Jlekumsi 7. Buabl H3MEeHYMBOCTH M BH/bI MyTalUii y yesioBeka. ®akTOpPbI MyTareHes3a

[Inan:
1. Ponb TeHOTHIA U BHEITHEW CPEbl B MPOSIBJICHUH MTPH3HAKOB.
2. OcHOBHBIC BUBl U3BMEHYMBOCTH.
3. ®EHOKOIUU ¥ T€HOKOIIHH.
4. [IpU4MHBI U CYIIHOCTh MYTallMOHHOM U3MEHUNBOCTH.
5. DHJ0 - 1 9K30MyTareHbl. MyTtareHes, ero BHUJIbl
6. Buapl MmyTaruii (reHHBIE, XpOMOCOMHBIE, TCHOMHEIE)
7 AHTUMYyTareHe3

1 Poab renoTuna u BHewHeii cpeasl B popmupoBanum ¢penoruna - [IPOYUTATH!!!!!

B renernueckoil nHpopmManuu 3ajg0xkeHa BO3MOXKHOCTb Pa3BUTHUS ONPEIEICHHBIX CBOMCTB U
IIPU3HAKOB, PEAIU3YIOIIAsACS JIMIIb B ONPENEICHHBIX YCIOBHAX cpenpl. OmHa M Ta ke
HacJIe/ICTBEHHAss MH(POPMALIUs B PA3HBIX YCIOBUSIX MOKET IIPOSBUTHCS [10-Pa3HOMY.

'eHoTun fmaeT JuUIIb BO3MOXHOCTb pa3BUTHA Hpu3Haka. Ho ans Toro 4rtoObl mpu3HAK
pa3BWiICA, TO €CTh BO3MOXHOCTh MpPEBpaTHIAch B JICHCTBUTENBHOCTb, HEOOXOIMMBI BITOJHE
OTIpeNIeJIeHHBIC YCIIOBHSI BHEIIHEH cpenbl. Jst Toro 4To0bl (U3MYecKoe M MCUXUYECKOE Pa3BUTHE
YeJoBeKa IUIO HOPMalbHO, HEOOXOAMM HE TOJIBKO TEHOTHI, OOYCIIOBIMBAIOUIMNA HOPMAIbHOE
TEYEHHUE BCEX IMPOLECCOB OOMEHa BEIIECTB B OPraHU3ME, HO U OIpPEJCIICHHBI KOMIUIEKC YCIOBHH
BHEIIHEN cpenabl. Hampumep, mpu OTCYTCTBUM 1OJa B palMOHE y YEIOBEKAa MOMKET PAa3BUTHCS
KPETUHHU3M.

BHemiHsAs cpeja MOXKET OKa3bIBaTh BIMSHUE HA (DePMEHTATUBHBIE MTPOLECCHI, TPOTEKAIOIINE B
OpraHusMe, U B M3BECTHOM CTEIIEHU U3MEHSET UX TE€YCHHUE, MO3TOMY OAWH U TOT K€ I'€HOTHUIl B
pa3HBIX YCIOBHAX CPE/Ibl MOXKET JIaTh pasziMuHOe (EHOTUIHMUYECKOe MposiBieHUe. Tak, IBET KOXHU Y
YeJIOBEKa B 3HAYUTEIBHOM Mepe ompezensercss reHoTunoM. Ho mBer k0w JIrojeld ¢ OJUHAKOBBIM
TE€HOTUIIOM OY€Hb CUJIbHO 3aBUCUT OT BPEMEHU NMPEObIBaHUS Ha COJHIIE.

Taxum 00pa3zom, GEHOTHUIT €CTh Pe3yJIbTaT B3aUMOCHCTBUS MEX]ly T€HOTHIIOM U cpenoi. Mx
B3aMMOJIEICTBHE MOKHO COPMYJIMPOBATH B BUJIE HECKOJIBKHUX MOJIOKEHUM:

1) opraHu3MoB BHE cpejbl He cymiecTByeT. [IoCKOIbKY OpraHu3Mbl SIBISIIOTCS OTKPBITBIMHU
CUCTEMaMH, HAaXOJAIIMMUCSA B €IMHCTBE C YCIOBHUSAMH CPEIbI, TO U pealn3alus HACIECACTBEHHON
UH(OPMALIUU TPOUCXOANT MO/ BIUSHUEM CPEbI;

2) OOMH W TOT K€ TEeHOTHN CHOCOOEH JaTh pasziIuyHble (EHOTHIIBI, YTO OIpENeNsIeTcs
YCIIOBHUSIMH, B KOTOPBIX OH pEaIM3yeTcs B IPOLIECCE OHTOT€HE3a 0CO0H;

3) B opraHu3Me MOT'YT pa3BUBAThCS JIMILIB T€ MPU3HAKU, KOTOPbIE 00YCIOBIEHBI T€HOTUIIOM.

2 OcHOBHBIE BHUAbI U3MCHYHUBOCTHU
3anucamo onpeodenenue uzmenuusocmu, 6UObL USMEHYUBOCHIU, UX ONPEOeICHUS,
XapaKkmepucmuxku Moou@uUKaAyuOHHOU USMEHYUBOCHIU, MEXAHUIMbL KOMOUHAMUBHOU
U3MEHYUBOCHU, ee 3HAYCHUe.

[Tox M3MEHYMBOCTHIO TTOHMMAIOT CBOWMCTBO JKMBBIX OPraHM3MOB NPHOOpETaTh B IMPOIIECCE
OHTOTEHEe3a HOBBIC TPU3HAKHU U CBOMCTBA (Mopdonorndeckue, (GU3noIOTHIecKiue, ONOXUMUIECKHE) U
0COOCHHOCTH WHAMBHIYAIBHOTO pAa3BUTHS TOJ BIUsSHHEM (GakTopoB cpeabl. OcoOeHHOCTH
WH/IMBUIYAILHOTO PAa3BUTHS TPUBOMAT K OTIUYMSAM IOTOMKOB OT WX poauTeneid. [ eHermueckas



uHpopMallsg OmpeeNseT MOTEHLUUHU pa3BUTUS CBOMCTB M TNPU3HAKOB OpraHu3Ma, KOTOpbIE
pean3yroTCs B OMPENEICHHBIX YCIOBUAX cpeibl. OgHA W Ta e HACIeJCTBeHHas MH(oOpManus B
Pa3HBIX YCIOBHSIX MPOSBISETCS MO-pa3HoMy. [IpuMepoM MOTyT CIIy’)KHTh MOHO3HTOTHBIE OJIM3HEIIHI,
BOCIIUTHIBAEMbIE B pa3HbIX ceMbsix. ClieqoBaTebHO, HACIEAYETCs HE TOTOBBIM NpPHU3HAK, a
ONPEAEIICHHBIN TUIl PEAKIIMN HA BO3JACHCTBUS BHEIIHEN CPEbI.

C SBOJNIONMOHHON TOYKHM 3pEHMs] Pa3IUYalOT JBa BHJA OHOJOTMYECKOW H3MEHYMBOCTU:
IPYNNOBYIO (paziuuusi MEXAY MOMYJSIUSMU) U HHIMBUIAYATIbHYIO (pa3Inyusi MEXAY OCOO0sSMU
onHoil momynauuu). [lpumepom rpynmnoBoil M3MEHUYMBOCTH MOXKET CIYXHUTh OKpacka KOXH Y
eBporeiilieB U a(puKaHIIeB, XapaKTep OBOJIOCEHUS U CTPYKTYpbI paspe3
NunuBuayanbHass U3MEHUYUBOCTh ropas3/io MIHMpe rpynnoBoil. OHa BKIIOYAET BCE PA3IUUMS MEXKY

BOJIOC, rJias.
KOHKPETHBIMU HMHJMBHUIAMU 10 XapakTepy, TEMIIEPAMEHTY, LBETYy IJla3, HAIMYUEM OIPEIEICHHON
TPYNIIBI  KPOBH, POCTY, TEJOCIOXKEHWI0. Hamnmyme oOmMX TpynmoBBIX NPU3HAKOB MO3BOJISET
00BEIMHUTD BCEX JIFOJICH Ha 3eMiie B enuHbli BuJ HOMO sapiens. Tem He MeHee MbI JIETKO BbIACISIEM
B TOJIIIE 3HAKOMOTI'0 yesioBeka. UpesBbruaiiHoe pasHooOpas3ue Jitoeil 00yCIOBICHO UX TeHETHYECKUM
OTJINYUEM.

Hexkoropass 4acTb HM3MEHYMBOCTH OpraHU3Ma IIPOSIBIAETCA TOJBKO B BHUAC BapHUaLUU

IIPU3HAKOB; [Apyrasa 4YacTb 3aTparuBacT reHETUUYECKUI alrrmapar. B »To# cBa3m pPas3In4aroT

HIMEHYHBOCTB

Modughuranyuornnoii Kombunamuenas Mymauuounas

HIMEHY HEOCINBEY HAZBIBAIOT
H3MEHEHHe (eHOTHIIA IO,
DeHCTEHEM (DAKTOPOE

- PE3VIBTAT KEPOCCHHTOBEPa
H 00MeHa IreHOB. KOTOpEIE
HMEIHCE ¥ poJHTeaei

HIMEHUYIEOCTHEB —
HIMEHCHHE 'EHETHICCRKOTO
MATCPHAIA 00 BIIHAHHCM

BHEMTHEH CpeJbl, KOTOpoe (haKkTOpOE EHeIHeH CpefbL.

IPOHCKOIHT D23 H3IMeHEHHA

reHOTHIIA.
XapaxkTepHCcTHER:

1. obpamumwlii xaparmep

2. adexsammuuiii xaparmep

3. npucnocobumensHulil,

4 naccosocmb

3. modugurayuu He

HacnedVimca

(EeHOTUTNYECKYI0, UIN HEHACIIEICTBEHHYIO, U TeHOTUITNYECKYIO — HACJIEICTBEHHYIO0 U3MEHYMBOCTbD.

IIpn ¢QeHonunuyeckoi H3MEHUYMBOCTU HACIEACTBEHHbI MaTepuall B HM3MEHEHHUS He
BoBJIeKaeTcs. OHM KacaroTcsl TOJIBKO INMPU3HAKOB WHAMBHUAA U IPOUCXOAAT IOJ BO3AEHCTBHEM
(akTOpOB BHEUIHEW WM BHYTpeHHeH cpenbl. [lono0HbIe H3MEHEHUs HE TIepeIatoTCs M0 HACIEACTBY.
Ecin mo BBIpa)KEHHOCTH IpPHU3HAKa M3MEHEHHS B OpPraHU3ME HE BBIXOJAT 3a IpPENEIbl HOPMBI
peakuuu, TMOAOOHbIE HM3MEHEHHs] Ha3bIBAIOTCS MOAU(PHKANMOHHBIMHM, OHM HMEIOT aJalTHBHOE
(mpucnocobutensHoe) 3HadeHue. Hambosnee yeTko MoaM(UKAIMOHHAsS W3MEHYUBOCTH BBISBIISETCS
IIPU U3YYEHUH PeaKuii OpraHu3Ma Ha U3MeHeHHe (PaKTOPOB BHEIIHEH CPEeIbl.

Crenenb (EHOTUNUYECKOTO MPOSBIEHUS I'eHA HAa3bIBAETCS SKCIPECCUBHOCTHIO. OHA 3aBUCUT
0T (aKTOpPOB BHEIIHEH CpeJibl U BIUSHUS APYTUX I€HOB.

YacroTa nposiBIEHMs T€HA HA3bIBAETCSl NIEHETPAHTHOCTHI0. OHA BBIpAKAaeTCsl B IPOLIEHTHOM
OTHOILIECHUM YHCIIa 0CO0eH, MMEIOLINX JaHHBIN MPU3HAK, K YUCITy 0COOEH, IMEIOINX JaHHBIN TEH.



Pa3znuyHas creneHb MEHETPAHTHOCTH U AKCIPECCUBHOCTH I'€HOB MMeEET OOJIbLIOE 3HAYCHHE
Ui MEAULMHCKON TEHETUKH. OtsarouieHHas HACJIEICTBEHHOCTb, HACJIEICTBEHHAs
IPEPACTIONOKEHHOCTh K 3a00JI€BaHUIO HE 0053aTENbHO JIOJKHBI IPOSIBUTHCSL.
Kom0uHaTuBHAsi M3MeHYHMBOCTH OOYCIIOBIICHa NepeKOMOMHAIMEl TeHOB poauTesei, 0e3
M3MEHEHUS CTPYKTYphl I'€HETHUUYECKOTo MaTrepuasia. MexaHu3Mbl €€ cielyIolue:
® pEeKOMOMHALNS F€HOB IIPU KPOCCUHIOBEPE;
® HE3aBUCHUMOE PACXOXKICHHE XPOMOCOM U XPOMAaTHUJ IPU MeH03e;
e ciyyailiHOE COUeTaHUE raMeT MPH OILIOIOTBOPEHUH.

3 ®denokonyuy U reHOKONNH

3anucamp onpeoeneHusn «henoxonuuy, «<mopgos», «(2eHOKOnUU», RPUGECMU NPUMEPBL INMUX
AG/1eHU.

OmHuM W3 TPOSIBICHUH  MOAM(UKAIMOHHOW  M3MEHYMBOCTH  sBIsieTcS  (DeHOMEH
¢denoxonmpoBanus. TepMuH «(heHOKOMMPOBaHKEY OBUT MPEATIOKEH s 0003HAYCHUS HPU3HAKOB,
OoJie3HEeH WIIM MOPOKOB Pa3BHUTHUS, PA3BHBAIOIIMXCS IO/ BO3ACHCTBHEM ONPEACICHHBIX YCIOBHH
cpenbl, HO (DEHOTHIIMYECKU IOXOXKMX HA TaKUE )K€ COCTOSHUS, OOYCIOBIICHHBIE TI'€HETUYECKHUMHU
dakropamu (MyTaIUsIMu).

@Denokonuu — 3TO SBIEHUE, KOTJA TPU3HAK IOl BIMSHHUEM (AKTOPOB BHEUIHEW CpPeIbl
U3MEHSETCS ¥ KOMUPYET MPU3HAKU JIPYTOTr0 TeHOTHINA (HeHACIEACTBEHHAs N3MEHYHBOCTh KOIHPYET
HACJIEJICTBEHHYIO).

[Ipumep — mnpu 3apakeHUH OEPEMEHHOM >KEHIIMHBI TOKCOIUIa3MO30M y peOEHKa MOXKET
HaOJII01aThCs MOpaXKeHHE TOJIOBHOTI'O MO3ra Kak 1npH Oose3Hu [layHa.

Tak okpacka KOXKHBIX TOKPOBOB a(ppUKAHIIEB XapaKTEPU3yeTCs] BEIPAXKEHHON MUTMEHTaIMEH,
Jlake €CM 4YeJIOBEK He IOJBepraercst BO3JEHCTBHIO coiHeuHbIX Jydel. Koxka eBpormeiiles, Kak
IpaBUJIO, MUTMEHTHPOBAHA JIMIIb B cJ1a00# CTeneH, HO CTAHOBUTCS CMYTJION 1O JIefiCTBHEM CBeETa.
Takum o0pa3oM, 3aropeinblie, HO HAaCJIEJCTBEHHO CBETIOKOXKUE WHAMBUIBI MPEICTABIISAIOT COOON Kak
OBl «KOTIMM» TeHETUYECKH TEMHOKOKHX JTFOCH.

Hampumep, crenora, o0ycioBiIeHHas MOMYTHEHHEM XpycTalidKa ria3a (KarapakTa), MOKET
OBITh BbI3BaHA MEXAaHHMYECKUMH TIOBPESKIACHUSIMH, WM JIEHCTBUEM MOHU3HUPYIOUIETO M3ITYUEHUS, NIIN
B pe3yJbTaTe BHYTPHUYTPOOHOTO MOpPaXEHHUs BUPYCOM KpacHyxu. Ho pa3BuTHE KaTapakThl MOXET
BbI3BaTh cCreNU(pUUECKUl TeH 0e3 KaKoro-inOo JOMOJHHUTEIHHOTO BHEIIHEr0 BO3JEHCTBHS Ha
OpTaHu3M.

CnabGoymue MOXXeT OBITh O0YCIIOBJIEHO CreU(UIECKUM T€HOTUIIOM (HarpuMep, TeHHOW Win
TeHOMHOM MyTanuel), HO MOXET pPa3BUTbCA NpPU OTCYTCTBUH #oJa B palMoHe pedeHKa WM
Pa3BUTHCS B Pe3yNbTaTe MOBPESKAAIONMIETO BO3JACHCTBHSI IIATOMETAIOBHPYC-HOW MH(M)EKIIMU Ha MO3T
IUTO/Ia BO BPeMsi BHYTPHYTPOOHOTO Pa3BUTHSL.

Mopgo3 — nposiBneHre (PEHOTHITUIECKONH H3MEHUYMBOCTH, HEHACIEICTBEHHBIC W3MEHEHHS
(eHOTHITa, BOSHUKAIOIINE TI0]] IEHCTBUEM IKCTPEMAITBHBIX (PaKTOPOB CPEMIbI, HE HOCSAT aJalTHBHBINA
xapakrep, HeoopaTumMel. Hanpumep, mpamsbl, 0KOTH.

l'enoxonuu — 3TO OAMHAKOBOE (PEHOTHUIMMYECKOE MPOSIBIICHHE MYTAIMil pa3HBIX T'€HOB.
[Ipumep — pasnauunble (QOpPMBI TeMOGWINH, KIWHUYECKHA TPOSIBISIONIMECS TMOHIKEHHUEM
CBEPTHIBAEMOCTH KPOBH.



4 TIpMYUHBI U CYIIHOCTh MYTAIIMOHHOW M3MEHYHUBOCTH

3anucamup onpeOefleHue Mymaum?, UX OCHOBHbBIE CBOIICMEA (0CH08Hble ROJI0HCEeHUA
Mymauuouuoﬁ meopuu), 3HAUYCHUE MymauuoHHo20 npouecca.

Mymayuss ( nar. mutatio — wu3MeEHEHHe, IepeMeHa) — YCTOHYMBOE H3MEHEHUE
FeHEeTUYECKOT0 MaTepuaia Moj BiIusSHHEM (aKTOpPOB BHEIIHEH WM BHYTPEHHEH cpelnbl u, Kak
CJIE/ICTBHE, HACIIEAYEMbIN NPU3HAK.

OcHoBHbIE TOT0KeHUA MyTanoHHOK Teopuu (1901-1903 rr, I'yro ne ®pus):

1.MyTanuu BO3HUKAIOT BHE3AITHO, CKAYKOOOPa3HO, 0€3 BCAKUX MEPEXOIOB.

2. MyTtauuy HacleICTBEHHBI, T.€. CTOMKO NEPEJAIOTCS U3 IOKOJIEHUS B IIOKOJIEHHE.

3. MyTanuu nposiBIISIFOTCS KaueCTBEHHBIMU U3MEHEHUSIMHU.

4. MyTtauuu He HalpaBleHbl — MyTHPOBAaTh MOKET JIF0OOH JIOKYC, BBI3bIBAsi U3MEHEHUS KaK
HE3HAYUTENbHBIX, TAK U )KU3HEHHO BKHBIX IPU3HAKOB B JIFOOOM HAIIPaBJICHHH.

5. OgHu U Te )K€ MyTallud MOT'YT BO3HHKATh ITOBTOPHO.

6. MyTtanuu uHAUBUAYAIbHBI, T.€. BOSHUKAIOT Y OT/IEIbHBIX OCOOEH.

MyTaluuoHHBIA TPOLECC SBISIETCS BAKHEHIIMM (PAKTOPOM HSBOJIOLNUH. MyTallMOHHBIH
MIPOIIECC U3MEHSET I€HBI U MOPSAOK UX PACIOJIOKEHHS B XpPOMOCOMAaX M YBEIMYUBAET T€HETUUYECKOE
pazHooOpazue momyisiiuii. OH co3gaeT W30BITOYHBIC KOMHH TCHOB M OTKPHIBACT BO3MOXKHOCTH
YCIIOKHEHUS OPraHu3MOB. MyTallMOHHBIM MPOIECC, CO37aBas HOBBIC AJUICIM TE€HOB, HU3MEHSET
YaCTOTHI AJUIEIEH B MOMYJIALMIX.

OnDHOBpPEMEHHO, MYTAlMOHHBIM MpoOLEecC SBIAETCS TJAaBHBIM HCTOYHHKOM HW3MEHEHU,
MPUBOJIAIINM K Pa3IMYHBIM MATOJIOTUSM. 3aJaudl HAyKH Ha ONKaillliue Bpems ONpeAeNsioTcs Kak
YMEHBUIEHUSI TEHETUYECKOT0 IPpy3a MMyTeM MPEAOTBPAILECHUS W1 CHUKEHUSI BEPOATHOCTU MyTallui U
yctpanenuss Bo3HUKIMX B JIHK u3MeHenmii ¢ momombio TeHHOW WH)XeHepuu. B renermueckoi
uH(pOpMallMK 3aJ0XKeHa CIMOCOOHOCTh PAa3BUTHS ONPEICICHHBIX CBOWCTB M MPHU3HAKOB. JTa
CIIOCOOHOCTh PpeaTu3yeTcsl JIMIIb B ONPEICICHHBIX YCIOBUAX Cpenbl. Ta ke HacleJICTBEeHHas
nH(oOpMaIs B IPYyrux YCIOBUSX MOKET MPOSIBUTHCSA HECKOJIBKO MHAYE.

5 OHupo - n 3k30MyTarennl. MyTareHes, ero BUbl

3anucamp onpedenenusn (mymazenes, mymazen), Kiaccu@uKkayuio mymazenos (IHoo-,
IK30-, huzuueckue, xumuueckue, Ou0I0ZUUECKUE, NPUBECMU RPUMEPDL)

[Ipouiecc obOpazoBaHusi MyTalMii Ha3bIBaeTCs MyTareHe30M, a (DaKTOpHI, BBI3BIBAIOLINE
MyTallui — MyTareHamu. MyTareHsl NEpBOHAYAIBHO JEHCTBYIOT HAa TEHETHYECKHH Marepuain
0co0MU, BCIIEICTBUE YETO MOXKET U3MEHUTHCS (PEHOTHII.

Mytarensl Moryt OBbITh JHAOMYyTareHamu ( OIpeleJeHHble OCOOEHHOCTH Camoro
OpraHu3Ma 4eJoBeKa, KOTOPbIE IPOBOLMPYIOT U3MEHEHHUS HACIEICTBEHHOIO MaTepuana — BO3pacT
4eJI0BeKa, 0COOCHHOCTH CTPYKTYPBI CAMOT'0 T€Ha) M SK30MyTareHaMu ((pakTopbl BHEIIHEH Cpeibl).

OK30MyTareHsl OAPa3Aesa0TCs Ha!

1. ®usnueckue — WU3IY4YEHMs], BIIAXKHOCTb, Temneparypa. OCHOBHbBIE MEXaHU3MBI HX
JeMCTBUS: HapyIIeHWe CTPYKTYpbl T'€HOB M XpPOMOCOM; 00pa3oBaHHE CBOOOIHBIX pPaJUKaJIOB,
KOTOpbIE BCTyHalT B xumudeckoe B3aumojerctBue ¢ JIHK; pa3pbiBbl HUTEW axpOMaTHHOBOTO
BEpETEHA JIeJIeHHs]; 00pa30BaHUE IUMEPOB.



2. XuMu4ecKkue — TMPHUPOAHbIE OpPraHWYeCKHE M HEOpraHUYecKHe BellecTBa (HUTPHUTHI,
HUTPATHI, ATKOJIOH]IbI, TOPMOHBI, ()EPMEHTHI); TPOYKTHI MPOMBIIUICHHOH MepepadOTKH MPUPOTHBIX
coenuHEHUHN (yras, HEPTH), CHHTETHYECKHE BellecTBa (MECTULUIbI, WHCEKTUIUIBI, ITHIIEBbIC
KOHCEPBAHTHI, JICKAPCTBEHHBIC BEIIECTBA). MexaHuU3M UX JCUCTBUS — J€3aMHUHUPOBAHMUE,
ATKWIMPOBAaHWE, 3aMEHAa Aa30TUCTHIX OCHOBAaHMH WX  aHAJIOraMW, WHTHOWIHS  CHHTE3a
MPEIIECTBEHHUKOB HYKJIEHMHOBBIX KHCIIOT.

3. buonoruueckue — BUPYCHI (KPaCHYXU, KOPH, TPUIITIA), HEBUPYCHbIE Mapa3UTaPHbIC ar€HTHI
(MuKOMIIa3Mbl, OAKTEpUU, PUKKETCUH, MIPOCTEHIIINE, TeIbMUHTBI). MeXaHu3M UX JAEUCTBUS: BHPYCHI
BcTpanBaroT cBoro JJHK B JIHK x03situHa, npoyKThl )KM3HEAESITEILHOCTH Mapa3uTOB JEHCTBYIOT KaK
XUMUYECKUE MyTareHsbl.

6. Buabl myTanmi
3anucamv knaccugpuxayuu mymayuii (ux 5!!!): naubonvuwee enumanue yoeaumso
Knaccuuxauuu Ne 5 (no usmeHeHusAM 2eHemuuecKo20 Mamepuana), 3anucams onpeoeieHusl,
npumeput, hopmynol.

MyTanuu MOXHO OOBEJUHATH B IPYMIbI — Kiaccupuuuposats. [loaxoas! K Kiaccupukanuu
MyTanuii pa3HooopasHbl. [103HAKOMUMCS ¢ HEKOTOPBIMH M3 HUX. [I[pUHIMITHAIBEHONW pa3HHUIIBI MEKIY
MYTaIMsIMHA, OTHECEHHBIMH K TOH WMJIM MHOW TpyIIie, HeT, TaK KaK MX KIACCU(PHUIMPYIOT UCXOMS U3
cooOpakeHui y1o0cTBa.

1. Ilo npuumHaM: cnoumanHvle (CaMOIPOU3BOJIbHBIE) MOJ JEUCTBUEM ECTECTBEHHBIX
MyTareHHbIX ()aKTOPOB BHEIIHEH cpeapl 0e3 BMEIIaTeslbCTBA 4YEJIOBEKA U UHOYYUPOBAHHbIE B
pe3ysbTaTe HallPaBJICHHOTO BO3JICHCTBUS ONpeieIEHHBIX MyTareHHbIX (PaKTOpPOB.

My TaLMKM
|
v v

COOHTaHHBIE MHAYUHMPOBaHHbIE
= MYTauwWv, BOSHHMKLWHE - MYTaUHWH, HCKYCCTEEHHO
BCTECTBEHHbIM NyTeM nNof | | BbisBaHHbIe AeHCTEHEM
ABACTEHEM $daKTopoB | | MyTareHHblix haKTopoB
cpeabl DOMTaHnA

2. Ilo MyTHpOBaBIIMM KIIETKaM: ceHepamueHvle (B TIONOBBIX KJIETKAaX M IEPEaroTCs II0
HACJIE/ICTBY IIPH IOJIOBOM Pa3MHOXKEHUH) U comamuyieckue (IepeAatoTcs Mo HACIEACTBY TOJIBKO MpU
BEreTaTMBHOM Pa3MHOXEHHH).

My Taumm
I
feHepaTHBEHbIE CoMaTH4YeCKHE

— BO3ZHMKLUME B MNONOBHIX KENEeTKax. OHKW He
ENMHAKT Ha MNPpHUEHaKKW JaHHOrO opraHvzmMa,
d NpoABnNAKTCA  TOAbKO B Chedyruwem
NoOKONEH KK

= BOZHWMHKAKUWKMEe B COMATHHYECKKWK KNETHaX.
3TH  MYyTauMKM  MNPOABNSKTCA Yy A3HHOMO
opraHvsmMa M He nepejaiTca NOTOMCTEY
npd NOMOBOM PAasMHOMEHMM. COXpPaHMTb
COM3THMYBCKWE MY TALMKM  MOXHO TONbKOD
nyTem Oecnonoro pasmMHOMeHWMAa (Npexae
ECEro EEEI'ETEITHEEHDFEI)




3. Ilo ucxomy mist opraHu3Ma: épeoHble — JieTalnbHbIe (HE COBMECTHUMBIE C YKH3HBIO),
MOJTyJIETAIbHBIE (CHIDKAIOT JKU3HECIIOCOOHOCTh OpraHu3Ma) W CTEPWIbHBIE (HE BIHMSIOT Ha
JKU3HEICSITEIIbHOCTh OpraHu3Ma, HO PE3KO CHIDKAIOT €ro IUI0J0OBUTOCTH); HeumpanvHule (HE
BJIMSIONIUE HA TPOLIECCHI )KU3HEACATEIBHOCTH); noe3Hble (TIOBBIMAIOT )KU3HECTIOCOOHOCTD).

- : v : . .

My Taumm

v v v

NonesHble BpeaHble HerTpansHele
- MOBblWaoWHe - MNOHMH30WHe - HEe BNMAKLWHWE Ha
)K'MSHEEI'IEIEEIEHDETI: HCMSHEEI'IEIEDﬁHEIETb HEHBHEEI'IDED&HDI:TI:
ocoben ocobed ocobe

4 Tlo nposIBIEHUIO B FE€TEPO3UTOTE: peLECCUBHBIE (OOJIBIIMHCTBO MYTAllUi) U JOMUHAHTHBIE

MYTalHH. - - - -- -

My Taukm
|
v v
AorHHAHTHEIS PeaugccHEHEIE

- MPOABNAKIWLHECA & FeTEpaIHraT - HE MEOAENAHILL, HECH ¥
FBTEOCEHMIOT, NO3Tawy ANHTENBEHOR
EOSMA COXPAHARIW, HECH =
NoOMYNALHH H aBpasyhol HE pESEHE
HACNEACTEEHHOM N3MEHY HEOCTH

5. I1o u3MeHeHNSIM TeHeTHYECKOT0 MaTepPHaJia: 2eHOMHbLE, XPOMOCOMHDLE, 2EHHbLE.
I'eHoMHBIe MyTaMu 00YCIIOBJICHBI H3MEHEHHUSIMH YHCIIa XPOMOCOM.

e [lonunnoudus — KpaTHOE YBEIMYEHUE OCHOBHOrO (TaljIOMJHOIO0) 4YHCIA XPOMOCOM,
UCMONB3YeTCsl B CENEKLUH pacTeHUH W TNPHUBOAMT K TMOBBIIEHUIO ypoXKalHOCTH. Y
MJIEKOIIMTAIOLINX U YeJIOBEKa 3TO JIeTalbHbIE MyTaIlUH.

e [anioudus — yMEHbBIIECHHE JUTUIONIHOTO Habopa XpOMOCOM B 2 pasa, HallpuMep y TPyTHEH
muén. JKu3HecrnocoOHOCTh TAIuIOMJIOB CHIDKAeTcs. J[ms MIIEKOMMTAIOMMX M YeloBeKa 3TO
JeTanbHas MyTalysl.

e Aneynioudus (cemeponnioudus) — HEKPATHOE TAIJIOWJTHOMY YMEHBIIICHUE WU YBEIUYCHHUE
qHCcIa XPOMOCOM (TIOTeps iU 100aBJI€HUE OHOM UM HECKOJIBKUX XPOMOCOM).
Pa3HOBUIHOCTHU aHEYIIJIOUINHN:

Tpucomus - cunapombl layna (tpucomust T21), DnBapaca (tpucomust T18), [Maray (T13).
BeposiITHOCTD pOXKIEHUS TakuxX JETe MOoBbILAETCS mocie 35 yer. XpoMOCOMHBIE HapyLIEHHS
BO3HUKAIOT Kak MuHuUMyM B 10% cnepmarosonnoB u 25% osouurtoB. Ilpumepno 50%
CaMOIIPOU3BOJIBHBIX BBIKMIbINIEH B 1 TpumecTpe OEpPEeMEHHOCTH NPOUCXOAMT IO MPUYHUHE
XPOMOCOMHBIX HapylIeHHH, mpu 3ToM B 95% HaOmonarotrcs TpucomMuu 1o xpomocome 13 u 18;
TPUCOMHUS IO XpOMOCOME 16 MPUBOAMT K JIETATBHOMY HCXOAY.

dopmyia Tpucomun — 2n+1

[Mpumep dbopmynbl kapuotuna: 47, XX, 21+ - kKapuOTUN >KEHITUHBI C CHHApOMOM [layHa;

47, XY, 13+ - xapuoTun MyX4uHbI ¢ cuaapomoM [latay
Monocomuss — B Habope OJHa W3 Mapbl TOMOJOTHYHBIX XPOMOCOM, HampuMep, CUHIPOMBI
[ITepmesckoro — TepHepa



dopmyna MoHOCOMHUH — 2N-1

[pumep popmynst kapuoTuna: 45, X0 - kKapruOTHUIT KEHIIUHBI ¢ cuHApoMoM [llepemnieBckoro-
TepHepa

Hynecomus — oTcyTcTBUE apbl XpOMOCOMBI (JIETaJIbHASI MYTaIKs).

XpoMocomHbIe MyTanuu (adbeppaunn) oOycIOBIEHbl U3MEHEHUAMU XpoMocoM. OHH MOTYT

ObITh BHYTPUXPOMOCOMHBIMH ¥  MEXXPOMOCOMHBIMH. K BHYTPUXPOMOCOMHBIM OTHOCATCS
NEePEeCTPORKH BHYTPU OJHON XPOMOCOMBI.

BHympuxpomMocoMHbIe Mymayuu MexxpomocomHas
H [ | | | Mymayus
opmanbHas
XpOMOCOMa YTpara Oeneuuns Oynnukauyua Wueepcus Tpaxcnokayuvs
A A A A A A
B B B B B B
B B B B £ B
r r Bl r = r
A A X £ Al r A
E E 3 B B E
x X 7 B )K x
3 ¢ K r 5 3
7] — u
K K
n E K <
K X 1
2
3 >
4 :
K =,

3AITHCATb CXEMY!!!!!

Yemvipe 8adiCHbIX XPOMOCOMHBIX Mymayuu. Bykevl oznauaiom 6 smom ciyuae suoumoie 6
C8emOoBoL MUKPOCKON (hpacmeHmovl XpoMOCOM, KOmopbvle Mo2ym Ovimsb nepecmpoerul. [10000HbIe
MeXaHUu3Mbl MONCHO HAOII00AmMb U 8 2eHAX, U 6 ceHemuueckux ppaemenmax. Ocobo 6axcHviM OJisl

960IOYUU CUUMAEMCS 2eHHASL OYNIUKayus (yosoenue), Komopas oaxce uepe3 c6emosol MUKPOCKON
PABIUMUMA KAK UBMEHEHUS. NOCTIe008AMENTbHOCMU 2EHO8 8 XPOMOCOMAX.

Heneyusi (nexeamxu) - del - BbImajeHHe YacTH XpOMOCOMBI. JIenmerust y4acTka KOpPOTKOTO
mieya S-ii XpoMOCOMBI IPUBOJUT K Pa3BUTHIO CHHAPOMA KOIIAYbETO KPUKA.
[pumep dopmynsl kapuotuma: 46, XX, del5p” - GosnbpHas AeBouka ¢ JejelUed ydacTka

KOPOTKOTI0 Tuie4a 5-0i XpOMOCOMBI

Jynnukayus — add (dup) - yaBoeHue ydacTka XpOMOCOMBI. Pe3yabTaToMm AYIUTUKAIUH BO
BTOPOU XPOMOCOME MYXH JPO30(HIIBI MOKET CIY>KUTD MOSBICHNE TTOJOCKOBHUIHBIX TJ1a3.

pumep dbopmyisr kapuotuma: 46, XX, dup 5 (q13931) - GombHas 1eBOYKA C IyIIHKAIHMEH
ydacTka JIMHHOTO mieda 13-31 5-0it XxpoMoCcoMbl

Hnesepcus - INV - OTPBIB y4acTKa XPOMOCOMBI, IIOBOPOT €ro Ha 180° u MpHKpeIuieHue K MECTY
otpsiBa. [Ipy 3TOM HapyiaeTcst MOPSIIOK PACTIONOKEHHS T'€HOB.
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[Mpumep dopmynsr kapuoruma: 46, XY, inv7(pl3g21l) — 6onbpHOI Malb4WK C WHBEPCHEH

ydacTka 7-0M XpOMOCOMBI
MexXpOMOCOMHBIE IEPECTPOUKHU IIPOUCXOIAT MEKY HETOMOJOTHYHBIMU XPOMOCOMAMM.
Tpancnokayus - trans — 3T0 0OMEH CETMEHTaMU MEKAY HETOMOJIOTUYHBIMA XPOMOCOMaMH.
PaznuuaroT Tpancnokauuu:

. PEIUIPOKHBIE — JBE XPOMOCOMBI OOMEHUBAIOTCSI CETMEHTAMU;
. HEPELUITPOKHBIE — CETMEHTBI OJTHOW XPOMOCOMBI ITEPEHOCITCS B APYTYIO;
. pOOEpPTCOHOBCKME — JIB€ AaKPOIEHTPUYECKUE XPOMOCOMBI COECIUHSIOTCS

CBOMMHU IIEHTPOMEPHBIMHU pallOHaMH, 001IIee YUCI0 XPOMOCOM YMEHBIIAETCS Ha OJIHY.

HexBaTku M AyNJIMKalUM Bcerga NPOSABIAITCH (PEHOTHIHYECKH, TaK KaK M3MEHSAETCS
Ha0Op r'eHOB M HaOIIOJAI0TCS YaCTUYHBbIE MOHOCOMMHU IIPU HEXBAaTKaX M YaCTUYHbIE TPUCOMMH IpU
nynukanuyu. He Bcerna mnposiBAsSilOTC MHBEPCHMM M TPaHCJIoKamMu. B aTux cimyuasx
3aTpyHSAETCS KOHBIOTALMs FTOMOJIOTMYHBIX XPOMOCOM M HApYILIAETCs paclpeielieHue FeHETUUECKOTo
Marepuaga  MEeXIy  JOYepHHUMH  KJIeTKaMH.  BBIABISAIOTCS ~ XpOMOCOMHBIE  abeppamnuu
UTOTEHETUYECKUMHU METOIaMHU.

I'enHble MyTanMM Ha3bIBAIOTCSA TOYKOBbIC, MM TPAHCTCHALIMH - CBSI3aHbI C U3MEHEHUSIMU
CTPYKTYPBI T€HOB U BBI3BIBAIOT pa3BUTHE 00JIe3HEH 0OMeHa BeriecTs (Mx yacToTa 2-4%).

W3MeHeHns CTPYKTYPHBIX TE€HOB.

1. CaBUr paMKu CUMTBIBAaHMS IPOUCXOAMT B CIIy4dae BBIMAJEHUS WM BCTABKU OJHOM WIH
HECKOJIBKHX Iap HYKJIEOTHA0B B Mosekyny JTHK.

2. TpaH3uuusi — MyTauus, OpU KOTOPOH MPOMCXOAUT 3aME€Ha IMypUHOBOTO OCHOBAHMS Ha
IIyPUHOBOE MJIM MUPUMHUINHOBOrO Ha mupuMuInHoBoe (A« I' nmu [« T). Takas 3amMmeHa npuBoanuT
K U3MEHEHHUIO KOJIOHOB.

11 ITYPUHOBAKBIE A3B0OTUCTBIE OCHOBAHHA: adenun (A), eyanun (T)

11 TTAPUMWPJIHHOBBIE A30THCTHIE OCHOBAHUA : yumo3sun (L), mumun (T)

3. TpaHcBepcHs — 3aMeHa MypUHOBOTO OCHOBAHUS Ha MUPUMUAMHOBOE WIIM TUPUMHIUHOBOTO
Ha nypuHoBoe (A< 1l; [«-T) — npuBOAUT K U3MEHEHUIO KOJJOHOB:

- MHCCEHC-MYTalluy - U3MEHEHNE CMbICIIa KOJIOHOB;

- HOHCEHC-MYTAIMU - 00pa3yloTcs 0€CCMBICTICHHBIE KOJIOHBI (

YAA, VYAI, VYI'A). DTu KOIOHBI HE OIpEeNesiOT aMHUHOKHCIOTBI, a SBJISIOTCS
TEPMHHATOPAMHU — OHU OIPENEISAIOT KOHEI] CYUTHIBAHUS HH(OPMAaLIUH.

7 AHTHMYTAareHe3
3anucams onpedenenue, npumepsl AHMUMYMAZEHO8.

AHTUMYyTareHe3 — 95TO, BO3JEHCTBHE Ha KIETKY M OpraHu3M, KOTOpo€ OJIOKMpYeT WIH
YMEHbBILIAET BEPOSATHOCTh BO3HMKHOBEHMSI MYyTalMil. YCTOWYMBOCTH T€HETHMUECKOrO MaTepuaia
o0ecneunBarOT AHTUMYTAlIHOHHBIE MEXaHU3MBI.

1. EcrecTBeHHbIe Oapbephl: TUIUIOUIHBIA HAOOP XpOMOCOM (ITAPHOCTh XPOMOCOM), JIBOMHAs
cnupanb JITHK, n366ITOYHOCTH (BBIPOXKAEHHOCTH) FTEHETUUYECKOT0 KOJIa, TOBTOP HEKOTOPBIX T€HOB.

2. Pemapauums crpyktypsl JHK- 3T0 BHYTpHUKJIETOYHBIH MpoIlecC BOCCTAHOBIICHUS
noBpexaeHHoN Mosekyisl JJHK.

AHTHMYTareHsl - 3TO BEIIECTBA PA3IMYHON MPUPOJIBI, KOTOPHIC B HEOOIBIINX KOHIICHTPALMIX
CHOCOOHBI CTAaOMIM3UPOBATh MYTALMOHHBIM mpouecc. [Ipumepamu MOTYT OBITH OHOJIIOTHYECKU

AKTUBHBIC COCAUHCHHS, THCTaMUH U CCPOTOHHNH, aHTUOKCHUAAHTHI, C}’J'II)(I)aHI/IJ'IaMI/I,I[HBIC mpenaparsl,
8



CBEXKHE OBOIIIHBIE COKH M HEKOTOpbIe apyrue. Hanbomnee 3¢ (heKTUBHBIM aHTUMYTAareHOM SIBJISIETCS 0L
TOKO(EPOII, KOTOPbIM CHM)KAET YHMCIO KaK IeHHBIX, TAK U XPOMOCOMHBIX MyTanuil. Yem OoJblie
TOKO(EpOIOB CONEPKAIOCh B PACTEHHSIX, TeM Ooiiblie Oblla YCTOMYMBOCTH WX TEHETHYECKOTO
amnmapara K pa3jJu4HbIM BHEIIHUM BO3JCHCTBUSAM.



Jlomamnee 3a1anue

1.0npenenuTe TUII XpPOMOCOMHOM abeppanuu (YCTAaHOBUTE COOTBETCTBUE).
B pesynbraTe BO3AEHCTBHS OHOJOTMYECKOTO MYyTareHa II0CJIEIOBAaTEIIbHOCTh T'E€HOB B

XpOMOCOME M3MEHUIIACh
1.1 c ABCDEFGH na ABCEFGH

1.2 ¢ ABCDEFGH u MNOPQR na ABPQR 1 MNOCDEFGH

1.3 ¢ ABCDEFGH na ABCFEDGH

1.4 ¢ ABCDEFGH na ABCBCDEFGH

A) nenenmst b) unBepcus B) nymmukarus I') Tpancnokarus

2. Nzydyenue kapruoTuma O0JBHOTO 1ajio ciieayronme qanneie: 46, XX, 18+, 15-. Onpenenure
THUIl MyTalluu U JaiTe XapaKTePUCTHUKY.

3. U3yuenue kapuotumna 60apHOT0 Aajio cienyromie nanubie: 46, XX, del (3p-). Onpenenure
THIT MyTalll{ U JTAMTE XapaKTePUCTHKY.

10



Henenus (del)
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Nymmukanus (add, dup)
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OpOHIBOOHAR

Xposmocoma 2 xpomocoa 20

~8 =

OpPOHE3IB0IHAT
XpoMocoMEL 4

Xpomocoma 4

Tpancaoxkanus (trans)
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= r-Ac_TGO
= A _IGW
= = Ac M

a b C

a - HOpMAJIbHAd XPOMOCOMA.
b - mapaneHTpHISCKAT HHBEPCH.
C - IepPHLCHTPHYICCKAT HHBCPCHA.

HUuBepcus (inv)
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