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9.27. YOBOEHME BCEro Yncria XpoMocomM B reHOMe
(aBTOMONMMNNONANS) MOXET BO3HUKATb MU3-3a
HepacxoXXgeHus XpoMoCcoM B MUTO3€ UMK MENO3E.

(a) Autopolyploidy through mitosis
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[ Nondisjunction in an early mitotic
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(b) Autopolyploidy through meiosis Gametes Zygotes
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9.27 Autopolyploidy can arise through nondisjunction in

mitosis or meiosis.

...that then fuses with a
1n gamete to produce
an autotriploid.

Nondisjunction in meiosis
produces a 2n gamete...




Buabl KyNbTYpHBIX pacTEHUIA YacTO ABMSAOTCA

nonunnovgamm

Table 9.2

Plant Type of Polyploidy Ploidy Chromosome Number
Potato Autopolyploid 4n 48
Banana Autopolyploid 3n 33
Peanut Autopolyploid 4n 40
Sweet potato Autopolyploid 6n 90
Tobacco Allopolyploid 4n 48
Cotton Allopolyploid 4n 52
Wheat Allopolyploid 6n 42
Oats Allopolyploid 6n 42
Sugar cane Allopolyploid 8n 80
Strawberry Allopolyploid 8n 56

Source: After F. C. Elliot, Plant Breeding and Cytogenetics (New York: McGraw-Hill, 1958), p. ***.

Y npAMbIX NPeaKoB YerioBeKa Kak Buaa nonmnionansa criyyarnach
HEeOOHOKpaTHO, HO nocneaHun pas — bonee 100 MMNANMOHOB NET
Ha3ag, Korga Mbl eule He 6binn npumatamm



Mpn ckpewmBaHUN gUKopacTyLNX

Prunus Prunus
divaricata spinosa BUOOB ObINO PECUHTE3NPOBAHO
(anbiva) (TepH) HEeCKONMbKO BUAOB KYNbTYPHbIX

pacTeHUun, Hanpumep,
cnuBa (Prunus domestica).

KoHcTaHTHaa rmbpuaHasa coopma
NOJIHOCTbLIO CXOAHasA
@ C AOMALLUHEen CNIMBOM
nosly4yeHa npu cKkpewmBaHum

TepHa P.spinosa (2n=32)
¢ anbiyou P.divaricata (2n = 16).

JTO pacTeHne UMeno, KaK u
P.domestica, 2n=48 xpomocowm,
NOCKOJIbKY B rameTax poauteneu
YUCJIO XPOMOCOM He ObINo
COKpalwyeHo (2n =>2n)

P.domestica
(cnuea)

M.E.Jlo6aweB. NeHeTUuKa. I1., 1967, cTp. 515



TpNNonMaHOCTb — BO3MOXHbIU NYTb YBENTIMYEHUA YPOXKAUHOCTU U
nony4yeHus 6eccemMeHHbIx chopm (Hanp., Bce copTa 6aHaHOB).

FannongHbIn Habop apby3a n = 11 xpomocom.
CkpewmBaHue TeTpannougHoro (4n = 44) n gunnougHoro (2n = 22) apby3a
aano tpunnoua (3n = 33) — 6ecceMsHHbIN, KPYNMHOMMOAHbLIN, YCTONYNBLIN
K 3a0oneBaHUAM:

Cop-r [TnonaHocTb Ypoxxan Ha eguHuUUy nnowlaan
NMnopos, WT. Bec, Kr.
CuH-Amarto 2n 165 352
CuH-Amaro 4n 115 155
CuH-AmaTto (4n) 3n 215 596
x OTome (2n)
OTtome 2n 150 253

M.E.Jlo6aweB. NeHeTukKa. J1., 1967, ctp. 650



OpraHu3m pacteHnun MOXeT BbITb XXNU3HEeCNOCODEH, TONLKO eCrln BCe XPOMOCOMbI
HaxoasaTCcHa B OAMHAKOBOM 4vucre konumn (2n, 3n, 4n)...

Ecnun no ntobon n3 XxpoMocom eCTb HeOCTaTOK UMK N30bITOK AaXe B OAHY LUTYKY TO
3UroTa He pa3oBLETCS B LENbIN OpraHmn3Mm,

Y Tpunnonga B Menose KOHbIOMMPYKT (COEOUHAKTCHA) TPM XPOMOCOMbI (TPUBASIEHT).

Mpn geneHnn agpa 0gHO U3 AOYEPHUX SAep NONyYnT ABE XPOMOCOMbI U3 JaHHOro
TpuBareHTa, a Apyroe AodYepHee sApPO NOMy4YnT 0OgHY XPOMOCOMY N3 HETO.

[MoaToMy TpunnougHble opraHnam gact nnoabl (apby3bl, 6aHaHbl) HO 3penblie ceMeHa
B 9TUX nriogax He obpasytotca (nnoa 6e3 ceMsH)

Y apbysa n 6aHaHa rannongHoe Yncrio XpoMocom pasHo 11.
KakoBa BEPOSATHOCTb 0Opa3oBaHMUA raMeT ¢ OANHAKOBbLIM YMCIIOM XPOMOCOM?

Harlpl/lmep BCEX N0 OgHOM JAHHOro TUna UM BCex no ABe JaHHOro Tuna



Y ap0by3a u 6aHaHa rannongHoe Yncrio XpoMocom pasHo 11.
KakoBa BepOATHOCTb 0O6pa3oBaHust raMeT C OANHAKOBbLIM YNCNIOM XPOMOCOM?
Hanpumep Bcex no ogHon AaHHOro Tuna? unm Bcex no ABe AaHHoro tmuna?

BeposaTHOCTb TOro, YTO BCE raMeThbl NosiyyaTt rno ogHOWM XpOMOCOME AaHHOro Tuna
paBHa 1/211 . To ecTb 3penoe cemsa nocne onfogoTBOPEHNA MOXKET AaTb TOMNbKO
OOHA n3 2048 ramerT (1 elle ogHa — C ABYMS Takasd e gonsa ramet dyaeT ¢ ABymMS
XPOMOCOMaMM KaXkgoro gaHHoro tuna). MNoxromy Tpunnonasl 6ecceMeHHble



CKkpewimBaHme Mexay Kobbinom n ocrnom gaeT Myna,
CKpellMBaHME KOHA C OCNMULEN — rnoLuaka.
Takue rmbpuabl 6oriee BbIHOCIUBLI, YEM POAUTENM,

HO He MIMoAOBUTHI.

Parenis
Hirue Dioni ey
I2n = 6d) {dr = 6]

E Kobbina x Ocen => Myn e v Myn
: (2n 64) x (2n 62) =>2n 63 &7 el 2n=63
i
§

KoHb (2r;=64) X ocnuua (2n=62) Jowak
P | 2n=63
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XpOMOCOMHbIe MyTaumn: IameHeHne yncna oTaesibHbIX
XPOMOCOM B reHOMe (aHeynnonans) n nx LenoCTHOCTU:
ogHa 13 rNpuYnH DONe3HEN YerioBeKa

Kaxxgasa u3 23 xpomocom M.6. nokpaweHa B ceon ueT (FISH rubpuansaums, cnpasa)
Kaxxgasa xpomocoma npokpalwumBaeTcs B WTpux ko (G-okpawmsaHue, cnesa, nonoca ao 0,1%)

OTO NO3BONSAET yBNOETb MUBMEHEHME YMCNA N CTPYKTYPbl XPOMOCOM, B TOM YKCIIE NMPU pake
XpOMOCOMbI YerioBeka Npo HyMepoBaHbl B Nopsiake yobiBaHUSA pa3mepa oT 1 0o 22
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MoHocomus (1n) nnu Tpucomma (3n) XpoOMOCOMbI B 3UTOTE
cMepTenbHbl 4n4a nroda (Kpome rnosioBbIX U MEfKUX XpOMOCOM), a
B COMaTUYECKMX KNeTKax 4yacTo NpMBOaAUT K paKy



ameHeHHOoe 4yncno xpomocomsbl 21 y yenoseka (BMeCTO
OBYX UX TpU — Tpunnoua) npudnHa bonesHn [ayHa
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yBeIiM4mMBaeTCsa ¢ BO3pacToM MaTepu
oT 1/2000 B 20 net oo 1/12 B 50 neT.



CuvHgpowm [layHa BbI3BaH MPUCYTCTBUEM TPEX KOMUN
XpPOMOCOMbI 21(TprUcomMmnsa) BMECTO ABYX KOMUN
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OCHOBHbIEe TUMNblI XPOMOCOMHbLIX NMepecTpoeK:
1. gynnukauusa — yaBoeHune cermeHTa
2. jeneuus — ytparta CerMmeHTa,

3. UHBEPCUA — NepeBOPOT CENMEHTA,
4. TpaHcrnoKkauna — nepeHoc cCermMeHTa Ha gpyryto

XpPOMOCOMY

A B C D E F G
L ) B By )

(c) Inversmn
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a segment of the

In a chromosome duplication,

l [Rearrangement | b%’

Rearrangement | chromosome is duplicated.
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Rearranged chromosome

(b) Deletion
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(d) Translocation
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segment of the chromosome

In a chromosome inversion, a
becomes inverted—turned 180°,

A
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In a chromosome deletion, a
Rearrangement | segment of the chromosome
is deleted.
.
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In a translocation, a
chromosome segment
moves from one chromo-
some Lo a nan-
homologous chromosome
or to another place on the
same chromosome.




[lepecTponkn XpOMOCOM B raMeTax 4acTo NMpuUBOAAT K 60Ne3HaAM
4yenoBeKa - HapyleHnamMm mopdonorum, drU3nonorum n NoOBeAeHus

Table 9.1
Type of
Rearrangement Chromosome Disorder Symptoms
Duplication 4, short arm — Small head, short neck, low hairline, growth and
mental retardation
Duplication 4, long arm — Small head, sloping forehead, hand abnormalities
Duplication 7, long arm — Delayed development, asymmetry of the head,
fuzzy scalp, small nose, low-set ears
Duplication 9, short arm — Characteristic face, variable mental retardation,
high and broad forehead, hand abnormalities
Deletion 5, short arm Cri-du-chat Small head, distinctive cry, widely syndrome spaced
syndrome eyes, a round face, mental retardation
Deletion 4, short arm Wolf-Hirschhorn Small head with high forehead, wide nose, cleft lip
syndrome and palate, severe mental retardation
Deletion 4, long arm — Small head, mild to moderate mental retardation,
cleft lip and palate, hand and foot abnormalities
Deletion 15, long arm Prader-Willi Feeding difficulty at early age, but becoming obese
syndrome after 1 year of age, mild to moderate mental
retardation
Deletion 18, short arm — Round face, large low set-ears, mild to moderate
mental retardation
Deletion 18, long arm — Distinctive mouth shape, small hands, small head,

mental retardation



B saBontouum reHoMHbIE U XPOMOCOMHbIE MyTaLMK Yalle
bUKCUPYIOTCS Y PaCTEHNN, PEXE Y KUBOTHbIX.

[ eHOMHblE MyTaLWUN Y XUBOTHbLIX OObIYHO pasnuyaroT
TaKCOHbI Boriee BbICOKUX MOPALAKOB HarnpumMep oTpsabl
(cenbaeBble N NTOCOCEBLIE — CECTPUHCKNE OTPSAObI),

a 'y pacTeHun 3To MOryT ObITb 1 BUAbI

(HanpumMep pasHble BUAbl NWEeHUL,).

I3MeHeHHOE YNCIO XPOMOCOM U UX MEPECTPOUKUN B
NONOBbLIX KIeTKax 00bI4HO NPMBOAAT K DONE3HAM Y
XMBOTHbIX YenoBeKa - HapyLeHnsamMm mopdonorum,
donsnonormun, NnoBeaeHus, N Pe3Ko CHMXKaloT
BO3MO>XHOCTb OCTaBUTb NMOTOMCTBO.

TeM He MeHee COTHU ThICAY TaKux cryyaen
3adonKCUpoBaHbl HA cerogHa 3BOSIIOLUMEN — ITO MNOYTU
nobaga napa poAcTBEHHbIX BUOOB, pasnnyaroLimecs no
CTPYKTYype KapnoTtuna (Habopa XpoMOCOoM).



9.18. Xpomocoma Ne2 yenioBeka obpaszoBaHa npu TpaHcrokaumu,
npounsoLleuen y Hawmx Nnpeakos nocrie OTBETBIIEHNA OT CTBOSIa
BCEX NPMMATOB: Yy OpaHra, ropunbl 1 gaxe WwnumMmnaHae (5 MnH.feT
pacxoxaeHus) ase PA3SHbIX xpoMmocomMbl COOTBETCTBYIOT
OAHOW xpomocome Ne2 yenoseka. BCE nioan Ha 3emne
MOTOMKW TOro Npenka, y KOTOporo NpounsoLusia ata TpaHcnokaums

(HO He TONbKO 3TOro nNpeaka).

The short arm of one
acrocentric chromosome. ..
sawosowolyd ueynbuelp /

s exchanged with the
Breal<< Iong arm of another,.

points

S3WOSOWOoIYD €|[lI0n

Robertsonian
translocation

sawosowolyd szueduwiy) . creating a large ‘
Metacentric -.creating a larg
metacentric chromosome. ..
chromosome J
+ and a fragment that often |
\ yi Z dWOSOoWOoJYyd uewnH ool ol sl 2L
snoBojouoy aJe seads JUalelIp JO Fragment fails to segregate and is lost. J

SaLosSoWOoIY2 Uo spueq eyl 210N




Yncno xpomMocom y MnekonutarwLwmx MoXxeT
pasnuyaTtbCs B A4eCATKMU pa3, XOoTA pa3mMep
reHomMma oTnM4yaeTcsa MeHee YeM B ABa pasa

Y yenoBeKa YnCro nap XpomMocom 23,
y BUKaLleBOM KpbICbl - 4, a y nowaau — 66.

Ecnu oT KpbICbl U nowiaan o oouwero npeaka
okono 200 MMNNUOHOB NeT n
oKkosno 60 TpaHcnokaunn (pasHbIX XPOMOCOM) TO
1 TpaHCcNoKauusa BbhKMBaeT 3a 3 MJH JerT.
HepeTekTnpyemMbiX BHYTPUXPOMOCOMHbIX
nepecTpoek 6onbLie Ha 1-2 nopsagka



[[eHOMHbIe U XPOMOCOMHbLI€ MyTaluUu
B COMaAaTUN4YeCKUX KrieTKkax 4esnmoBekKa U XXUBOTHbIX
4aCTO CBA3adHbIl C Pa3BUTUEM pPaKa.

X C X ©
X X
- —{ Translocation |—> o
[] ] TpaHcrnokauusi (nepeHoc yyacTka)
O [ XPOMOCOMGI 8 C reHoM OHKoreHa c-MYC
e - Ha xpomocomy 14 K reHy MMMyHOrfiobyrmHa

B n MEHSEeT ero perynaymio

c-MYC
{ _______}\Immunoglcbin/{ Takaqa nepecTtpounka B nimmdoumtax
% ! gene }r—MY(.

Yyenoseka nNpueoanT K nnmdome bepknta
8 14

9.32.



XoTSa B KneTkKax 3apoablileBoro nytTm reHom octaetTcd NnOCTOAHHbLIM
N3mMeHeHne CTPYKTYpPbl FeHOB U reHOMa MOXeT ObITb

Hopmaanoﬁ YaCTbO XU3HEHHOIo LUuKra

Y HEeKOTOPbIX 3YKapUOT YUCIIO XPOMOCOM B COMATUYECKUX
KneTKax oTnmM4yaeTcsi OT YMcrla XpOMOCOM B KJieTKax
3apoAbllLeBOro nyTu
Y HeKOTOpbIX NPOCTENLLUX 3UroTa NpeacTaBrieHa
HeCKOJIbKUMU XPOMOCOMaMM a 3pesibiIn OpraHM3m -
HeCKOJIbKUMU ThbICAYaMM XPOMOCOM, KaXkaasi U3 KOTOPbIX
BO3MOXHO COOTBETCTBYET OTAENIbHOMY reHy.

Pa3mep reHoMa BeretaTUBHbIX KNETOK U KJ1eTOK
3apoAbIlLeBOro NyTU Takke MoOXeT pasnuyarbcsi. Hanpumep,
Yy HEKOTOpPbIX BUAOB LIUKNOMNOB NoAaBnsAioLas 4yacTb reHoMa

B COMaTU4YECKUX KIeTKax yTpaumBaeTCH.

Y yenoBeka nepecTpouKuU reHoB MMMYHOINTOOYIMHOB B
numdaTmnyeckux KreTkax 3To ycrioBme obpasoBaHuUA pasHbIX
aHTUTen



1. TleHHble MyTauuU ABAAKOTCA CKaYKOOOpa3HbIMU
U3MEHEHUSAMU OTAENbHbIX JIOKYCOB XPOMOCOM — FeHOB.

2. MyTaHTHbIEe reHbl COXPaHAKT CBOUCTBO penpoayKuum npu
AerieHuu sigpa KrneTku, BcrneacrtBue 4yero MytTaumMOHHbIe
N3MeHeHUs HacnenyrTCA.

3. MyTauuun MmoryT ObITb NPAMbLIMA U OOPaATHbLIMM.

4. HacTtoTa MyTUpOBaHUA B OOOMX HanpaBneHUs XapaKTepHa
ANA KaXaoro rokKyca.

5. CnOoHTaHHbIU MyTaUMOHHbLIN NpoLecc ooycnoBnBaeTCcs
CBOUCTBOM CaMoOrro reHa, CACTeMOM reHoTUnNa,
don3nonornyecKknum cCocTositHueM opraHmama m KoriedbaHmem
cdakTopoOB BHELUHEU cpeabl.

6. Kaxxabi NOKYyC — reH MOXeT MyTUPOBaTb B HECKOJILKO
COCTOSIHUU, OOpa3ya cepuro MHOXXEeCTBEHHbIX arnneneu.

7. MyTauum y pa3nnyHbiX BUAOB OPraHM3mMoB o0pa3yloT
romosiorm4yeckume psgbl HacneacTBeHHbIX UBMEHEHUMN.

M.E.Jlo6aweB. NeHeTUukKa. J1., 1967, ctp. 315



"ropsiumne nAaTHaA" MmyTauuu

(HacneayembIX N3MeHEeHUM nocnenoBaTesribHOCTU
HykneotugoB monekynbl OHK)

B KAXOOM JIOKYCE (YHACTKE) rEHA UJTA

rEHOMA MYTAUMM BO3SHUKAIOT

C PA3BHON YACTOTOMU,
(KOTOPAS OT/IMYHA OT YACTOTbI B IPYFOM YYACTKE)

[opsiuMe nATHaA MyTaLUWN XapaKTepHbI
N ANsi CNOHTAHHOro MyTUPOBaHUA

U npu BO340eUCTBUN XUMUNYECKUMU areHTamMmu

M.E.Jlo6aweB. NeHeTuka. J1., 1967, ctp. 463



B reHe CFTR B pasHbix nogen obHapyxeHo >1000 pasHbix MyTaumn
BbI3blBaOLLMX MYKOBUCLMO03

1) PacnpegeneHne myTtauum Bgosib reHa HepaBHOMEPHOE.
2) YacTtoTa BCTpe4yaemMocCTn B nonynsauumn ans Kaxxgon mytaumm
CBOSA M 3TU 4YaCTOThl pa3nmMyaroTcs B ThICAYM pas.

L1 !
NI T




Kaxxgasa myTtauuda npucyTcTByeT B nonynsaumm
CO CBOEW XapaKTepHOoW A Hee YacToTOU
(BEPOATHOCTbLIO BCTPETUTL HOCUTENS MyTaLKUn)

UacToTa BCTpEYaeMOCTU MyTaLnnM MOXET DbITb HE CBA3aHa
4aCTOTON BO3HUKHOBEHUA MyTaLnmn (BEPOSATHOCTbIO
BO3HMKHOBEHUS Takon MyTauun B pacyeTe Ha 1 reHepauunto).

UacToTa BCTpe4YyaeMoCTn MyTaumnm 3aBUCUT

OT €€ None3HoCTN (aganTMBHOCTK) K

OT 9BOJIIOLUMOHHON UCTOPUKN NONyNAUUN (reHETUYECKNA
apend - «byTbINOYHOE ropnbIlWKO» Npu doopmMnpoBaHum
nonynauun)

K Bonpocy o pacyeTe BenUYmMHbl BEPOATHOCTMU:

- KakoBa BEpOSATHOCTb TOro, 4YTo Bbl BCTpeTuTe AnHo3aBpa?
- 50%

- 17?7

- Jln6o BCTpeyy, NnMbo HeT

©



KonuuyectBo myTtauuun, %

YacTtoTta myTaumm nMHEenHoO pacTeT
C yBenM4YeHneM A03bl PpaanoakTUBHOIoO oosy4yeHus

«be3onacHou» A03bl 00Ny4YeHUsa HeT (HeT nopora)

N
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peueccuBHbIe
cuenneHHble C
NOSsIOM neTanbHble
MyTauuum y
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1000 2000 6000
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3000 4000 5000

M.E.Jlo6aweB. NeHeTuka. J1., 1967, ctp. 395



XoTa yacTtoTta myTauun pacTteT U3-3a MyTareHHOro Bo3ae1McTBuUA
(Xupocuma, HYepHoObinb, Bxonan, OpaHaX 3NMKEHT)

NMOCIE CHATUA MYTAFEHHOIO BO3AENCTBUA OONA MYTAHTOB

HE YBEJIMMUBAETCHA, A TOJIbKO CHUXAETCAH B MNOKOJIEHUAX

n3-3a rmoesiu 1 NOHMXKEeHHOMN XXN3HEeCNOCOOHOCTU MYTaHTOB
BepoATHO, OCHOBHasA YacTb MyTauuMm npuBoauT K aedeKkram
YHKLMOHUPOBAHUA U TMOENnun yXXe Ha CTaauun NepBbIX AerieHUn
onnoaoTBOPEHHOU ANLEKIIETKU, pexe — K CNOHTaHHOMY abopTy, elle pexe — K
poXaeHnto pedbeHKa ¢ aHOManuamMmm

Yxe yepe3 ABa NOKoOsrieHUs (cenyac) y xxuteneu ¢ Xmpocumbl YactoTa
HacreacTBeHHbIX aHOMasriMM M onyxoneBbiX 3aborieBaHUMN TakKas Xe, Kak
B ApYyrnx ropogax, Xots Obifia NnoBbILLEHHOU NOCrie AAepHOro B3pbiBa.
B YepHoObline yactotTa aHOManum npu poXxaeHnu
CHu3unachb B 8 pa3 3a nepsBble 10 net nocrne pagnoakTUBHOro Bbiopoca

3ANMMUHaAUMUSA pelueCCUBHbLIX ToMo3uUroT (S =1) B noKoneHusax

MokoneHus (F) YacTtoTa § % ocobei ¢ reHoTUNoOm
peLieccuBHOM a3 Aa AA
annenu
1 0,5 25,0 50 25
2 0,333 11,11 44,44 44,44
5 0,167 2,78 27,78 69,44
10 0,091 0,83 16,53 82,64
100 0,010 0,01 1,96 98,03




[[eHeTUKa nonynauun

[Tonynaunsa — COBOKYMNHOCTb CKpeLLMBaKOLLMXCA 0coben
ogHoro Buga, obmntarowmnx B JaHHOE BpeEMSI Ha AaHHOWU
TeppuTopun



Onsa yenoBeka nsBecteH AOMUHAHTHLIN reH T (Taster — perycraTtop).
Hocutenb ero obrnapgaet cBOMCTBOM onpeaensaTb Ha BKYC crnabbin
pacTtBop heHunTuokapbammaa kak ropbkun. Oénagarenb peLueccMBHOMU
annenun aToro reHa B roMO3UMroTHOM cocTtosiHuM (tt) ToT XXe pacTBop
onpeaensieT Kak 6e3BKYCHbIN.

0,2T 0,8t
0,2T 0,04TT 0,16Tt
0,8t 0,16Tt 0,64tt

YTO MOXHO OXKuAaaTb B creayrowem nokoneHMn? NameTtsl ¢ annensio T oyayT
BO3HUKaTb ¢ yactotoun 0,20 (0,04 ot romo3uUroTHbIX TT + 0,16 OT reTepoO3nNroTHbIX
T ("aeryctatopoB"). l[ameTbl ¢ annenbro t OyayT Bo3HuKatb ¢ yactotomn 0,80 (0,64
ot tt + 0,16 ot Tt).

OTtcropa cnepyeT, YTO B YKa3zaHHOM NONYNSALUU NMPU TeX XKe YCITOBUAX
noaaepxmBaeTcs oAMHaAKOBOe COOTHOLeHUue YactoT reHoTunos (0,2T:0,8t) u
¢deHoTUnoB (64% "HeperyctaTopoB" n 36% "gerycraropoB").

Ecnu cooTtHoweHue (pT+qt) x (pT+qt) =p2TT + 2pqTt + q2tt cobniogaercsa, To
nonynsauua HaxoaAuTCs B paBHOBECUM NO AaHHOMY reHy (3akoH Xapau-
BanHbepra). HepaBHoBecue 4acToT anseniem n reHOTUNOB CYMTaeTCA
nposiBneHuem otoopa. CteneHb HepaBHOBECUA YKa3biBaeT Ha KoadhdunumeHT

oTbopa M.E.Jllo6aweB. MeHeTHKa. 1., 1967, cTp. 612



[[eHeTHMKa nonynaunn

B KaXXOoM NoKoJsiIeHUM YacToTa KaXxaoro annens
NAaHHOIO reHa M YacTtoTa Kaxagoro reHortvna no
3TOMY reHy coxpaHsieTCcA NOCTOSIHHOM,

€eCcrni BHOCa reHOB U3BHe HeT (HeT Murpauumn)

ecnv noabopa nap AnA CKpelwmnBaHUA HeT,

eCcrnun BbhKMBaeMOCTb HOCUTESIEN KaXXaoro reHotuna oguHakoBa

ecnu otbopa HeT (ycnoBusi 0AHOPOAHbI = TEPPUTOPUA OrpaHNYEHa)...

Mo3ToMy B Ka)K4OM NMOKOJIEHUN YAaCcTOTbl COYEeTaHUMN
annenewn n 4YacToTbl COOTBeTCTBYHIOLWMUX heHOTUNOB

NMNOCTOSAHHbDbI

NMoaTomMy No xapakTepHbIM Yactotam oeHOTUNOB B NONYNALUN N NX
COYEeTaHUI0 Y AAHHOIo MHAMBMAA Bbl NOHMMAaETe B KaKylo CTpaHy nonanwu
N pacno3HaeTe noaen ¢ 4aHHOW TeppPUTOPMM KaK OAUH Hapoa
(Hanpumep: rnasa ronyobie 80%, Hoc KypHocbIn 80% =r.r. + H.K 64% © ),
XOTb NOAN N pasHble. CuenneHue reHoB TYT He rnaBHoe
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Conclusion: Y'Y mice die, and so
253 of progeny are Yy, yellow
I3 of progeny are yy, nonyellow

Pa3Hble reHoTUnbl MoryT
[NaBaTb pPasHyto

BbKNBAEMOCTb.
OOMUWHAHTHaa mytauua YY
C peLEeCCUBHbIM NeTanbHbIM
9P PEKTOM Y MbILLN

[1na aTOro reHa Mol He ByaeT
cobnogaTeca paBHOBECUE MeXay
YacToTaMu ansiefien n 4Yactotamu
reHoTUNoB B Nonynaunm (3akoH
Xapaun-BainHbepra), 4to u
yKa3blBaeT Ha OoTpuuaTesibHYI0
CEJIEKTUBHYHI LeHHOCTb (S=1) n
aasneHue otbopa npotme YY

KctaTn ons reHoB KOTopble NMPOCTO
oKasanucb psgom reHom Y B
XpOMOCOMe ToXe byaer
HepaBHOBECKE



YacToTa BCTpeuyaeMoOCTU AaHHOro annens pasnuyHa
B pa3HbIX MecTaXx (TbICAYU KM) U B pa3Hoe BpemMsA (COTHMU neT)
OTO nposiBrieHne «reHeTn4eckon HeonpeaeneHHOCTU» NPUYKUH
4yacToTa annens u reHotuna 3aBuUCUT
N OT crnyyas (Mytauum + murpaumn)
N OT NMPUCNOCOdUTENBLHOCTMN NTEHETUYECKOrO NPU3HaKka

Pﬂ{iﬁjlﬁ,[lfllﬁﬂlle JACTOTH TOMOJHIOTHNLY i]]'EHBTHI]Z HipiDKCOHEJH EIBEBH akTupnoeTH %
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WEARKO-EBETRYECKNS HASSRUR LENTE, satuparoyus TEEETNSECKOR SUMAENHOLOTHE



OT60p no heHoTUNy (S=1) ona peueccuBHbLIX anneneun mano apdekTnBeH

EBreHnyeckue Mepbl NO IJIMMNWHaAaUUMM MHOUWBUAOOB C (*)eHOTVInVI‘-IeCKVIMVI
OTKJTOHEHUAMUN OT HOPMbI HEe TOJIbLKO aMopaJsibHbl, HO Uu TeHEeTU4YeCKHAN
0DecCMbliCrieHHbl. OTHOCUTenbHasa YyacrtoTta reTepo3NroT B NOKOJIeHUAX COKpallaeTCH
3HAYUNTEJNIbHO MeAaArieHHee B nonynsaumun, 4em 4actoTa peuecCCUBHbIX TOMO3UTIOT.

NMonHoe yCTpaHeHune n3 nonynsaumm peuecCMBHbLIX TOMO3UTOoT B KaXXAOM NMOKOJIEHUU He
npnBoAMUT K OKOH4YaTeJIbHOMY UCYE3HOBEHUIO UX AaXe B COTOM NMOKOJIeHUUN, TaK Kak

[eTepPO3UroTHbie ocobu ABNATCA NOCTOAHHLIMU NOCTaBLMKAMM FOMO3UIOTHLIX peLeccunBOB.

MokoneHus (F) YacTtoTa % ocoben ¢ reHoTUNoOM
peLecCUBHOM aa Aa AA
annenv (1-q)
1 0,5 25,0 50 25
2 0,333 11,11 44,44 44,44
3 0,250 6,25 37,5 56,25
5 0,167 2,78 27,78 69,44
10 0,091 0,83 16,53 82,64
20 0,048 0,23 9,07 90,7
50 0,020 0,04 3,84 96,12
100 0,010 0,01 1,96 98,03

M.E.Jlo6aweB. NeHeTuka. J1., 1967, ctp. 620



OT60p No reHOTUNY ObLICTPO CHMXKAeT YacToTy
KOHTpOJNUpyeMbIX (PeHOTUNOB B NOKOJIEHUSAX,
HO TOJILKO ANA MeHAENUPYIoLWNX YyepT

1205

B 20 pa3 3a 25 neT cokpaTunacb 4YacrtoTa
wo{{f|  poXAaeHua 00oNbHbLIX beTa-Tanaccemuen
Ha CapavHum (NpUMep eBreHnKn)
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Ocmaswuecsi 5% 60nbHbIX Odemeu
rnosiesIsilomcsi nNPuU UHhOPMUPOBAHHOM
coeasiacuu podumernelu
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B mupe go 10 mmnnuoHoB 60ornbHbIX MeHAeNMpPYOLWMMU (KMPOCTbIMUY)
3aboneBaHnsasMu. Bce 3To 6onesHun ¢c getcrBa.
Uucno 6one3Hen KOTOpble MOXHO UCKOpeHUTb >1200

N.Novgorod public lecture, 4 Dec 2004



EcTecTBEeHHbIN U UCKYCCTBEHHbIU
oTOOp (cenekuus)

B coBxo3e «[llynnHo» MockoBckon obnactu
BblBEEHA HOBas Nopoada MACO-MOJI04HOIro CKOTa.
OTa CKOTUHA XXPET MSICO U 3annmBaeT ero MOfiloKOM

N3 2azem ;-)



B reHeTn4yecku ogHOpPOAHOM rpynne UHANBUAOB
oTbop He achbdekTuBeH (MoraHceH, 1903),
Pa3nnuunsa, npuobpeTeHHble B UHOUBUAYaNIbHOM Pa3BUTUM,
He HacnegylTcA

B 4ncTbIX NTMHUAX MHOMBUAObI
TOMO3UTOTHbI N WOEHTUYHbDI.

Pas3nuyne B BeENMYMHE NpU3HaKa,
(pa3mep 6060B) BbI3BAHO TOSbLKO
BO3EeNCTBUEM BHELLHEN cpeabl

npn MHOMBUAYANTbHOM Pa3BUTUMN.

[TOTOMCTBO OT caMbIX MEJTKUX
He OTNIM4YaeTCcs OT MOTOMCTBA
CaMbIX KPYMHbIX HM MO cpeaHen
BeNMMYMHE Npu3HaKa, H1 no ee
ancnepcun

M.E.Jlo6aweB. NeHeTukKa. J1., 1967, ctp. 607

00000
000o
000

000
D00®
00
0

00

00D
-« pOBOD «—
00D
009
3]
£000
00000 =— DDDDO<——
3121213
000

008
i)
3

]
00
000
0
00

000
0000
00000
0000
000
00
00
000
0000
0000
000
00 -

)
0D

@ [ ]

\/\/

= @
o [
OO e OO e e E

Puc. 211. Cxema, uan IOCTPUPYIOUIAA DA3/IOKEHHe NONyAsUHH Ha
YHCThIE IHHHH H HeleHCTBEHHOCTh 0TOOpa B HHX.

0@00@
0090
000
0000
000
00
0 -

o
oW
oo
L=~ > W

I — copT lonynﬂmtﬁ thaconu; 2 - 61 HIEI’.‘ ‘lh‘{:‘riﬂx NHHHE B peayabrare

otbopa; & — BOCMPOH3IBOACTBO f APH CAMOONBJICHHN; 4 — Hepef-
CTHEHHOC HCTBIX .mnlmx

H b fp



[Mpumep HeHacneacTBeHHON
MoAN(PUKALMOHHON U3MEHYUBOCTU Y
yesrioBeka, 3To, Harnpumep,
aKcernepauusi, KoTopas nposiBunacb
nocrie BOUHbI B pa3HbIX CTPaHax.
Hanpumep, cpeaHumn pocT ANOHLUEB CTarn
oonble Ha 20 cM, XOTH NMOHATHO, 4YTO
YyacToTbl annernev reHoB, reHOTUNOB B
3TOU Nnonynsauuu Mmano N3MeHUIIUCb 3a
ABa NMOKOJIeHUA, npoLleaLwux nocne
BOMUHBI.



Ecnu nonynsauus reHeTnyecku reteporeHHa (F2 gpnuHa BeH4Yuka y Tabaka), To
oT60p no cpeHOTUNY (HA AJIMHHbLIE U KOPOTKUE) NPUBOAUT K HenepeKpbiBalo-
LMMCSA rpynnam ¢ pasnu4yaromMmMncs reHoTunamm yxe 3a asa nokoneHus (F4)

OnvHbI
BEHYMKA,MM

PacwienneHus B nMHUsIX

F,

OT60p B NOKONEHMAX
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88

9
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91

2

25

94

M.E.Jlo6awes. NeHeTuka. J1., 1967, ctp. 611
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OT60p
€CTECTBEHHbIN U
NCKYCCTBEHHbIN
AencrTeyeTt
TONbKO Ha
reHeTU4YeckKu
reTeporeHHble
rpynnbl
MHONBNOOB

IBOIIOLNSA 3TO
oTpaXxeHue
caBura 4yacToT
anneneun B
nonynaunm

Nuansua
He
3BONTIOLMNOHMPYET



Cenekuuna (oToop Ha nnems) 6onee acdpdekTnBHA
Nnpu oueHKe BeNMMYnHbI NPU3HaKa no reHoTuny
(T.e. NO NOTOMCTBY UNKN y bpatbeB-cectep),
yeM Mo oueHKe npusHaka no eHoTUNy
(T.e. y camoro nHgusupa).

PeweHune no oueHKe reHOTMNA OCTaBUTb Ha nnemsa Kypuuy 12
Kak 6onee siMLeHOCKYI0 no notoMmcTBy (5 n3 6 gouepen)
(npaBunbHOe, XOTA cpa3y HeoUYeBUOHOeE,
NOCKONbKY Sl Yy Hee MeHblle YeM Yy Kypuubl 46).
PeweHue no oueHKe heHoTUMNa - OCTaBUTbL Ha nnemsa Ne46
KaKk bonee AMLUEHOCKYHO B 4aHHOM MOKONEHUM
(HenpaBuUNbHOE, XOTS KaXXeTcsA O4eBUAHbIM).

No AnLeHoCKoCTb (KonNn4ecTBo AnL) Aovepen
Kyputbl | Ne1 Ne2 Ne3 No4 Ne5 Ne6 Ne7
46 (262 95 105 157 161 190 196 263
‘ 12 (258)\ 190 210 212 216 234 234 242

M.E.Jlo6aweB. NeHeTukKa. J1., 1967, ctp. 674




AOTMNOJIHUTEJIbHbIE



TpunnongHble copTa — 0CO6eHHOCTN CeMeHOBOACTBA:

1) nony4eHue 1 cenekuua TeTPanIougHbIX IMHUNA, KOTOPbIEe
AOMKHbI NOAOEPXUBATLCA B YUCTOTE;

2) noadop NMHUKU aBTOTETPaANIOMAOB U ANNSIONAO0B U3
pPa3HbIX COPTOB C BbICOKUMU KOMOUHALUNOHHbLIMU
CBOMCTBaMWU, OAOWMMM NPU CKpeLLMBaHUU reTepo3unc;

3) TpunnonagHble ceMeHa B nnogax obpasyroTcs vaule B
pe3ynbTaTe TaKkoro CKpewmBaHus, Korga TeTpannoua
SIBNSIETCA XXEHCKMM pacTeHueM, a QUNnnoug — My>CcKum.
PeunnpokHas KOMOMHaLUA CKpeLLMBaHUA He OaeT CEMSIH.

M.E.Jlo6aweB. NeHeTuKa. I1., 1967, cTp. 651



B KaXXgom NnokKosieHMM OTHOCUTerlbHas YyacTtoTa
rameT ¢ JOMMHAHTHOU U peLLeCCUBHOW annensamm
reHa coxpaHsietrcsd Ha O4HOM ypOBHe

0,5A 0,5a
0,5A 0,25 AA 0,25 Aa
0,5a 0,25 Aa 0,25 aa
A: 0,252 + 0,25+ 0,25 =1

MyTb U3y4yeHUs reHeTUKU NONyNSAUUM — UccriegoBaHme
ocoben, roMO3UTOTHbIX U FeTEPO3UTrOTHbLIX MO OTAENbHbIM
reHam.

M.E.Jlo6awesB. NeHeTuUKa. I1., 1967, cTp. 612



YacToTa XpOMOCOMHBIX NepecTpoek n

reTanbHbIX MyTaLuu

yBenn4uBaeTcs oT A03bl obny4vyeHus (1 paga =

KonnuectBo TpaHcnokauum (1), %
Konu4yectBO peueccuBHbIX netaneu (2), %
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TpaHCIoKauuu

peLiecCMBHbIe AeTanum

6

16 38

Hdo3a, pagbl x 100
M.E.Jlo6aweB. NeHeTukKa. J1., 1967, ctp. 399



	В гене CFTR в разных людей обнаружено >1000 разных мутаций� вызывающих муковисцидоз� �1) Распределение мутаций вдоль гена нера
	Частота встречаемости данного аллеля различна� в разных местах (тысячи км) и в разное время (сотни лет)�Это проявление «генети
	дополнительные

