHOOTPUL|aTe/TbHOTO OTBETA).

- CnetpuuHOCTb (YTOOBI PErMCTPUPOBATh TOJILKO WCTHUHHBIE MyTareHbl, He
[laBaTh JIOJKHOIIOJIOJKATE/IbHOTO OTBETA).

- ClocoGHOCTD BBISIB/ISITH BCE TUIIBI MyTal[UH.

- BO3MOXXHOCTB BBISB/ISITh Kak IPsIMble MyTareHbl, Tak 1 KOCBEHHbIE MyTareHbl
(poMyTareHsl), TIpUOOpeTaroIie MyTareHHYH aKTHBHOCTb B  TIpOLjecce
MeTabo/i13Ma B OpraHu3Me.

- B0O3MOXXHOCTh BBISIB/IATH KAaK YHHBEpPCa/bHble MYTareHbl, WHAYLIUPYIOLIHE
MYyTalli{ y BCeX OPraHW3MOB, TaK U MyTareHbl, aKkTUBHbIE B OTPaHUUEeHHOM Habope
OMOIOTUUECKHX CUCTEM.

- OKOHOMUUYHOCTb, KPATKOCPOYHOCTh, MPOCTOTA B BbITIOJTHEHUHN.

- Bocrnipou3BojMOCTb pe3y/ibTaTOB (BO3MOXXHOCTh TO/TyY€HHsI aHaJIOTMUYHBIX
pe3y/IbTaTOB Ha TOM ke TeCT-CUCTEMe).

- BO3MOXHOCTb 3KCTPAnoJiiLiuy JaHHBIX, [TOyUYeHHbIe TP UCCIeJ0BaHUAX in
vitro Ha ycsioBus in vivo (ImutpueBa C. A., Ilapdenos B. 1., 1991).

- BO3MOXHOCTB 5KCTPAToJISILiMy MOYUYeHHbIX JAaHHBIX Ha Ue/loBeKa.

- Peructpauusi kak HapyuieHud CTpyKTypel [HK, Tak ¥ reHeTHUecKux
rpoueccoB (reHeTWyeckasi perapanys, KpPOCCHMHIOBED, MpPOTeKaHWe MU TO3a,
HapyllleHue L[eHTPOMepPbl, MUTOTUUECKOTO arrapara U Jip.).

K Hacrosiiiiemy BpemeHu paspaboraHo 6osiee 200 meTofoB (mecm-cucmem)
OLIEHKM TeHOTOKCHKAHTOB, B KOTOPBIX MCITO/b3YIOTCS pa3/MUHble TeCT-00BEKTHl,
OT BUPYCOB IO BBICIIMX YKUBOTHBIX U KJIETOK Ue/I0OBeKa, U PETUCTPUPYIOTCSI CaMble
pa3uuHble reHeTUUecKue ToBpexkaeHns. OJHAKO CYIeCTBYOIlee MHOTooOpasue
MEeTO/J0B CBU/IETE/IbCTBYET O TOM, YTO HHA OJWH W3 HUX He SIBJ/ISeTCS YHUBEp-
canbHBIM, Y/IOB/IETBOPSIIOIIIMM  BCeX HUccienoBaresneid. [IpuuvHBI  3TOTO
CrefyroLue.

1. TecTbl Ha MyTareHHOCTb SIBJISIFOTCS BUAOCHELU(UUHBIMH, T. K. €CTb
MyTareHbl, TOBpPEXJAIOLIMe TeHOM TOJIbKO y OmNpefe/ieHHbIX BHZJOB. Takum
oOpa3oM, MyTareH, OIacHbIM, HAaTIpUMep, ZJis YesloBeKa, MOKeT ObITb He BhISIBJIEH



Ha WCII0JIb3yeMOM UCC/iefioBaTesieM TecT-00bekTe. [losToMy Heobxogumo
WCTIO/Tb30BaTh HECKOIBKO TeCT-00bEeKTOB.

2. MeTo bl SIBASIFOTCSA TeCT-CHelU(pUYHBIMH, T. €. BBISBJSIOT HEMHOTO BHU/OB
Hac/le/CTBEHHbIX HApyILIeHWH, yalle OJWH Tun MyTauud. Ilostomy, eciu Tecr,
PErMCTPUPYIOLIMK XPOMOCOMHbBIE MYTalLMW, [aj OTpPULATe/bHbIA OTBET, 3TO He
03HauaeT, YyTo (akTOp He BbI3bIBaeT T'eHHbIX MyTaluii. CiefoBaTeslbHO, UTOOBI He
TI0JIyUHTh JIO)KHOOTPULIATETbHBIX OTBETOB, HEOOXO/IMMO HCII0/Ib30BaTh HECKOIBKO
TeCTOB.

3. WccnenoBaHve OJHUM METOJOM W Ha OJHOM TeCT-O00beKTe MOXKeT AaThb
pasniuHble OTBETbl M3-3a TKaHecrneLM(PUUHOro [JelcTBusi ¢akropa. Tak, y
Zpo30¢ubl B TeCTe peLleCCUBHBIX JIeTalbHbIX MyTallUil OTBET 3aBUCUT OT TOTO, B
Kakie OpraHbl BBOJW/IOCH XHWMHYECKOe coefuHeHHe. TKaHecnelu(pUUHOCTb
OTMeuaeTCsl U TIPU UCT0JIb30BaHUM MUKposifiepHoro Tecta (Ceruesa JI. H., 2004).

4. KocBeHHbIe MyTareHbl (IIPOMyTareHbl) caMd He 00JIAZIAIOT MYyTareHHOM
AaKTMBHOCTBIO, HO WX MeTabOMUThl TeHOTOKCHYHbL. Takum o6pa3oM, gaxe
npoBepKka ¢akTopa HECKOJbKUMU METO/[aMU Ha HeCKOJbKUX TeCT-00beKTax elié
He TapaHTUpyeT, UTO ero TeHeTWyeckass 0e30MacHOCTh OKOHUATe/JbHO
yCTaHOBJIEHa.

[Io 53TMM [0OpuuyuHaM  [Jid  yYMEHbLIEeHUS  KOJIMUYeCTBa  BO3MOJKHBIX
JIOXKHOOTpHULIATeNIbHBIX W JIOXKHOTIOJIOXKUTENTbHBIX ~ OTBETOB  HE0OXOAUMO
WCTIO/Tb30BaTh IIMPOKWN HabOp MeTOJOB C TIpUMeHeHHWeM IIIMPOKOTo Kpyra
00BeKTOB (cucmembl mecmog). IOTO CUIBHO YC/IOXKHSET U yAOpOKaeT
yiCcC/iej0OBaHue.

I8 yMeHbllIeHUs1 BO3HUKILIMX 3aTpaT [pe/JioKeHbl pas/iMuHble BapUaHThI
CTYIeHUYaThIX (STalHbIX) CUCTEM TeCTUPOBaHUSI MYTareHOB M IPOMYTareHoB,
OCHOBY KOTOPBIX COCTaBJIsIeT CKpUHUH2 (TTpocerBaHKe)b0IbIIIOro Ync/a BelecTs.
OTOT Mo xo/ BrepBbie ObuT mipeokeH b. bpumkecom n Y. ®nammom (Bridges
B., 1976, Flamm W., 1974).

Ha puc. 5 mpexacraBieHa cxeMa IMO3TalHOrO TECTUPOBaHUsA (PAaKTOPOB Ha
MyTareHHocTb. (C  yBe/JMueHMEeM CTOUMOCTA TeCTUPOBAHUA  IIPOUCXOIUT
3HAuUUTEe/IbHOE CHWKEHUEe KOJIMYecTBa (PaKTOpPOB, T'€HOTOKCUUHOCTb KOTOPBIX
IpeJCTOUT OLIeHUTE.



YHICIO
BCIICCTE

IIPHUHATIIC
penIeHIA

IIPCSKPaAIICHIIC TCCTHPOBaHIIA

VBCIIIYCHIIC

Puc. 5. [IpuHiunuansHas cxema nostanHoro TectupoBanus (Bridges B. A., 1974)

(«+» — MOJIOXKUTEeTbHBINM OTBET TeCTUPOBAHUSI, «—» — OTPUL|aTe/TbHbIA OTBET
TeCTUPOBAHUS)

TpauLMOHHO NpoLielypa TeCTUPOBAHUS Je/IUTCS Ha TPU STara.

Iepebili 3man. TlepBUUHBIM CKPUHUHT. 3ajlada e€ro BBISIBUTh, MOKET /M B
TIpUHLIMIIE JaHHBIA (akTop B3aumozeiictBoBath ¢ JHK. TpeboBanusi K MeToziam
3TOr0 3Taria: BBICOKAas UyBCTBUTE/IBHOCTb, KPaTKOCPOUHOCTb U 3KOHOMUUYHOCT.
Ha pgaHHOM 3Tarie B KauecTBe TeCT-OOBEKTOB HCIOJIB3YHOTCS MUKDPOOPTaHU3MBI,
ocobeHHO uacTo 6akTepust Salmonella typhimurium.

Bmopoti sman. OnipefiensieTcsi, MOXKeT /M AaHHbIN (akTop noBpexaats JHK B
9YKapUOTHUECKUX KileTKaxX. B KauecTBe TeCT-00BbEKTOB WCIOB3YHOTCS KY/bTYPhI
KJ/IETOK MJIEKOMUTAIOLMX U yesioBeka (in vitro).

Tpemuii sman. BbisicHsieTcsi, MOXeT /M (AaKTOp BbI3bIBaTh T'eHeTHUeCKUe

HapyllleHuss B 1[eJIOCTHOM opraHusme. VICIO/b3ylOTCS TeCThbl, yUWThIBAIOIIMe
3¢ (deKT B cOMaTUUeCKUX 1 T0JIOBbIX KiieTKax in vivo (TapacoB B. A., 1994).

Ha puc. 6 mipeiacTaBfieH BapuaHT IBYXCTYINeHYaTOM CHUCTeMbl TeCTOB,
nipegoxkeHHol H. TI. BoukoBbIM € coaBTOpamu /il BbIsIB/IEHUSI Te€HETUUECKOM
aKTMBHOCTHU JIeKapCTBEHHBIX TpPerapaToB C yUeTOM XapakTepa UX IpUMeHeHUsl.

Knaccudukaiiys
XUMHNUECKUX
BeI[eCTB:




OOBEeKTHI U
METO/IbI
MICC/IeJOBAHUSI:

/
oo

Puc. 6. Cucrtema TectupoBaHusi JieKapcTBeHHbIX npernapatoB (boukos H. I1. u ap.,
1984)

KoHmposbHble eonpochbl

1. TIpyHLIUIBI TECTUPOBAHUS (PaKTOPOB Cpe/bl.
2. TpeboBaHus K HUjjeabHOM TeCT-CUCTEME.
3. TecT-cuCcTeMbl U CUCTEMBI TECTOB.
4. CKpuHUHI MyTareHOB. CTyrnieH4aTbli MeTO/, TeCTUPOBAHUSI MyTareHoB.
5. OueHkKa reHeTMYeCKOM AaKTMBHOCTM pas/IMYHbIX areHToB, TecT-cuctema b.

OiiMca C MCMOo/Ab30BaHMEM MYTaHTHbIX IITaMMOB Salmonella typhimuium (cnot-
TeCT).

Tema 8. IKo/iIornuecKaa reHeTKa 4e/10BeKa

OKonornueckasi reHeTHKa 4esioBeKa, sBJisAsACch uacthio OI°, dakThuecku masna
TOJTYOK PA3BUTHIO ITOTO HarpaB/ieHUs reHeTUKU. OCHOBBI Y9KOT€HETHKH YesioBeKa



Haya/li 3aK/1a/bIBaThCs B cepefrHe 50-X IT. MPOILIOrO CTOJIETHS, KOTJa BIIEPBbIe
ObUTH 0OHApY’KeHbl TeHEeTUYeCKH JIeTePMUHUPOBAHHbIE MaTOOTMUeCKHe peaki[uu
Ha JIeKapCcTBa, 00yC/I0B/IeHHbIe HeZIOCTAaTOUHOCTEIO (hepmMeHTOB. [I1s1 ommcaHus Ta-
KUX COCTOSTHUH ObUIT MpeJioyKeH TePMUH «(hapmMako2eHemuKa», KOTOPbIH T03/[Hee
OblT  paciiipeH JI0 TIOHATUS — «3KO2eHemuka». B HacTosillee  BpeMms
(hapMakoreHeTHKa SIB/IIeTCS YaCThI0 SKOJIOTMYECKOM TeHeTUKH YesloBeKa.

OKo/soruueckass reHeTHKa 4esioBeKa u3ydaeT BJMsiHUE (DAaKTOPOB Cpejibl
oOuTaHMs Ha HaC/le[CTBEHHOCTb W HacjeJyeMble WHAWBU/Yya/bHble DPa3/inuus
peakLy OpraHv3mMa Ha BHeIlIHHe BO3/IelCTBUS.

YeroBeKk sBJIsIeTCS OAHUM W3 Ouosoruueckux BUoB. Ero cyiecTBoBaHue,
5BOJIIOLMSL M B3aUMO/IeMCTBHE C OKpY’Karollled CpeJou TMOLUUHSETCS TeM JKe
3aKOHOMEPHOCTSIM, KOTOpPbIe XapaKTepHBI /i/is1 JIFo00ro BU/ja )KUBOTHBIX, PaCTeHUH,
rpubOB, HaCeJISIOLUX Hallly TI/IAHeTY.

Ha npoTsbkeHUM COTeH ThICSY JIeT OKpY’Karolllas uesioBeKa cpejia MOCTOSIHHO
MeHsiiach. K eé n3aMeHeHHsIM 4eloBeK MPUCIIOCabIMBacCs Kak OHM0IoruuecKuii BU/
C LIMPOKOM HOPMOM peakL1u.

H. II. boukoB BbiJensseT TpU T[PYIIbl HeXejlaTe/JbHbIX TI'eHeThYeCKUX
5(Q@exkToB, KOTOpble HaO/MOAAIOTCA TPU  BO3JEUCTBUM  HeO1aronpusiTHbIX
(akTOpOB OKpY’Karolllel Cpe/ibl Ha YesloBeKa.

1. V3MeHeHus HacC/Ie[CTBEHHBIX CTPYKTYp, IIPUYMHOM KOTOPBIX SBJISIETCS
MYTalMOHHbIA  TPOLeCC,  MHAYLMPOBaHHBIA  MyTareHHbIMU  (paKTOpaMu
OKpy»Karomield cpefibl (B IIMPOKOM CMBIC/E C/I0BAa) U BeAyIIMM K TMOBBILIEHUIO
TEMIIOB HaC/Ie[CTBeHHOM W3MEHUMBOCTHM YeJIOBeKa Ha WHJVMBUAYaJIbHOM U
MOMYJ/IILIMOHHOM YPOBHSIX.

2. B orBer Ha crenu@puueckre (akTOpbl Cpeibl Y UYelOBeKa BO3HUKAKOT

TIaTOJIOTUUeCKre TMPOsIB/IeHUsI SKCIIPeCcCUy TeHoB. Ha WHAWBHYya/JlbHOM YpOBHE
3TU 3 (eKThl 0TMeuaroTCsl B BU/Je MATOJOTMUeCKUX peakiuii (Oose3Heii), a Ha
TIOMYJ/ISILIIOHHOM YPOBHE — B BHU7le OO/bIllel WM MeHbIllel Nprucriocob/1eHHOCTH
(amanTaryy, akKIMMaTU3al[in).

37 3. U3meHeHusi reHo(OHJA TOMNyJSLUM B pe3yJbTaTe HapyLIEHUs
reHeTUYeCKOro paBHOBECUSI Me)KJYy OCHOBHBIMU IIOMYJISILIMOHHBIMM IIpOLiecCamu
(MyTal[IOHHBIM MPOIECCOM, 0TOOPOM, MUTPAITUSIMU, Apeii()oM reHOB).

8.1. MymayuoHHbIll npoyecc U Hac/1e0CcmeeHHOCMb Ye/108eKa

M cTOUHMKOM Hac/ie/ICTBeHHOW WU3MEHUMBOCTU KaK OCHOBBI 3BOJIIOLIUM C/Ty»KaT
MyTaluyud. MyTalMOHHBIM MNPOLIECC — OJHA W3 CYLeCTBEHHBIX XapaKTepUCTUK
yesioBeKa Kak OMOIOrMueckoro BUA. YHUBEPCATbHOCTh U BCEOOIIHOCTD SIBJIEHUS
VH/IyL[MPDOBAaHHOTO MYyTareHe3a B COBDEMEHHbIX YC/IOBUSX He BbI3bIBAOT
COMHEHMM, U, C/e/0BaTe/IbHO, BCe €ro 3aKOHOMEPHOCTH PpacCIpOCTPaHSIOTCS Ha
yesioBeKa.

B Hacrosiiijee BpeMsi OTMeUeHbl HEKOTOpPble 0COOEHHOCTH MYyTal[iOHHOTO
JlaB/IeHUs Ha YesioBeKa:



* 3arps3HEHHOCTb OKpYJKarollled Cpefbl, B TOM 4YHC/Je MyTareHHbIMU
dakTOpamMu, yBeMUMBAEeTCs B LIeJIOM; K TOMY >Ke ObICTPO M3MEHSIeTCS CIeKTP
(akTOopOB;

* KOMIUIEKCHOE BO3/|€MCTBHE MHOTOYMC/IEHHBIX XUMUYECKUX U paJiialldOHHBIX
3arpsi3HUTe/NIeN [aeT CyMMapHbIM 3(¢eKT, MpeBbIIaLUK AOMYyCTUMbIE YPOBHU
TOKCUYHOCTY;

* B cpejle 0bUTaHus yesioBeKa BCe yallle TOSB/SAIOTCS (aKTOPbl C JIUTeNbHOM
YCTOMUMBOCTBIO  (JUOKCHUHBI, PaJMOHYK/IW/bI), TIOCTOSIHHO  TIOTOJIHSOLMe
MyTaLuy;

* COBPEMEHHO€e >XW/MILEe C ero INMoJMMEepHOM U MJIaCTMAacCOBOM «HAUWHKON»
MOXKeT ObITb HCTOYHUKOM MYyTareHHbIX, TepaTOreHHbIX W KaHI|epOreHHbIX
B/IMSTHUI;

* (CTpecC W IIMpovauulee pacrpoCTpaHeHHe TICMXOaKTUBHBIX BellleCTB
(KypeHre, HADKOTUKH) YCUJIMBAKOT MYTaLlMOHHBIN MPOLIECC.

YcTaHOB/IEHO, UTO oOmpefe/neHHbIM, ONTUMAa/JbHbIA [/ 4Ye/l0OBeKa YPOBEHb
MYTaLMOHHOI'O MPOL[ecca MOXKET U3MEHSThCS MO/, BIUSIHUEM MHOTMX (PU3UUeCKUX,
XUMUUECKUX U Onosiornyeckux (hakTopoB (cM. pasfen «MyTareHb»).
Bronornueckue YW MeJWLIMHCKWE TOC/AeCTBUS WHYLIMPOBAHHOIO MyTareHesa

oueHb cepbe3Hsbl (Tabs. 3).

Tabnuija 3
ITocnedcmeusi uHOYYUPOBAHHO20 MyMmazeHe3d 8 K/1emKax 4e/108eKa
B knemkax 2oHad B knemkax smbpuoHa u | B comamuyeckux
n100a K/1emKax
1. Pacumipenve reHe-| 1. CHwkeHue Hopwmbl | 1. TloBbillieHWe YaCTOTHI
TAYECKOT0 TOJIMMOP- | peakLuu 3/I0KaueCTBEHHBIX
du3ma (rprcIiocob6/1eHHOCTH) HOBOOOpa30BaHUM
(MyTareHes-
KaHlleporeHe3s)
2. IloBbiieHve yacTtoThl | 2. IlOBbIllIeHMe YacCTOTHI | 2. Hapyienue
HaC/leJCTBEHHOW  TIaTO- | BDOXK/AEHHBbIX  [OPOKOB | UMMYHHUTETA
JIOTUU pa3BUTUS (BITP)
(MyTareHe3-TepaToreHes)
3. ¥YBenuueHue yactoThl | 3. ['mbesnp  sMbOpuoHa | 3. [TpexxaeBpeMeHHOe
CTIOHTaHHBIX TpepbIBaHUM | (T1/I0/A) CcTapeHue
b6epeMeHHOCTH
4. becrinogue 4. 3ajgepXka pocta U
pa3BUTHUSA

B 1esom OHO/MOrMUECKYI0 W MeJULMHCKYI0 3HAauMMOCTb [OC/IeZCTBUA
MYTaL|MOHHOI'O NIpoLjecca y uesioBeKa Ha COBpeMEeHHOM 3Tarle HaJi0 pacCMaTpyBaTh
TI0 TI0Ka3aTe/IsIM MyTareHe3a, KaHL|eporeHe3a U TepaToreHesa.

AHanu3 4acTOThl MyTallMii B K/leTKax uejoBeka Ha mpoTsbkeHrd 30 jieT mokasal,
yTo 0a30BbIM YpOBEHb XPOMOCOMHBIX abeppaiiuii 3a nocieguue 20 et KoHa XX

B. yBenuuuscs B 2 pa3a (tabs. 4, boukoB H. I1. u ap., 2003). OTOT nokasaresb




cpeau vl — pabOOTHUKOB Pa3/IMYHBIX XUMHWUYECKHUX TMPOU3BO/ICTB IIPEBBIIIAET
KOHTPOJ/IbHBIM ypoBeHb B 2—3 pa3a. OcoOeHHO BBICOKHE TI0KA3aTed UaCTOTEHI
MyTalyi B TUMQOLMTax reprudepruueckor KpOBA OTMEUAarOTCsl Cpeiu KypsIuX.

Tabmuiia 4
Fa3zoebiil ypoeeHb XpoMOCOMHDBIX abeppayutie Aumpoyumax Kposu ves06eKkd
o0kl Knemku ¢ abeppayusmu,
%
1971-1973 1,66 + 0,51
1994-1996 2,49 + 0,15

YactoTa XpPOMOCOMHBLIX abeppaijuii CyI[eCTBEHHO TIOBbIIIleHa Y JIMII,
TIPOKMBAIOIIMX B paiiloHaX paJual[MOHHOTO 3arpsi3HeHus], Y JTUKBU/IaTOPOB aBapUU
Ha YepHoObuIbcKOM ADC, y pabOTHUKOB MpeJIpUSATHI MO 0bOoraiieHuio ypaHa.
KneTku ¢ paAgvallMOHHO WHAYLMPOBAaHHBIMU XPOMOCOMHBIMHU abepparusmMu
COXpaHsTCd B opraHusme 10 40 jieT v foJblie.

O HebnaronpuaTHbIX 3¢¢deKTax XUMHUUYECKOTO 3arpsi3HeHHsi Cpefibl  Ha

sMOpHOHanbHOe pa3BUTHE CYAAT 110 TaK Ha3biBaeMbIM MaJjbiM aHOMAaJTHSIM
pa3BUTUSA (SMMKAHT, aHOMa/MK YIIIHOM PaKOBWHbBI, HU3KUM POCT BOJIOC Ha Ilee U
Tp.), KOTOpbIe He TIO/[BePraloTCs BHyTPUYTPOOHOMY eCcTeCTBEHHOMY OTOODY, T. K.
He HapywarT ¢yHKIuU opraHa. O6cieoBaHMe /ieTell B rOpPOZax C pa3uuusIMU B
9K0JIOTMUeCcKoi 00CTaHOBKe TI0KAa3asio, YTO YMC/I0 MajlbIX aHOMaui pa3BUTHs Ha 1
pebeHKa B XMMWUECKH He3arpsi3HeHHbIX 06jacTsx B 2 pa3a MeHbIlle, YeM B
ropojiax C 3arpsisHeHHOM atMocdepoii (Tabs. 5, boukos H. I1., 2003).

Tabnuija 5

BausiHue 3azpsizHeHUli ammocgepbl HA 603HUKHOBeHUe MA/bIX aHOMA/aull
paszeumusi

I'opoo CmeneHb CpedHee uucno
3a2psi3HeHUs Manblx
ammoccepbl aHomanuti

paszeumus Ha 1
pebeHka

MockBa Bricokas 3,42

HoBOMOCKOBCK  YMepeHHas 2,91

Apocnasib YMepeHHas 2,63

ITnaBck Hu3kasn 1,84

HoBo3b10K0B Huskas 1,84



['naBHbIM  pe3ynbTaT (GyHJaMeHTalbHbIX T'eHeTUYeCKUX UCC/IeZIOBaHUM  TI0
npobseMaM MyTareHe3a — pa3paboTKa MeTOJOB BBISIBJIeHUsT MYyTareHHOU
oracHocTH (CcM. pasfen «MeTofbl BbLISIBI€HUSI W OLIEHKA MYTareHoB»). Mx
IIMPOKOe TIpUMeHeHHe TI03BOJIUT JKOJIOTaM CJiefiaTh Cpefly OOMTaHHs uesoBekKa
Oosiee 6e30MaCHOM C reHeTUUeCKOM TOUKHU 3PeHMUs.

8.2. DKozeHemuuecKue 60/1e3HU

Ha mnpoTsbkeHHWH 5BOJIOLMM B UeJI0BEUYECKUX TMOMYJSIUsaX C(HOpMUPOBAICS
IIIMPOKUM HacelICTBeHHbIM COaslaHCUpPOBaHHBIM ronumopdusm. Kakoii-mibo reH
CUUTaeTCs MOAMMOP(HBIM, €C/IM OH TIPUCYTCTBYeT B TIOMYJISALIMA B BHJEe JBYX
anneneii u Oosiee, MpyUUYeM YacTOTa PeAKOrO asjiesisi cocTaB/sieT He MeHee 1 %.
PacripocTpaHeHHOCTb MOJUMOP(PU3MOB TE€HOB B COBDPEMEHHBIX TMOIMYJISLUSAX
yesioBeka rpomagHa. He menee 25 %, T. e. okosio 8 000 reHOB uesioBeka Ipef-
CTaBJ/ieHbI B BU/le MTOTMMOP(MHBIX CUCTEM.

Oxkono 99 % Bcex noMMOpGU3MOB SIB/SIOTCS MOYAL[UMU, U TOABKO 1 %
TIPOSIB/ISIETCS] TIO/, [IeMCTBUEM TOTO WM WHOTO (DakTOopa OKpy»Karolled Cpefpbl.
['eHeTHuecKUe TMOJUMOP(PU3MBbI, TaK >Xe KaK W MyTal[dd, MOTYT TMPUBOJUTH K
CUHTe3y aHOMaJIbHOTO 0eJiKa, CHY)KEHHUIO WM TIOBBIIIEHUIO €r0 KOMUeCTBa, UTo
He MO)KeT He OTPa3UTbhCs Ha ero (PYHKLUU.

bnarozsaps noauMopdur3MaM KaXbld 4es0BeK, HeCMOTPSI Ha BCe CXOJICTBO C
Npe/ICTaBUTE/IIMU  CBOEr0 BW/lQ, T'eHEeTUUeCKUM YHUKajJeH. MHOrouucaeHHble
Bapyalid B (epMeHTHbIX CHCTeMaX, TPaHCIIOPTHBIX Oe/ikaX, aHTUTeHaX |
pelieriTopax  KJeTKW  OOyC/IOBAMBAIOT  WH/WBUAyajlbHble  0COOEHHOCTH
MeTabonm3mMa XUMUUECKHUX BeIeCTB, HAC/Ae0CmeeHHble pasauuus peakyuil Ha
pa3HooOpa3sHble BHelIHHWe (haKTOPbl XUMUUECKOW, (pU3NUecKoil U OMOI0rnYecKoi
TIPUPO/BIL.

B Hacrosiiiee BpeMsi HaKOTJIEHO MHOXXECTBO 3KCIepPUMEHTa/IbHbIX JaHHbIX U
TIPUMEPOB BBICOKOW UYBCTBUTEJILHOCTM U TOJIEPAHTHOCTH K KCEHOOMOTHKaM
(4y>KepoiHbIM Bell[eCTBaM) y OT/e/IbHbIX UHAUBUAOB. [Ipy BO3/€MCTBHUH TaKOro
HOBOTO UY)KepogHOro ¢akropa Kak Obl «MoJyyaIiiyde» ajied HauyuHAIOT
(GyHKIIMOHUPOBAaTh B HOBBLIX YCJIOBUSIX CpPe/lbl U TIPU 3TOM MOTYT TIPOSIBJISATDH
naronoruueckue 3¢@ektol. [ToHATHE 0 «MOMYAIUX» (MM HEWUTpalbHBIX) FeHax
BecbMa ycyioBHO. Kakum OyzeT OTBeT Kakoro-nubo asiesisi, HOPMaJ/bHBIM
(brioorMueckuM) WM TIATOJIOTUUECKUM, 3aBUCUT WMMEHHO OT BO3ZeMCTBUS
crietipruueckoro akTopa Cpefbl.

OTOT heHOMEH Ha3bIBAeTCS IKO2eHemuueckum oelicmeuem gpakmopos (puc. 7), a

TaTOJIOTUUYeCKUe TIPOSIBJIEHUs] MYTaHTHBIX ajljiefied ToJ, B/UsiHUEM (aKTOpOB
OKpY>Karolllel Cpefibl — 3K02eHemuueCKUMU peakyusimu, uau 60ae3HsIMuU.



Helicteue hakTopos MeHeTUYecKUiA ) 7
OKpYXatoLei cpegpl g W heHOTUNKMYECKUA s OBkl
B Npouecce I'IOHMMOPEEJHEM nony- dpakTopkl
3BOAKOLN NAUWA U MHAVBUOOB cpefpl
PaeHoBecue WNameHeHue
reHeTU4ecKux 3KCMPECCUM FTEHOB —
npoueccoe IKOr@HOTHUYOCKME
B NONynaumax 6onesaHu

Puc. 7. IlonyndLiOHHO-TeHeTUYeCKass OCHOBAa BO3HUKHOBEHUS IKOTe€HEeTUUYeCKUX
OoJs1e3Hen

HacsienctBeHHbIe 00YyC/IOB/IEHHBIE Pa3/IMUUsi MOTYT TIPOSIBAISITHCS B PeaKIUsX
Ha 3arpsi3HeHus1 aTMocdephbl, Ha JieKapcTBa, Ha (Gu3nueckue (PakTOpbI, Ha THUIILY,
0cobeHHO Ha THIIeBbie 00aBKH, a TaK>Ke Ha TTpodecCHoHabHbIe BPAHOCTH.

B CBsI3U € 3TUM B 3KOTreHeTHKe Orpe/iesinjioCh HeCKOJbKO HampaBieHu. Kak
yKe ObI/I0 CKa3aHO, M3yueHHe TOKCHYeCKUX Hac/ieZiCTBeHHO 00yC/IoB/IeHHbBIX
peakiuii Ha (PaKTOpbI Cpe/ibl BbI/IeJIEHO B OT/le/IbHOe HaripaB/eHHe, Ha3BaHHOe
MOKCUKO2eHemuKoli, Uau 2eHemu4eckoll mokcukoozuel. ba3bl JaHHBIX TI0 TeHOMY
yejioBeKa M COBpeMeHHble MOII[Hble HWH(OpPMaI[MOHHbIE TeXHOJOTHUU T03BOJISIOT
TIPOTHO3MPOBAaTh TOKCHUECKHe TPOSIBJIeHUs] OT/Ie/IbHBIX (PAKTOPOB Cpe/ibl Y JIUI] C
orpe/ie/IeHHbIMUA T€HOTUTTAMM.

Y uyenoBeka O0OHapy)KeHbl WHAWBHAYya/JbHble peaklud Ha (QuUunyeckue
dakTtopbl. HecMoTpss Ha TO UTO XOpOIIO W3BeCTHAa WHJWBHU/ya/bHast
YyBCTBUTEILHOCTh K TEIUTy, XOJ0AY ¥ CO/THEUHOMY CBETY, POJib Hac/ie[CTBeHHbBIX
(akTOpOB B 3TOM UYBCTBUTEBHOCTH CTajia U3ydaThCs JIMIIb HeZaBHO.

YeTKue pacoBble pa3nuus oOHapy)XeHbl [jIsi PeakiMM Ha XOJ0[O0BBIA (haKTop.

Hanpumep, rpejcTaBUTe HerpouJHON pachkl Gosiee UyBCTBUTENbHBI K XOJIOAY,
yeM TIpe[iCTaBUTEN €BPOMEOUAHON pachbl. DTO OOBSCHSETCS pa3HbIM ypPOBHEM
TEeTJIONPOAYKLIMU U PaCIlIUPeHrs COCY/I0B.

TBepAO yCTaHOBJIEHbl WMHAWBH/Yya/lbHble U PAacoBble pas3Inuvsl peakLuyd Ha
y/ibTpadroneToBoe obmyueHue. Kpaiianit rpuMep reHeTUUeCKON
YyBCTBUTELHOCT — peJiKasi ayTOCOMHO-pellecCHBHasi 00Jie3Hb NuUeMeHMmMHast
KcepoOdepma: TIOJ, BO3[EMCTBHEM COJIHEYHOIO CBeTa BO3HUKAKOT OXKOTH, 3aTeM
s3BeHHbIe TIOpaXKeHHs1 KOXKU W, HaKOHel], 3/7I0KaueCTBeHHble HOBOOOpPAa30BaHWUsI.
MoJieKysipHO-TeHETUYEeCKMM MeXaHU3M S5TOrO $SIBJIEHHWsS XOPOLIO H3YyueH: TpH
MTUTMEHTHOU KCcepozepMe Topa’kaeTcst pernapupyoras cucTeMa,
BOCCTaHaB/MBawllag HopMmaibHOoe cTpoeHuve [HK 1iocse rmoBpexzaeHus
yJIbTPa(rOIETOBBIMU JIyUaMHU.



Xopol10 U3yueHsbl Caydyad MaTo/J0rMYecKuX peakiyii Ha 3arpsi3HeHHe aTMoc(dephbl
Y Ha TIPO/IYKThI TTUTaHus (Tabi1. 6).

Tabmuiia 6
ITpumepbli 5K02eHemuueckux 6os1e3Hell
AnomaneH IIpoBouup Pasa Bri3biBaem
blii  OesoK  yromMii JeTOKCU- o€
W (dakTop Kaluu MaTo/I0ruy
(dparmeHT eckoe
COCTOSIHHE
3arpsi3HeHHe aTMOC(epbl
Nurunburo  Ibib, I XpOoHUYeCK
p mpoTea3  KypeHue ast
00CTpyKTU
BHasi
bosie3Hb
JIETKUX
(oamduzema
)
Apunrugp  Tlomagukn 11 Pak sierkux
OKap- yecKue
OOHTHIPOK  YTIJIEBOZOPD
cuasa 0J1bl
N-aunetun- Kypenue, 11 Pak
TpaHcdepa MpPOMU3- MOY€EBOr0
3a BO/ICTBO Ty3bIpsi
Pe3VHBl,
JIaKOB,
KpPacoK
[TuimeBsble BeljecTBa
JlakTasa MouJioko II Jucnentuu
(mosou- ecKue
HBIU caxap) SIBJIEHUS
Ankoronb- Asikorosb I Tokcruueck
Jeruapore asi peakuUus
Hasza Ha
asIKOro0Jib
Monoamun Ilokonazy  II MurpeHb

0-OKCH/Ia3a



Y nui c myraHTHOM ¢opmoii Genka — HMHrMOUTOPOM IpOTea3, KOTOPbIi
(YHKLMOHAbHO He aKTUBEH, MbLIEBble UYaCTHLbl Ha MPOM3BOJACTBE U KypeHue
BBI3BIBAIOT XPOHUUECKYIO O0JIe3Hb JIETKUX.

Pak sierkux BO3HMKAaeT y TeX KypPWIbLIMKOB, KOTOpPbIE YHAC/Ie[0Ba/Id MyTaLAO
B TeHe apWITHAPOKapOOHTUAPOKCUasbl. M3-3a aHOMasauii CTPYKTYphl 3TOTO
¢depMeHTa 3MOKCHU/BI, 0bpasyroiecss 13 MOMULIMKINUYEeCKUX YIJIeBOJOPOJOB, He
pasararoTCsl M OCTAOTCS B JIETKMX KaK MOCTOSIHHbIE KaHL[ePOTr'eHbI.

B mpou3BO/CTBEHHBbIX YCIOBUSAX paboure KOHTAKTUPYIOT C OeH3MMpeHOoM,
apOMaTUUeCKUMU COeJMHEeHUsIMU, JIaKOKPAaCOYHBbIMHA MaTepuanaMu, MpOAyKTaMu
V3TOTOBJIEHUS] PE3UHOBBIX U3Je/UM, COJISIMA TSKeIbIX METal/IOB M APyrMMHU
MHOTOUYMC/IEHHBIMU (pakTopaMu. B rocsiefiHee BpeMsi 0OHapy»keHa B3alMOCBSI3b
3a060/1eBa€MOCTH C MPOU3BO/CTBEHHBIMHU (DaKTOpaMHU Y JIML] C MyTaLMsSIMU B TPYIITIe
reHOB ITyTaTUOH-S-TpaHcdepas u reHa NAT2(NAT2).

Hacnenyemble WHAVWBHUAyanbHble pa3lMuMs peakLUU OpraHyM3Ma Ha IHILY
y3yyvaeT HympuzeHomukd. OCHOBHbIE MMOCTY/IaTbl HYTPUT€HOMUKU CJIelyIOLIHe.

- Bo/IbIIMHCTBO HYTPUEHTOB MPSIMO MM KOCBEHHO BO3[EWCTBYIOT Ha TE€HOM,
V3MeHSIs1 S5KCIIPeCCUI0 TeHOB WX UX CTPYKTYDY.

- Ilpu omnpefeneHHBIX YC/IOBUSIX Yy HEKOTOPBIX WH/JWBUJOB IHWTaHHE MOJKET
OBbITb cepbe3HbIM ()aKTOPOM pUCKa pa3BUTHUSI MHOTHX 3a00/1eBaHUM.

- Hekoropsle perynupyemslie nuileBbIMU (pakKTOpaMy IeHbl, BO3MOXXHO, UTPAtOT
pO/ib B BOSHUKHOBEHHWH, TeUeHUH U TSDKeCTH XPOHUUeCKUX 3a00/1eBaHUM.

- CremneHb BAUWSIHUS MUTaHUS Ha OamaHC MeXAy 370poBbeM U 3abosieBaHHEM
MOJKeT 3aBHCeTb OT UHAWBU/YalbHOI'O TeHOTHIIA.

- Koppekuysi [gueTbl OCHOBBIBA€TCSI Ha 3HAHWUM TIMILEBOW TMOTPeOHOCTH,
COCTOSIHWS TUTAaHUS U TeHOTUIA UHMBH/IA (TTepCOHATM3UPOBaHHOE TTUTAHKE).

KnaccnyeckuMy TIppMepaMu  HYTPUTe€HETHUeCKHX 3abosieBaHUM  SIBJISFOTCS
(eHUIKeTOHYpHs, Ta/lakTO3eMusl, HeNepeHOCMMOCTh JIAaKTO3bl, TIJIFOTEHOBAas
SHTEpPONaTHsl, CeMelHasi TUNepX0JieCTepUHEMHUSI.

OpgHuM U3 HarasAHBIX MPUMEPOB HYTPUT€HETUUeCKUX COCTOSIHUW —SIBJISIETCS

HenepeHOCUMOCMb /aKMO3bl, TIPUBOJsIIAs K AUCKOMGOPTY B KHUILIEUYHUKE U
JTUCTIETICHYECKUM SIBJIEHHSIM TI0C/Ie  yIoTpeO/ieHnsl MoJIOKa. B KullleuHuke He
BbIpabaThIBaeTCs JIaKTa3a, B pe3y/ibTaTe uero JIakTo3a He pPacIleruisseTcss U CY>KUAT
XOpOIIUM CyOCTpaTOM /ISl pa3MHOKEeHUsI THUJIOCTHOM MHUKPO(JIOpBl. MyTaHTHBIE
ajie/id TeHa JiaKTasbl IITMPOKO paclpoCTpaHeHbl Y BOCTOUHBIX HapozoB (10 95—
100 %), cpeau amepuKaHCKUX HHJellleB U adpoamepukaH-1ieB (70-75 %). Y
eBpOIeNLIeB YaCTOTa TOMO3UTOT 110 3TUM MyTalusam HeBesrKa (5—10 %).

Kpome TOro, y uenoBeka W3BeCTHbI TakK Ha3blBaeMble MHOTO(aKTOPHBIE
(MynbTH(hAKTOPHAIbHBIE)  3a00/iIeBaHMs], IIPUUMHONM  KOTOPBIX  BBICTYIIAIOT
nosmMopdur3Mbl  TE€HOB, Y4yaCTBYIOL[MX B  paclllellJIeHWd, aKTUBAlWH,
JIeTOKCUKALIUM Y BBIBEJEHUU HYTPUEHTOB, MOMAaJalIIUX B OpPraHM3M C TUIEN.
Cuuraercsi, uro mnuieBble (haKTOpbl OTBETCTBEHHbI mpumepHO 3a 30 % Bcex
3/I0KaueCTBEHHBIX HOBOOOpa3oBaHWi. Be/rka Takke WX pOJb B Pa3BUTHH
caxapHoro auabeta 1-ro u 2-ro THra, MIIeMHUUYeCcKoi O0e3HU cep/iia, 0KUPEHUS,



TUIepTOHUYECKOW 00Jie3HU, HEKOTOPBIX TIOPOKOB Pa3BUTUS U JIPYrod He MeHee
4yacTOo BCTpeYaemMou MaToI0ruu.

Boimre ObutM  OTMcaHbl Hawbojiee W3ydeHHbIe TIPOI[ECChI, CBSI3aHHBIE C
VHJWBU/Iya/IbHbIM OTBETOM OpraHvM3Ma Ha HyTpUeHThbl. OJ[HAaKO eCTb U 0OpaTHOe
siBJleHWe — BJIMSIHUe HYTPHUEHTOB Ha reHOM. JKUpHBbIe KHUC/IOThbI, XOJIeCTEPUH,
IJIF0K03a, >KMPOPAacTBOPHMMbIE BHUTaMHHBI JEWCTBYIOT Ha TeHOM uepe3 (PaKTOpbI
TPAHCKDPUILIMY, YyBCTBUTE/bHbIE K HMM. JTO TaK Ha3blBaeMble PeryJysiTOpPHbIe
perienTopHble 6enku, cBsa3biBaroiie creponbl (SREBs) u yrneBogsl (ChREBP), a
TaK)Ke sifilepHble peLienTopbl. JlepuUT X0MMHa, MeTUOHMHA, (POJIaTOB, BATAMUHOB
B6 1 B12 oka3biBaeT Bnausinve Ha [JHK-meTunTpaHcdepasbl, KOTOpble YUaCTBYIOT
B IipoLjecce MeTuavpoBaHusl/memetunupoBanvs [IHK. Takoe BausiHWe MOKeT
V3MEHATh KCOPEeCCUI0 psifia TeHOB, MPUBO/SA K YBEJMUYEHUIO PUCKA BPOKIEHHBIX
nedeKTOB 3apalljeHus HePBHOW TPYOKH, Cep/euHO-COCYAMCTHIM 3a00/eBaHUSIM U
3/I0KaueCTBEHHbBIM OITyXOJISIM.

BnusHue ¢akTOpoB OKpy’Karollen cpeibl Ha TeHOM TIPOUCXOAUT W Ha
MUTreHeTUUeCKOM ypoBHe. Kak W3BeCTHO, IO/ STTMTeHeTUKOM TTOHUMAKOT CIocob
pPeryisiuu SKCIIPeCcCUd TeHOB 0e3 W3MeHeHUsI WX TIePBUYHOM CTPYKTYPBL.
OCHOBHBIMM MeXaHW3MaMH TaKOW PeryJsiuu sB/stoTcsa MetunupoBanve [JHK u
MoAU(pUKaLYS TMCTOHOB (aueTunrpoBaHue, MeTU/IMPOBaHue,
dbochopuirpoBanue). OOHapyxeHO, uTo Ooratoe QoMeBOM KUCIOTOM WM
OeTavHOM TMWTaHHWe MaTepu BO BpeMsi OepeMeHHOCTH TIPUBOJUT K YBeTUUEHHIO
MetunupoBanuss THK. K Takomy e »3d@ekTy MNpUBOAUT U Upe3MepHOe
yrnotpeb/ieHre TeHUCTeWHa (KOMITOHEHT cou). VI HaobopoT, Takue KOMIIOHEHTHI,
Kak 6ucdeHos A, MoJaBsiIOT MeTUIMPOBaHUe. JJaHHOe sIB/ieHHe MOXKeT HUKaK He
OTpa)kaTbCs Ha BHYTPUYTPOOHOM W/TH TTOCTHATaIbHOM Tieproziax >kKu3Hu. OfHaKo,
ecu MetwivpoBanve [THK mpoucxoAuT B 3HaUMMBIX WIA UMIIPUHTUPOBAHHBIX
reHax, 3TO MOTeHLMaJbHO MOXXET MPUBOAUTL K HapYIIEHUIO pa3BUTHS MUIOJa U K
Pa3BUTUIO COLMAIBLHO 3HAUMMbBIX MHOTO(MaKTOPHBLIX 00Jie3Hel y)Ke BO B3POCIOM
COCTOSIHUU (Cep/IeUHO-COCYIUCThIX 3ab0/ieBaHMM, caxapHOro Auabera 2-ro THIIA,
O>KUPEeHUs U Jp.).

Kak BugHO, moaumMop¢r3Mbl FeHOB, CBA3aHHBIX C MeTab0/M3MOM HYTPUEHTOB,
WrPAlOT CYLIEeCTBEHHYH POJIb B BO3HWKHOBEHWM, Pa3BUTHM, TEUEHUM M MCXO0JaxX
MHOTHX 3ab0/1eBaHUH.

dapmakozeHemuka v3yuaer reHeTUYEeCKU JleTePMUHUPOBAHHbIE
VH/MBUYya/ibHble, B TOM UHWCJ/Ie W T[aTOJOTUUeCKHe, peaklMd Ha JeKapCTBa.
[IprMepoB TakKMX O4eHb MHOTO. Tak, y Jitofiel C HU3KOW aKTUBHOCTBIO TJIFOK030-6-
docdar geruwaporeHasbl MPOUCXOAUT TeMOJIU3 TIPU JAEUCTBUU CY/b(aHUIaMU0B
(Ip. Ha3BaHWE — CTPENTOLW/], aHTHOAKTepHalbHBIN IIperapaTr), a HEKOTOphle
OOoJ/IbHbIE C TeHETHUEeCKUMHU JlepeKTaMH pearrpyroT TIOBBIIIIEHWEM BHYTPUTIA3HOTO
JlaB/IeHUsI Ha TIpyUeM TJIFOKOKOPTUKOU/IOB.

CnopmueHasi 2eHemuKa BHeZpsieT MOJIeKYy/ISIpHO-TeHeTHUUeCKrue MeTOZbl B CIOpT,

yToObl BBISIBUTH WHAUBHUAYaTbHble OCOOEHHOCTHM oOpraHusma. Hampumep, yxke
ceryac M3BEeCTHbI T'eHbl, OMpeJesisiolie BbIHOCIMBOCTh y uesnoBeka. [Ipu sTom
reHeTHYeCKoe TeCTHMpOBaHWe Ha J/I0O0M 3Tarie TMOATOTOBKA UM BOCCTAHOBJIEHUS



GbOpMBI  CITOPTCMEHOB TIOMOJKET TpeHepaM pa3paboTatb WHIWBUAYaIbHYIO
1porpaMMy TpPeHUPOBKU. C HCITO/Ib30BAaHUEM MOJIEKY/IIPHO-TEHETUUECKUX TeX-
HOJIOTUH COBpeMeHHbIe CIIOPTCMEHbl W TPeHephbl CBS3bIBAIOT JlalbHEeMNIINiA
IIPOrpecc CIOPTHBHBIX [IOCTVPKEHUN W YCIIeXW CIIOPTUBHOM HayKu. I[TomoOHbIe
VICC/Te[IOBAHMS TIO3BOJIAT MOAHSATH 3Ty cdepy KU3HeAesTeTbHOCTH 4YejlOBeKa Ha
6omee BBICOKUM YPOBEHb.

8.3. U3menenue zeHopoHOa nonyasayuti

OOparvTe BHMMaHMe Ha NPUUMHBI (OPMUPOBAaHUS T'eHETUUYECKOTO TIpy3a.
'eHOOHA — 3TO COBOKYIHOCTb T€HOB TMoONyasiuu. ['eHodoH] moONyasiuu
CK/JIaZIbIBAaeTCsI B XO/le B3aUMO/EWCTBUSI OCHOBHBIX 3BOJIFOLMOHHBIX (DaKTOPOB:
MYTalLlMOHHOTO TIpoliecca, OTOOpa, Murpauui, zApeticda reHoB. B cTabumbHBIX
yCIOBUSIX Cpelbl B TMOMNYJISALMM YCTaHABIMBAETCSl PAaBHOBeCHe MeXAy STUMU
OCHOBHBbIMU TiporieccaMu. [Ipy 3TOM reHeTMyeckass CTPYKTypa IOMYJSILUA W3
TOKOJIEHUS B TOKOJIEHUE OCTAeTCs HEU3MEHHOU.

M3meHeHue TeHO(MOHJA TOMY/SLUM BO3MOXKHO TIPU HApyIIeHUWH 3TOro
paBHOBecusi. VI3meHeHUs1 reHO(OH/Ia TOMYJIALUNA SB/SIOTCS [JOJITOBPEMEHHBIMU U
peann3yrTCs yepe3 JeCATKH U lake COTHU MOKOJIEHHUH.

3a TIpeAlIeCTBYIOL[YI0O MCTOPHIO YeJOBEUeCTBOM 3a CYeT eCTeCTBeHHOrO
MyTallAOHHOT'O TMpoljecca y»Ke HaKOIUIeH «TeHeTUYeCKUM Tpy3», BbIpa)KaeMbIi
OOMBIIMM  YKMC/IOM HAC/Ae[CTBEHHbIX M TeHeTUYeCKH [IeTePMHHUPOBAHHbBIX
3a00/1eBaHMM, MepeueHb KOTOphIX TripeBbicua 2 000 (Sutton H. E.,1975).

[To oOWMpHBIM [JaHHBIM MHPOBOW JMTepaTypbl U T1I0 MaTepuaaam
MEXAYHapOJHOU MeJULMHCKOM CTaTUCTUKU ([loknag komuTera skKcrieptoB BO3
1o reHeTuke yesnoBeka. sKeHeBa, 1965, 1971), peanbHbIM TeHeTUUECKHWW TIDPY3
COBPEMEHHOHW Ue/I0BeUeCKOU MOMyJIALUK COCTaBsieT 0Kono 7,0 % u BK/IOUaeT B
cebst:

1) 0,51 % Bcex HOBOPOXK/IEHHBIX, ITOPA)KEHHBIX 00/Ie3HAMU (CMHIPOMaMH), B
OCHOBE KOTOpBIX Jie)KaT TeHOMHble M XPOMOCOMHbIE MYTAallUM, BUAUMbBIE O/,
MHUKDPOCKOIIOM;

2) 0,5-1 % peTeli, poXKI€HHBIX C 3a00/1eBaHUSIMH ¥ aHOMA/TUSIMH, BbI3BaHHBIMHU
MyTal¥siMU TeHOB. /[lis HMX TBep/l0 YCTaHOBJEH He TOJbKO caM (DakKT
HacjleJyeMOCTH, HO W THUIl Hac/leloBaHUsl (JOMWHAHTHbBIA, pel|eCCHUBHbIN,
CLeTJIEHHBIX C TI0JIOM);

3) 6osee 2,5 % AeTel C BpOXKAEHHBIMU FeHOTUITMUECKH TIPe/IPacIioioKeHHbIMU
TIOpOKaMU pa3BUTHS (3asiubsi TyOa, BOTUbs TAaCTh, BLIBUX Oe/[pa, TIOPOKM cep/iija U
COCYZIOB M T. IL.), TIPUYEM YaCTb 3TUX YPOJCTB BBISIB/SIETCA He TMPU POXKAEHUH, a
TI03Ke;

4) 2 % HamuMX COBPEMEHHUKOB, CTPaZarollIiX CJIOXKHO-HACIeICTBeHHbIMU
TICUXUUeCKUMU  3abosieBaHusAMA  (IM30(peHusi, MaHHaKaabHO-AeNpeCcCUBHBIN
CUH/POM U T. [I.) U YMCTBEHHOW OTCTaJIOCThIO;

5) 1 % >XuByIIMX Ha 3emMJ/ie OTSTOLeHbl TeHeTUYeCKUMHU JlepeKTamMmu, KOTOpbIe
BBI3LIBAIOT XPOHWYECKHe U JlereHepaTHBHbIe 3a0osieBaHUS (CcaxapHbId AuaberT,



SMU/IETICUS,, HEKOTOphble (OPMBI TIATOJIOTUH II[ATOBUAHOM keyie3bl U obOMeHa
BeILIeCTB).

CoBpeMeHHBIM T1epHOo/] XapaKTepu3yeTcsi Oonblilell CKOPOCTbIO U 00BeMOM
W3MeHeHHl cpeiibl oOuTaHus. UenoBeK ITOCTOSIHHO CTAa/JIKMBAaeTCsi C HOBBIMU
dakTopaMy Cpe[bl, HCIILITHIBAET OOJBIITHE COLMAIbHBIE W 3KOJIOTHUYECKHE
Harpy3kKd.  YBeJIMUW/Iacb ~ MyTareHHass  Harpy3ka,  pacIIdpPWICA  Kpyr
MOTEHLMa/bHBIX OpauHbIX TapTHEPOB, YBeIWYM/IACh MUrpalys Hace/eHus,
TIJIAHUPOBaHWE CEMbH COKPATHJ/IO eCTeCTBEHHOEe BOCITPOM3BOZCTBO. Bce 3T0 MoskeT
MEHSTh TeHEeTHUECKYH0 CTPYKTYPY OTZAe/NbHBIX IOMYJ/ISIL[HA WIM Ue/IOBeuecTBa B
1[€JIOM.

OfHaKO TIOMy/SIMOHHBIE TeHeTUUeCKWe TIPoLecChl 00/1aZiafoT  OOMbILOM
vHepiyeid. Hac/ieZiIcTBeHHOCTE UesioBeKa Ha TOMYJ/ISILIUOHHOM YPOBHe TaK OBICTPO
MEHSTBCS He MoXKeT. [103ToMy He crieflyeT 0>KM/jaTh, UTO MyTaIJMOHHBIN ITPOLiecC U
JKOTeHeTHUeCKWe peakiid B TeueHWe OJHOT0 — [BYX TIIOKOJeHUN BBI3OBYT
OlacHble HW3MEHeHHUsI HaC/IeZICTBEHHOCTH 4Ye/ioBeKa WIA Ppe3Koe YBe/lIddeHHe
yacTOThI Hac/meAcTBeHHbIX O6oe3Hel (boukos H. I1., 2003).

B 3ak/roueHre MOYKHO OTMETHTbh, UTO KOJIOTMUecKas reHeTHKa YejioBeKa Kak
HayKa M Kak MpUK/IaZiHOe Harpas/ieHue (B MeJUI[UHE) Oy/1eT aKTUBHO Pa3BUBAThHCH.
OTO CBSA3aHO C HECKOJILKUMMU TTPUUHMHAMHU.

1. HakarumBaroTCs HOBbIe 3HaHHUSI 00 SKOTeHeTHMUeCKHX 3a00/ieBaHUSIX, TeHax
YX OTpeJieJIAIONINX, COBEPIIIeHCTBYETCS MeTOI0/IOTHS CC/IeJOBAHMM.

2. OtHocHTe/NbHAass 3HAUMMOCTb JKOT€HEeTUUeCKOW IIaTO/JIOTWMH  Oyzer
YBEeJIMUMBATHLCS TI0 Mepe YIydllleH!s] MeUIIMHCKON ITOMOIIY U YCTIeITHOW 60pbOBbI
C  pachpocTpaHeHHbIMU  OonesHsvu.  OObIUHBIE — MEAWIIMHCKHE  MEphI
NTPOGUIAKTHKY He CHU3SIT YaCTOTy SKOreHeTUUeCKUX Ooe3Hel.

3. Co BpeMeHeM MOYKHO OKH/JaTh YBeTMUeHHUs] SKOreHeTHUe CKOW TaTOJIOTHH B
abCO/MIOTHOM  BBIP@KEHWH, TIOCKO/IBbKY BCEJACTBHE  HAYYHO-TEXHHUYECKOTO
rporpecca OyAyT MOSB/ISATLCS BCe HOBBIE (DAaKTOPBI, TTOBBICUTCS CHEU(PUUYHOCTD
HOBBIX MPOU3BO/ICTBEHHBIX YC/IOBHH H T. [I.

HayuHble fJaHHbIE W TIOAXOJbI, KOTOpbIe HCIIOJb3yeT COBpPeMeHHast
9K0JIOTMYECKasi TeHeTHKA Ye/I0OBeKa CMOT'YT CTaTb OCHOBOH CO3/laHHS a/IalITUBHOM
cpeabl 7S KaKZOr0 uesioBeKa: ToA00p WHWBUAyalbHOW AWEThl W KIUMaTa,
VCK/IFOUeHKWe TpHeMa JIeKapCTB C IaTOJIOTMYeCKUMH PeakIUsIMH, 000CHOBaHHE
npopeccoHaILHOTO OTOOpa M T. A. Takoi moaxox TpUO/IDKaeT yeloBeKa K
TepCOHAIM3UPOBAaHHON MeAUIIMHE W 3HAUWTENbHO TOBLICUT KaueCTBO >XW3HU B

Oyayiem.

KoumpobHbie 8onpochbl

1. Dkonornyeckas reHeTuka yesaoseka. IIpeamer 31" vesioBeka.

2. HexenaTenbHble TeHETUYECKUe TIOCAeACTBUS  JeHWCTBUS  (PAKTOpPOB
OKpY’KaroLl[er Cpe/ibl Ha uesioBeKa.

3. MyTaloHHbIe TIPOLIeCChl Y UejioBeKa.

4. T'eHeTHUeCKasi T€TEPOreHHOCTD TOMYJISILWANA Yesl0BeKa M0 YyBCTBUTEIbHOCTH
K (paKTOpaM OKpY>Karolllei cpefbl.

5. OkoreHeTrnyeckue 60ie3HN UeIOBeKa.



6. HyrpureHomyika u ¢papmakoreHetuka. [IprmMepsl maTonorunyeCKUX OTBETHBIX
peakLyi opraHv3ma Ha MUILY U JIeKapCTBa.

7. TenodoHp momynsiuid. Y cIoBUsi CTAaOUIBHOCTA U (PaKTOPbI HM3MEHEeHUs
reHO(OH/ia TTOMY/ISLIUM.
8. 'eHeTHuecky rpys nomnyssanuy. Ero npuymHel U ocieiCcTBuys.
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