OCHOBHbIE NOHATUA
TEOPUIN
HACJIEOCTBEHHOCTW

OCHOBHbI€E MOHATUA TeopMJ HLCJ'Ie,El,CTBeHHOCTI/I (reH,
reHoTun, annens, PeHoTUrn, XpOMOCOMbl, HOpMa
peakunu, onanasoH peakuunmn).



[MoHATUA «reHoTUN» U «PEHOTUN» MHTUMHBIM 0O6Pa30M CBA3aHbI C
NOHATUAMW «HACNEACTBEHHOCTbY» MU «cpeday, HO He NOEHTUYHbI UM. OTU
noHaTnA Been B. NMoraHHceH B 1909 r. [MoHATMeM «reHoTun» obo3HavaeTcs
CyMMa BCeX reHoB OpraHu3ma, HacrneacTBeHHas KOHCTUTYLUUS OpraHM3ma,
COBOKYIMHOCTb BCEX HACNeaCTBEHHbIX 3a4aTKOB JAaHHOW KNETKMN Unun opra-
HU3Ma, T.e. HAbop reHoB, COCTOSALLINX U3 MONEKY Ae30KCUPNBOHYKNENHO-
Bon kncnotsbl (JHK) n opraHn3oBaHHbIX B XpPOMOCOMHbLIN psg. 'eHoTun
OopraHu3ma siBnsieTcs pes3ynsratoM CINAHUS OBYX raMeT (SMLEeKNeTKN 1
onnogoTBopsitoLwero ee cnepmust). NoHATUEM «deHOTUN» 0B03HaYaroTCA
nodble NPOABNEHNS XNBYLLIETO OpraHn3ma — ero Mopgosrormnyeckue,
dom3nonormyeckme, NCNXonorndyeckne n nosegeH4yeckne ocobeHHoctn. de-
HOTWUMbI HE HacneayTcs, a POPMUPYIOTCH B TEYEHUE KU3HN; OHN — MNPO-
OYKT Ype3Bbl4aNHO CII0KHOMO B3aMMOAENCTBUA reHoTMNa U cpeabl.

BaXXHO OTMETUTb, YTO CYLLECTBYIOT €AUHNYHbIE MPU3HAKN, EHOTUN
KOTOPbIX MOSMHOCTLIO ONpeaesnsieTcs UX reHETUYECKUMN MeXaHNU3MaMu.
[MpuMepbl Taknx NpM3HaAKoB — NonnaakTununsa (Hanuyme gobaBoyYHOro
nanbua) unu rpynna Kposu vyenoseka. OgHako NogoOHbIX NPU3HAKOB CO-
BCEM HEMHOIO, N 32 OMEeHb PeadKUM UCKIIYeHneM peHOoTUN npmsHaka
onpegensdercss COBMECTHbIM BIIMSIHUEM FEHOTMMNA U Cpeabl, B KOTOPOU 3TOT
reHOTUN cyLlecTByeT



['eH (rpey. genos — poa, NpoucxoxaeHue) npeacTaBnaeT cobow eaum-
HULY reHeTUYEeCKoro matepuana. eHbl BbINONMHAT HECKOMNBbKO OYHKLINNA,
O4Ha N3 KOTOPbIX 3aKno4aeTcs B KOAUPOBaAHMN NEPBUYHON CTPYKTYpPbI
nonunenTtuga (benka)

B ocHoBe dhopmmpoBaHus Monekysbl ntodoro 6enka nexar Bcero YeTbl-
pe XMMNYECKMX BELLECTBA, @ UMEHHO YETbIpEe a30TUCTbIX OCHOBaHUA (age-
HUH — A, ryaHnH — G, TUMUH — T n unMTo3nH — C). B opraHuame atn
a30TUCTble OCHOBaHUSA — HYKNeoTuabl — 0bpasyoT 4e30KCUpPUBOHYKNen-
HoByto kucnoty (OHK), a reHbl npegctasnsatoT cobon yyactkm OHK, pas-
nuyarLmecs nopsaakoM pacnosiokeHust 3TUX OCHOBAHWUMN.




Arnnenu (epey. allenon — pa3snu4Hbie hopMbl) — 3MO alrlbmepHamuUeHbIe
doopMbI reHa, onpegensitoume anstepHaTnBHble OOPMbl OAHOMO N TOrO Xe
npusHaka. OHM BO3HMKAIOT B pe3yrnbraTte N3MEHEHNN CTPYKTYpbl reHa 3a
CUYET TaKMX reHHbIX MPOLIECCOB, Kak MyTauusa n pekomounHauusa (rm. 1V, V).
Annenun, obycnosnuearoLne pa3sutme NpU3HaKkoB, TUMUYHbLIX ANg BUAa,
Ha3bIBalOT annenaMmm gMKoro Tuna, a Nnpomcxodsilne oT HUX annenun —
MYyTaHTHbIMU. KadeCcTBEHHOE OTNMYME annenen gpyr ot agpyra nposaBnsieT-
CH, B YACTHOCTU, HA BUOXMMNYECKOM YPOBHE




XPOMOCOMbI
Kaknm xe 06pa3om ocyLLEeCTBSAOTCA XpaHeHne 1 nepenaya no Ha-
CrneacTBY TaKoro HEBEPOSATHO BOMbLIOIO KONMYecTBa reHOB, BOBIIEYEHHbIX
B pa3BUTHE U cpopMMpOBaHme 4YernoBeYyeCcKoro opraHnama?
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XpoMocoMbl YerioBeKka. 22 napbl ayTo-
COM, OMHaKOBbIX Yy 000MX NOsIoB, U MO O4HOW nape
MOJSIOBbIX XPOMOCOM: XX— y XeHWUH, XY—y

MY>X4UMH (dooTorpadus caenaHa npu ysenmvyeHun
npumepHo B 2000 pa3).



I'perop MoranHn MeHnpeno
(1822 - 1884)

aBCTPUNCKN ECTECTBOWUCTILITATEND,
MOHaX, OCHOBOIOJIOXXHWK YH4EHUA O
HaCJIEACTBEHHOCTH

1865 1. «OnbIThl Ha[ pacTUTENbHEIMU
rMopuoamm»

cosidll HayYHbIE NMPUHLWTBI ONMUNCaHWA U
nceregoBaHnsa rmopuaoB 1 NX NOTOMCTBEA;

paspaboTarn U NPUMEHWIT arrebpanyeckyro
CUCTEMY CYMBOJIOB 1 0D03HaYEHNN
NIPN3HAKOB;

chOpMYTNPOBaEST OCHOBHLIE 3aKOHbI
HacnenoBaHWsA MPU3HaKoB B PSAAY
NOKOMEHWI, MO3BOMAOLME AEnaTh
npefcKkasaHuns.

~ BbiCKa3ar et cyLecTBOBaHUA
HacneaCTBEeHHbIX 3aaTkoB (MOTOM CTaru
Ha3blBaTb WX Ha3blBaTb reHamm)
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| 3aKOH Mer,enﬂ (3aKoH egnHoo6pasna rmbpuaoB NEpBOro NOKOJIEHUS] s & &
WU NPaBNI0 JOMUHNPOBAHNA ) — MPU MOHOTMBPUAHOM CerLIJ,I/lBaHI/ltg.
rMGpMAOB NMepPBOro NMoKosIEHNS NPOSBIATCS TOMBKO AOMUHAHTHbI

NMnPpM3Hak — OHO (pGHOTI/II'II/ILIeCKI/I eﬂMHOOGDaBHO

Il 3aKOH MeHAenA (3akoH pacllen/iedns) — B MOTOMCTBE,
MOy4EHHOM OT CKPeLIMBaHNSA MMEpPUAOB MepBOro NOKONIEHNS,
Ha6MogaeTCs SBNeHne pacLensieHnst: YeTBepTb ocobeli 13
rM6pna0B BTOPOro NMOKOSIEHNSI HECET peLLe CCUMBHbIA NpU3HaK, Tpy
4eTBEPTU — [OMUHAHTHBbIA

lll 3aKkoH MeHAenaA (3aKoH He3aBUCUMOTO pacllenieHna Win 3akoH
He3aBUCUMOro KOMOVHMPOBaHUA NMPU3HAKOB) — NMpu AUrMopuaHoM
CKpeLmMBaHuM y rubpuaoB Kaxxaas rnapa NnpusHakoB Hac/ieyeTcs
He3aBUCUMO OT APYrUX U Aa€T C HAMU pasHble coYeTaHus.
O6pasyrTca peHoTUNnYecKne rpymnnbl, Xapakrepusyrowpecs
OTHoLleHueMm 9:3:3:1 (pacwensieHue no Kaxxool nape 2eHoB8 UOEMm
He3asucumMo om opyaux hap 2eHos)
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Monekyna AHK

B ot/inumne ot ocTa/ibHbIX BELWECTB K/1EeTKW.
NHK npencraBnsier co60M ABYXLENOYHY O

MOJIEKYNY, B KOTOPOW 06e Lenu NpoYyHo oy P; OOH
CBsi3aHbl Apyr c gpyrom. o ~ OH
CyliectBoBaHUe NOAOOHON CTPYKTYpbI
BO3MOXXHO 6n1arogapst oCO6eHHOCTAM OH
CTpPOeHUA HyKneoTuaos. Llenu ,ql-I-K . P; 0
OpUEHTUpOBaHbI CTPOro onpeaeéHHbIM o ~ OH
0o6pa3oM: a30TUCTble OCHOBaHUA

HYK/1eoTUA 0B
06eunx uenen o6palleHbl BHYTpb, a caxapa Q_ i P; %H
n cpocchaTtbl —HapPYyXXy; Kpome TOro, uenu o ~ OH

pacnonoXeHbl 0UeHb G/IN3KO APYr K ApYry o8
(okono 1,8 Hm). @O —0—pP =it



AHK 1 PHK.ppt

CTPOEHUE PHK

XUMUYECKUI COCTaB
PUBOHYKNENHOBOM
kucnotbl (PHK)

AfEeHUH
['yaHWH
LlnTo3uH

Ypauun

dochopHan Kucnorta

Pubo3za



. 3aKkoH Xapau-BanHoepra

B naeanbHoi NnonynaumMm U3 NOKONEHUA B NOKONEHWE COXpaHsAeTCs CTPoro
onpeaeneHHoe COOTHOLIEHWE YaCcToT AOMWHAHTHBIX U PELeCCUBHbIX FeHOB
(1), a TakKe COOTHOLUEHWE YacTOT FeHOTUNMYECKMX Kriaccos ocobei (2).

p+q=1, (1)
p2+2pq+q2=1, (2)

rae p — 4acTtoTa BCTpe4yaeMoCcTu AOMUHAaHTHOIO reHa A; ¢ — 4acToTa
BCTpe4YaemMoCTW peLECCUBHOIO reHa a;

P2 — 4yacToTa BCTPeyaeMoCTi rOMO3UIoT No JOMUHAHTE AA,;

2pq — 4acToTa BCTpe4yaemMoCcTu reTepo3nrot Aa;

(2 — 4YacToTa BCTpe4yaeMoCT FOMO3UroT No peLieccusy aa.



