JIEKIIUS NeS.
Buabl 13MeHYMBOCTH M BHABI MYTallUil y YeJIOBeKa. PaKTOpPbl MyTareHesa

beckoneuHo pazHooOpa3ue KUBBIX OPraHU3MOB Ha 3eMje, KaXIblii U3 KOTOPBIX
yHUKaJIeH. TOapKO B pPEAKUX Cly4yasx B MPUPOJAE BCTPEUAIOTCA OJUHAKOBBIC
OpraHU3MBbI, JIs1 BCEro )KMBOTO XapaKTepHa N3MeHUYMBOCTh. Hanbomnbiee 3HaueHue 1yist
ABOJIIOLIMY UMEET HACJIEICTBEHHAS] H3MEHYHBOCTb.

1. Bujapl H3MEHYHBOCTH
Henacaenyemasi ”BMEHYHUBOCTD
N3MEHYMBOCTE — COBOKYITHOCTb Pa3iu4Mil MEXIy OCOOSIMH OJHOTO BHU[A, T.C.
CBOIWCTBO OpraHM3Ma MEHSITh CBOM IIPU3HAKH B IIPOIIECCE OHTOTCHE3A.
brnaromaps n3MEeHYMBOCTH OpraHU3MbI IPUCTIOCAOINBAIOTCS K KU3HHU B PA3TUYHBIX

YCITOBHSIX.
/ U3MEHYHBOCTH \
denoTUNUYECKas I'enoTunuyeckas (Haciemxyemasi)
(MoaupukamonHas,

DeHoKOoNUs: COCTOSIHUE opraHmusma ['eHQKOIUS: COCTOSTHUE opraHmusma

CXOHOE MO MPOSIBJICHUIO C cxozroe 1o cBoeMy (eHOTHUTINYE-
TeHEeTHUYECKHU 00YCIOBIEHHBIM, HO CKONIY MPOSIBJICHHIO, C TEHETUYECKU
BO3HUKAIOIIHUM IO/ BIUSHUEM 00ydJIOBJIEHHBIM, HO BO3HUKAIOIIIUM
(akTOpOB BHEIIHEH Cpeibl. MyTa|Lu/IeI71 B pa3HbIX T'€HAX.
/ XapaKTepI/IéTI/IKa \

dbeHoTunuecKas TEHOTUIINYECKast
He cBs3ana ¢ usmeHeHuem N3mensieTcst reHOTH;
B T€HOTUIIE, HE 3aKPEIUISIeTC s 3aKpeIIsieTcsl B IOTOMCTBE.

B ITIOTOMCTBE.

deHoTUNIUYECKAS W3MEHYMBOCTH KOJEONETCs B UETKUX TPaHUIAX, KOTOPHIE
OTIPEICNIAIOTCS] TEHOTHUIIOM.

[Ipenensl TaHHOW M3MEHYMBOCTU HA3BIBAIOT HOPMOU PEAKITUU.

[Iupokas HopMa peakuu — MpU3HAK MO/ BIMSHUEM BHEIIHEH Cpelibl U3MEHSIETCS B
HMIMPOKUX Tpefenax (HampuMep: Macca Tena).

¥Y3kasg HOpMa peakUuu — OpU3HaK U3MEHSETCA B Y3KUX Ipefenax (HampuMep: LBET
BOJIOC).

JUist o1ileHKH (DEeHOTUITNYECKON N3MEHUYMBOCTH PEKOMEHIYETCs JIBa IapameTpa:

[TeneTpaHTHOCTS - % 0c00€ii, HOCUTENEH JAHHOTO TPU3HAKA.

OKCHPECCUBHOCTD — CTENEHb BBIPAKEHHOCTH 3TOr0 MPU3HAKA.

M3meHeHme npu3Haka MOXHO N300pa3uTh TpapuuecKy.

I'paduueckoe BhIpa’keHHE HM3MEHYMBOCTU IMPHU3HAKA, OTpa)karoliee Kak pa3zMmax
Bapualui, TaK ¥ 4aCTOTY BCTPEYAEMOCTH OTJIEIbHBIX BAPUAHTOB, HAa3bIBAIOT BapUAIIMOHHON

KPHBOM.
I
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2. HacienyeMasi H3MEHYMBOCTH (T€HOTHIIMYECKAs)

TE€HOTUIINYECKas

MynbTudakropuanbubie — (00JIE3HU C HACIEICTBEHHOW MPEeapacloyioKEHHOCTHIO) B
OCHOBE KOTOPBIX JIEKUT B3aMMOJEHCTBUE T€HETUYECKUX (PAKTOPOB U (PaKTOPOB CPEIbI
(HampuMep: ayieprusi, caxapHblil 1uadeT)

— -

MyTanuonHas KomOunaTuBHas

[Ipouecc oOpa3oBaHusi MyTalMid Ha3bIBA€TCSd MyTareHe3oM, a (akTopbl, HUX
BBI3bIBAIOIIME — MyTareHaMH.

MyTareHsl

Om3nueckue: YOI, t°...

XuMu4ecKHe: HeKOTOpHIe TlekapcTBeHHBIe BelllecTBa,
00paboTaHHEIe Ta3bl AaBTOTPAHCIOPTA. ..

IInmeseie: HHTPpAT HATPHA, HATPAT KAJIHA, Rﬁq}EIIH, Ira-
3HPOBAaHHEIC Oe3aJIKOroIbHEIe HAIIHTKH. ..

Bronormdeckine: BUPYCH, TOKCHHBI OaKTepHil, mapas3u-
TOB (IIPOCTEHIINX, TeIIbMHHTOB. .. )

MyTanmu — 3TO U3MEHEHHUE CTPOCHHUSI, KOJINYECTBA T€HOB UIIM XPOMOCOM.
XapaKTepucTUKa MyTalW:

[TosiBIISITOTCA BHE3AMHO U NEPEAaroTCs 10 HACIEACTBY.

Hocsat HenanpaBieHHBIN Xapakrep.

Cry4aiiHbl 1 HEpeICKa3yEeMBI.

He umeror nmpucnocobuTensHOTo Xapakrepa.

[TpuBoaaT Kk 06pa30BaHHUIO HOBBIX AJIJIENICH.

SIBnenue BceoOIee IIsl BCEX BUJIOB PA3IMUHBIX KUBBIX CYIIECTB.

H N. BaBwioB nokaszaj, 4TO y OpPraHuM3MOB pPOACTBEHHBIX BHUJOB M KIIACCOB
BO3HHUKAIOT MOX0XKe MyTauuu. OH Ha3Bajl 3TO SIBJIEHUE 3aKOHOB I'OMOJIOTHYECKUX PSIOB.
Hampumep, anbOUHN3M Y TO3BOHOUYHBIX.

bousbiioe 3HaueHNE MyTany UMEIOT B MOJIOBBIX KIIETKAaX — FEHEPATUBHBIE MyTallUH
Y MEHbIIIEe — B COMaTHYECKUX KJIETKaX (OHM MepefaroT MO HACJEICTBY MPU BEr€TaTUBHOM
Pa3MHOXKXEHHH).

ok ownPE
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2.1. Knaccupukanus myTanmii

|. ITo npuunHam:

CroHTaHHbBIE — IPOUCXOIAT B IPpUpOie O€3 BUAMMBIX PUYHH.

WHaynyupoBaHHblE — MPOUCXOIAT MPU HAMNPABIEHHOM BO3JEHCTBUUM MYTareHHBIX
(hakTOpOB.

I1. [To MyTHpOBaBIIMM KJIETKAM:

['eHepaTuUBHbIE — BO3HUKAIOIIME B TOJOBBIX KIETKaX W NeEpelaroluecs Mpu
MIOJIOBOM Pa3MHOKEHUHU.

ComaTH4ecKue — MPOUCXOJALIME B COMATHUECKHX KIIETKaX M MPOSBIISIOIIMECS
TOJIBKO y CaMOi 0COOH.

I11. ITo u3menenuio gpeHorumna:

AmopdHble — pu MyTareHese Mpu3Hak ncyes. (6e3B0I0COCTb, ANTbOMHU3M).

['unoMopdHble — yMEHbUIEHHWE BBIPAKEHHOCTH MpHU3HAKa (KapJIUKOBOCTD,
MUKpouedanms...)

['unepMopdHble — ycuaeHNe BbIpaKEHHOCTH MPU3HAKa (TUTaHTU3M, TOJIUJAKTUIIHS,
TUIEePTPUXO03)

HeomopdHble — B mpoiiecce 3BOIIONUU MOSIBISAETCS HOBBIM MPU3HAK, paHbIIE HeE
ObL10 (TeMOTI00MH, MO3BOHOYHHUK, TOJIOBHOM MO3T ... .)

AnTUMOpdHBIE — BMECTO OJHOTO MpH3HAKa MOSABIAETCA JApPYyroi (B mporuecce
9BOJIFOIIMHU TIOTOBBIC KeJIe3bl = MOJIOYHBIC KEJIC3bI)

1V. Ilo ucxoay nJisi opranusma:

JleTanbHbIE — CMEpTENbHbIE (TETEPOIUIONINS MO KPYHNHBIM Xpomocomam 1, 2, 3
TPYIII).

[onyneTanbHble — CHI)KEHUE >KM3HECIIOCOOHOCTH opraHuszMa (cusiapom /Jlayna,
reMouIus y JEBOYCK).

HeliTpanbHble — He BIUSIOT Ha IHPOLECCHl JKU3HEAEATEIbHOCTH OpraHu3Ma
(M3MEHEeHME 1[BETa paay’KHONW 000JTOUKH).

I1os105)KUTENIbHBIE — MOBBIIIAIOLINE KU3HECTIOCOOHOCTh, UMEIOT 0OJIbIIOE 3HAUEHHE
B HBOJIIOLIUY.

V. Ilo u3MeHeHHI0 TeHeTHYeCKOoro MaTepuaJia.

MyTtanuu
v

['eHOMHEBIE XpOoMOCOMHEIE ['ennnIe

' S

- ITOJIMITIIOH I A BHYTPUXPOMOCOMHEBIC MCHKXPOMOCOMHBIC - BCTaBKa

- TCTEPOIUIOUIUST - JICTICIIUS - TpaHCJIOKAIIHS HYKJICOTHIA
AHEYIUIOUIHSL: - TyTUTHKAITHS - BBITIAJ/ICHHE
- UIHBEpCHS HYKJICOTH/Q
- 3aMEHa
(MOHOCOMUSI) (TPUCOMMSI) HYKJICOTHIa

/

(TpaHCUM3Us) (TpaHCBEpPCHS)
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I'enomHbIe MyTalIUK

OOyca0BJIEHBI U3MEHEHUEM YHCIa XPOMOCOM.

Honunnonaus — KpaTHOE TaIVIOMAHOMY YBEJIMYEHUE 4YHUCIA XpOMOCOM: 31 —
TPUILION, 411 — TETPAIUTION . Y YeJIOBEKa JaHHAs MyTalus JIETalbHa.

['erepomyionivg — HE KpaTHOE TAINIONIHOMY YBEIMYEHHUE WM YMEHbIIECHUE YHCIIa
XpOMOCOM.

Tpucomus — ogHa XpoOMOCOMa B Mape JIUIIHSASA.

MoHocoMHS — OJJTHOM XPOMOCOMBI B ITape HE XBATACT.

VY d4YenmoBeka XOpOIIO H3YYEHO HECKOJIBbKO 3a00JeBaHUM, NPUUMHON KOTOPBIX
SABJISIETCSI K3MEHEHUE YHCIIa XPOMOCOM.

Tpucomus o ayrocomam:

ITo 21-it xpomocome — cunapom ayna(47; xx; 21+)

[To 18-i xpoMocome — cunapoM DaBapaca(47; xx; 18+)

ITo 13-it xpomocome — cunapom Ilaray.(47; xx; 13+)

TpucomMust 1o MOJIOBBIM XPOMOCOMAaM:

XXV — cunnpom Knaitadenbrepa(47; xxy; )

MoHOcOMHS IO TOJIOBBIM XPOMOCOMAaM:

X0 — cunapowm lllepemeBckoro — Teprepa.(45; x0)

OO06Hapy)KMBAIOTCS TeHOMHBIE MYTAITUU IIUTOT€HETUYECKUM METOJIOM.

XpomMocoMHbIe MyTallUU
OO0yCJI0BICHBI H3MEHEHUEM CTPYKTYPBI XpOMOCOM (cM. puc. 12).

A A A A A A
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Hopmans- K ' 4
Has TpaHc-
Xpomocoma Yrpara HAeneuwnsn Aynnukaums WHeepcusa nokaums

Puc.12. Buowvl xpomocommwix mymayuti
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1. BHYTPUXPOMOCOMHBIE:

Ecau pacnonoxeHue reHos B A B C E K

HCXO/IHO# XpOMOCOME IPe/ICTaBUTh | L\ || lrorma

a) aenenus (HeXBaTKa) — BbINaJieHHue A B E K

KYCO4Ka XPOMOCOMbI B cpeHeil nim I
KOHLIEBOI1 4aCTH XPOMOCOMBI A B C IOE |

(Hanpumep: CHHAPOM «kowayuil kpuk» 46; XX; 5p -)
ABCIOCIEK
0) aynnukauus (yBoeHHE) | | | | | |
B) MHBEPCHs — pa3pblB y4acTKa XPOMOCOMBI H NOBOPOT €ro Ha 180° u nmpu-
KpEIJICHHE K MECTY OTphIBa A B C K E ]I

2. MekXpOMOCOMHBIE [EPECTPOHKH MEKIY HErOMOJIOTHYHBIMH XPOMOCOMAMH.
AB CJIOFKLM
a) Tpaucinokauust — OTpLIB y4acTKa [ | | | | | |
OJIHOM XPOMOCOMBI H ITPHCOEJAUHEHHE €r0
K JIpyroHd HEroMOoJI0rH4HOH
(Hanpumep: cunapoM Jlayna: koraa 218 xpomocoMa npucoeaunsiercs K 15-i)
O0HapyKHBAKOTCA XPOMOCOMHBIE MYTALIHH IHUTOICHETHYECKHM METO0M.

I'ennble MyTanumn

OO0ycrioBNIeHBI U3BMEHEHUEM B MpeJienax OAHOro T'eHa.

a) BCTaBKa HYKJIEOTHAA

0) BBINAJICHUE HYKJICOTH A

B) 3aM€Ha HYKJIEOTHA:

TpancBepcuss — NPOUCXOIUT 3aME€Ha MUPHUMHUAMHOBOIO a30THUCTOIO OCHOBAHMS
(ITY) na mypunosoe (Al')

Tpancuuzus — 3aMeHa IypUHOTO OCHOBAaHUSI Ha IIyPUHOBOE WJIM MUPUMUIUHOBOIO
Ha MAPUMHUJIMHOBOE.

B pesyibTaTe TEeHHBIX MyTalui BO3HUKAeT OOJBIIMHCTBO OoJie3HEW oOMeHa
BEIECTB (PH3UMOIATUU: (DEHUTKETOHYPHS, TaJTaKTO3EMHUSL. .. )

BhIsSBIISAIOTCS TaHHBIE MYyTaIllUU OMOXMMHYECKUMH METOIaMH.

1.2. Kom0uHaTHBHAsi ©3BMEHYUBOCTH

OT0 KoJNIeOaHWE POJUTEIBCKHX T'E€HOB, KOTOPHIC MPHUBOIST K TOSBICHHIO HOBBIX
npu3HakoB y gereidl. OHa oOecrieunBaeTcss KpoccumHroBepoMm B mpodaze | meiiosa,
CBOOOJHBIM KOMOMHHMPOBAaHHUEM TE€HOB M XpOMOCOM B MeTadasze MHUTO3a, CIy4dailHOU
BCTpEYEH raMeT ¢ pa3HbIM HAOOPOM I'€HOB IPU UHTEHCUBHON MUTPAINH JIIOJIEH.

Hampumep, nacnegoBanue rpynm kpoBu 1o cucteme ABO: ecnu poautenu
rerepo3urotsl |l u Il rpynmel, To netu y Hux Moryt ObiTh |, IV rpyrm, KOTOpBIX HET Y
pOIUTENEN.

2. MexaHu3Mbl, 00ecrneYynBalolIne NOCTOSTHCTBO N'eHETHYECKOT0 MaTepuaJa

MyTanuu B €CTECTBEHHBIX YCIOBUAX BO3ZHHKAIOT ¢ uacTorod 10°-107, mo mpu
BO3JICHCTBUM MyTareHHbIX (DaKTOPOB YACTOTa UX MOXKET Bo3pacTtarh. HecMOTpst Ha TO, 4TO B
MpUPOJIE€ TOCTOSHHO MJAET MYTAllMOHHBIA  MPOIECC, CYIIECTBYIOT  MEXaHHU3MBI,
o0ecrnevynBaroniue yCTOMYMBOCTh TEHETHUECKOTO MaTepuaa:

a) TUTUIOUTHBIA HAOOP XPOMOCOM;

0) nBoiinas crimpans JITHK;

B) BBIPOK/ICHHBIN T€HETUYECKUN KOI;

I') IOBTOPHI HEKOTOPHIX T'€HOB;
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1) penapanus (BOCCTAHOBJIEHHE NOBPEKIAEHHOW CTPyKTypbl Mousekyisl J[HK),
ocyuiecTBisiemMas CeUPUIECKUMU PEPMEHTAMH KIIETKH.
4. CymiHocThb 0JIM3HEI0BOT0 METO0/1a B U3MEHYNBOCTH
1 00J1aCTh NIPUMEHEHU
Ban3HenoBbIii MeTOJ — MO3BOJISET OLEHUTh BIMSHHE BHEIIHUX U BHYTPEHHUX
(akTopoB cpeibl Ha TEHOTUN, (EHOTHUIl (BBEIEH B MEIUIMHCKYIO IpPAaKTUKy B 1876r @.

["anpToHOM)
- MoHo3uroTHsle OJIM3HELBI — pa3BUBAIOTCA W3 OJHOM OIUIOJOTBOPEHHOU
SIMIIEKIIETKH.
- JluzurotHele ONMW3HENBl — pPa3BUBAIOTCA W3 HECKOJIBKUX OIJIOJOTBOPEHHBIX
SAUIEKIIETOK.

MoHO3UTOTHBIE OJIM3HEIBl MUMEIOT OAMHAKOBBIA TE€HOTHUI, PA3IUYME 3aBUCUT OT
(hakTOpOB BHEIIHEH CPEIbI.

briusuers MoryT ObITh:

- KOHKOpAAHTHBIMH — OJITMHAKOBBIE 10 KOHKPETHOMY ITPU3HAKY.

- JIUCKOpJIaHTHBIMU— pPa3HbIE N0 KOHKPETHOMY MPHU3HAKY. KOHKOPJAHTHOCTH UX

BBIIIE, YEM Y TU3UTOTHBIX.

T.K. MOHO3UTOTHBIE OJIM3HEIBI UMEIOT OJMHAKOBBII T'€HOTHII, TO

Bnussnue HacnmencTBeHHocTH Ha  3a00ieBaHUS  OMpeNeNstoT 1o dopmyne
Xonsruarepa: H+E=1, rne H-xoaddunuent nacnemyemoctu; E-kordduimeHt BiusHUS
Cpelbl.
_ Kub - Kob
 100% — K06
OJIM3HEIIOB; MO — MOHO3UTOTHBIE OJIM3HEIDI, 1D - AU3UTOTHBIE OJIM3HELIBI.

H onpegensior no d¢opmyne: H rae  K-KOHKOpJIaHTHOCTh

5. HHonmyaSIMMOHHO-CTATUCTHYECKUN aHAJIN3

IonmyIAMOHHO-CTATHCTHYECKHIT MeTOod — JaéT BO3MOXXHOCTH pacCuMTarh B
HOMYJISIIUN YaCTOTY HOPMAJbHBIX M IMATOJOTMYECKUX T€HOB M TE€HOTHUIOB IO (opmylie
Xapau-BaiinOepra.

p? +2pq + ? = 1, rze:

p? — 4acTOTa JOMUHAHTHBIX TOMO3HIOT;

2pQ — 4acToTa reTepo3uroT;

(>~ 4acTOTa PELECCHBHBIX TOMO3HUIOT.

Hanpumep: yacrora ®KY B nonynsuuu 1:10000, 3HauuT

g>=0,0001,9=0,01,p+g=1, Tormap=1-g=1-0,01=0,99,

a?2pg=2x0,99 x0,01 =0,0198 — 0,02 wnu 2 % 3HauUUT, 4ACTOTA TETEPO3UTOT IO
reny ®KVY B uzyuaemoii nonysmsiiuu 2 %.

Hampumep: @KV B pecniybnuke benapycs — 1:6500, Apctpuu - 1:12000.

3TO OMOTaeT MPpaBUIHLHON OpraHu3aluu MPOPUIAKTUIECKUX MEPOTIPUATUN.

IIpumepsl perieHust THNOBBIX 32124
3agauya 1
B 10’KHOaMEpUKAHCKHUX JKYHIJISAX JKUBET MOMYJSAIUS aOOpUT€HOB UYHCIEHHOCTBHIO
127 uenosek (Bkirovas nereit). Hacrora rpynmnsl kpoBu M cocrasisieT 3aech 64%. MoxHO
JIY BBIYUCIUTH 4acToThl Tpynnsl KpoBu N 1 MN B 3Toit nonynsauun?
Pemenue
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JI1si MaJoOYMCICHHON MOMYJSIUUA HENb3s MPUMEHUTh MAaTEeMaTUYECKOE BBIpaKCHHUE
3akoHa Xapau-BaiinOepra, mosToMy paccuMTarh YacTOTHl BCTPEYAEMOCTH TEHOB
HEBO3MOXHO.

3agaua 2

bonesnr  Teii-Cakca, 00yciOBIIEHHas ayTOCOMHBIM  PELECCHUBHBIM  T'€HOM,
HEU3JICUUMa; JIIOJIU, CTPaJaroiue 3TUM 3a00JieBaHUEM, YMHUPAIOT B JIeTCTBE. B oaHOl U3
OONBIINX TOMYJISALMN YacToTa pokJaeHUs OonbHBIX neted coctaBiseT 1 : 5000.M3menurtcs
T KOHIEHTpAIMs IMaTOJOTUYECKOr0 I'eHa M 4YacTOoTa 3TOro 3a00JIeBaHUSA B CIEAYIOIIEM
MMOKOJICHUU JAHHOM MOITYJISLINU ?

Pemenue

Odopmisiem ycioBue 3a1a4u B BUJIC TaOTHIbI:
[Tpu3nHak I'en I'enoTun
bonesnp Tein-Cekca a aa
Hopma A A-

[IpousBoarM MaTeMaTHYECKYIO 3aIIUCh 3aKOoHa Xapau-BaitnO6epra
p+q=1,p>+2pq+g°=1.
p — YacToTa BCTPEYAEMOCTH TeHa A;
( — YacToTa BCTPEUYaeMOCTH I'eHa a;
p? — 4acToTa BCTPEYAEMOCTH JOMHHAHTHBIXTOMO3UTOT(AA);

2pg — 4acToTa BCTPEYAEMOCTH T'€TepO3UTOT (Aa);

(J>— 9acToTa BCTPEYaEMOCTH PELIECCUBHBIX TOMO3HUTOT (aa).

N3 ycnoBus 3amaun, cornacHo ¢opmyse Xapau-BaitnOep-ra, HaM M3BECTHA 4acToTa
BCTpEYaeMOCTH OONBHEIX AeTell (aa), T. e. g= 1/5000.

I'en, BBI3BIBaIOIIMIA JaHHOE 3a00JieBaHUE, MEPEeHIeT K CIeayoueMy MOKOJICHHUIO
TOJIBKO OT TETePO3UTOTHBIX POJIUTENEH, MMO3TOMYy HEOOXOAUMO HaWTH 4YacTOTy
BCTPEYaEMOCTH reTepo3urotT (Aa), T. €. 2p(g.

q=1/71, p=Il-q=70/71, 2pq - 0,028.

OmpezenseM KOHIICHTpAIMIO TeHa B cieayromeM mnokojgeHun. OH Oyaer B 50%
ramMer y TeTepO3UroT, ero KOHIeHTpauus B reHodoHae cocraBiser okoio 0,014.
BepostHocTh poxkaeHus OGonbHBIX nerei %= 0,000196, uwan 0,98 ma 5000 HaceneHws.
Takum o0Opa3zoMm, KOHIIEHTpalMs MaTOJOTMYECKOro IeéHa M 4acToTa 3TOro 3abosieBaHUs B
CJIETYIOIIEM TOKOJICHUU JAHHOW MOMYJISIUN MPAKTUYECKU HE U3MEHUTCA {yMEHbBIICHHE
HE3HAYUTEIHHOE)

3agaua 3

BpoxieHHBI BBIBUX Oelpa HaclieqyeTcsi JOMHUHAHTHO, CPEIHSS TCHETPAHTHOCTD
rera 25%. 3aboneBanue Bcrpedaercst ¢ yactorord 6 : 10 000 (B. I1. Ddpoumcon, 1968).
Omnpenenute YUCIO TOMO3UTOTHBIX 0COOEH MO PEIECCUBHOMY T'eHY.

Pemenue

OdopminsieM yciioBHe 3aa4¥ B BHJIC TaOTHIIbI:
IIpusHax I'en ['enoTun
Hopma a aa
BriBux Oenpa A A-

Taxum oOpa3oM, u3 ycinoBus 3a1aud, corimacHo (opmyne Xapau-BaiinOepra, Ham
M3BECTHA YaCTOTa BCTPEUAEMOCTH TeHOTHIIOB AA u Aa, T. e. p>- + 2p(. Heo6xommumo HaiiTu
4acTOTY BCTPEYAEMOCTH I'€HOTHIIA aa, T. €. (2.

______________________________________________________________________________________________________________________|
I'EHETUKA  JIEKIIMA Ne5 BU/Ibl UI3MEHUMBOCTH U BUJIbI MYTAITAI Y YEJIOBEKA. ®AKTOPBI MYTATEHE3A 7



U3 dpopmynsl p*+ 2pg + g =1 ACHO, 9TO YKMCIIO TOMO3MIOTHBIX IO PELIECCUBHOMY
rery ocobeii (aa) ¢ = 1 — (p? + 2pq). OnHAKO MPUBEIEHHOE B 3aa4€ YUCIO OOIBHBIX (6 :
10 000) npeacTasisier coboii He p>+ 2p(, a nuimb 25% HOCHTENEH reHa A, UCTMHHOE Ke
YUCJIO JIIOJIeH, MMEIONIMX JaHHBIA TeH, B 4eThlpe pasza Oosbiie, T. €. 24 : 10 000.
CnenoBarensHo, p>+ 2pg= 24: 10 000. Torma g2 (YMCIO TOMO3ZUIOTHBIX IO PELECCHBHOMY
re"y ocobeit) pasao 9976: 10000.

3anava 4

Cucrema rpymn kpoBu Kumn onpenensercs amiensubiMua reHamu 1k u 1k, Ten k2
ABJISICTCA JOMHHAHTHBIM 10 OTHomIeHMIO K reny |kB u nmia, umeromue ero, ABisorcs
KuI-osiokutenbHbiME. Yacrota reHa |k* cpenm Hacenenus . Kpakosa cocrasmisier 0,458
(B. Coxa, 1970).

YacTora KUII-TIONOKUTEIBHBIX JtoAeH cpeau HerpoB coctaBisier 80% (K. LlrepH,
1965). Onpenenute TeHETHYECKYIO CTPYKTYPY MomyJsiiuu r. KpakoBa 1 HETpoB MO CUCTEME

Kunn
Pemenue
Odopmisiem ycioBue 3aa4ul B BUJIC TaOTHIIbI:
IIpnusHax I'en I'enoTun
Kupa-nosioxxHrenbHas KpoBb K"
Kunn-orpunarenapHast KpOBb IkP ftp Ik»

[IpousBoaMM MaTeMaTHYECKYIO 3aluch 3aKoHa Xapau-BalinGepra

P+g=1,p>+2pg+g?=1

p — uacTora BcrpeuaemocTu rena Ik?;  — uacrora Berpeuaemoctu rena Ik?; p? —
94acTOTa BCTPEUAEMOCTH JIOMHUHAHTHBIX TOMO3ZUTOT

(Tk*1k®);

2pq — uacTora BcTpedaemoctu reteposuror (1k1kB);

(> — 4acToTa BCTpeyaeMocTH pereccuBHbIX romosurot (IKEIK?).

Takum oOpa3oM, W3 ycinoBus 3amadd, corimacHo gopmyne Xapau-BaiinOepra, Ham
M3BECTHA YaCTOTA BCTPEUAEMOCTH JOMUHAHTHOTO TeHa B momyisiiuu KpakoBa — p = 0,458
(45,8%). Haxoaum yacTtoTy BcTpedaeMOcTH perieccuBHoro rera: = 1 — 0,458 = 0,542
(54,2%). PaccuntbiBaeM reHETHUECKYIO CTPYKTYpY nomyisnuu r. KpakoBa: yactora

BCTPEYAEMOCTH JJOMMHAHTHBIX romMo3urot —p? = 0,2098

(20,98%); yactora BcTpeuaeMocTu retepo3urot — 2pg = 0,4965 (49,65%); yacrora
BCTPEYAEMOCTH PELIECCUBHBIX roMO3UroT — (2= 0,2937 (29,37%).

Jlis HerpoB, W3 YCIOBHUS 3a/Jlauyd, HAM HW3BECTHAa YacTOTa BCTPEUAEMOCTH
JIOMMHAHTHBIX TOMO3MIOT M TeTepo3uroT (NpM3HAK IOMMHAHTHEIN), T.e. p’+ 2pq = 0,8.
Cornacuno ¢dopmyne Xapau-BaitHOepra, HaxoAuM YacTOTy BCTPEYAEMOCTH PEIIECCHBHBIX
romosuror (Ik*IK®): g2 = 1 — p? + 2pq = 0,2 (20%). Temepsr ompenensieM YacTOTy
peneccuBHoro rena Ik®: g= 0,45(45%). Haxonum gactoty BecrpeuaemocTtH rena Ik p =1 -
0,45 = 0,55 (55%); uacToTy BcTpedaeMocTu momuHaHTHBIX romosuror (Ikik?): p? = 0,3
(30%); wactroty Bectpeuaemoctu rerepo3urot (1k*1k?): 2pg= 0,495(49,5%).
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3Haere JiM BbI?

UTo MMEHHO MyTalMM TO3BOJIUJIM BBIBECTH MOPOAY CBHMHEW, Narolryro OoJibliee
KOJIMYECTBO MACAa; MMEHHO MYTalUd IOMOTJIM B CO3JaHUM KOPOB, AAIOMIMX OoJIblIe
MOJIOKa; IMEHHO MYTallMU MPUBEIU K MOSBJIEHUIO MOPO30YCTONUMBON MIIEHUIBI U TPOYUX
MOJIE3HBIX 3J1aKOB. B pe3ynbTare myTtamuii (Ipu ymesnoM oTOOpe pacTeHHil) ObUTH CO3TaHBI
TaK Ha3bIBa€Mbl€ CEIbCKOXO3SIICTBEHHBIE U CaJIOBbIE KYJIbTypHbIe pacTeHus. Ho mouemy-To
9TM MyTaluu TPUHATO CUYUTATh €CTeCTBEHHbIMH! XOTS, €clu CclefoBaTh JIOTHKE,
UCIIOJIb30BaHUE B pa3BEJACHUM KOIIEK M C€00aKk WHOpujauHra (OJIU3KOPOACTBEHHOTO
CKpEIllMBaHMUs) HHMKAaK HE Ha30BEellb €CTECTBEHHBbIM. Belb MNMpH TakoM CKpeUMBaHUU
BBIBOJISIT MOTOMCTBO OT OpaTheB M CECTEep, CHIHOBEH W MaTepeil, OTIOB U Jouepend. Y
YelloBeKa TMOJ00HbIE OTHOUIEHUS B CEMbE HA3bIBAIOTCS HWHIECTOM M MpecledayroTcs
3akoHOM. B Ouonornu HempuMeHMMa MopajbHas OIlleHKa MyTanuil. Bce wmyrtanuun
€CTECTBEHHBIC. A BOT Y’ BJIHUSHHME ATHX MyTal[Mii Ha TOTOMCTBO MOXET ObITh HETaTHBHBIM
WM MO3UTUBHBIM. [IprueM Hepenko npu OmmkaiiieM pacCMOTPEHUU TPYHO MOHSTH, KaKas
MPOM30LLIa MyTalusi — ToJie3Has uiu BpenHas. HaBepHoe, eciiv Obl ThICAYM BEKOB Hazaj
HE TPOM30ILIA ClydyailHas MEpecTaHOBKAa TE€HETUYECKUX OJIOKOB B TE€HOME JIPEBHEIO
4ejoBeKa, Mbl 10 CUX Mop Oeranau Obl MO JUKYHIJIIM C KaMEHHbIM TonopoMm. VIMeHHO
MyTallM1 MbI 00s13aHbl Pa3BUTHEM HAIIEr0 MO3Ia.

B Hayke cyiiecTByeT NOHITHE KPOCCUHIOBEpA, TOUKO-BOM MyTalluu, MHBEpCcUH. BoT,
COOCTBEHHO, ITyTH [yl MyTallul I'€HOB.

IlepBblit myTh — HanboJIee CTaHAAPTHBINA. DTO OOBIYHOE MEPEMEIINBAHUE OTLOBCKUX
U MaTepUHCKUX T'€HOB Ipu oOpa3oBaHMU 3MOpHOHA. OTLOBCKHE M MaTEpUHCKUE TI'EHBbI
UMEIOT €IMHULBI HACJIEACTBEHHOCTH, JOCTABIIMECS WM OTCAaMbIX JAPEBHHUX IPEIKOB, U
Oosiee MOJIOJIbIE — HAIpUMEp, MOIYUYEHHBIE OT MpajeAylIKH, KOTOPbI, B CBOIO OYepellb,
HOJIYYMJI UX OT OJHOIO M3 CBOMX IHPEIKOB HJIM Yy KOTOPOTO B pe3yJbTare OIIMOKU
KOIMMPOBAHUS CITydyaliHO 00pa30BaJloCh YHUKAJIBHOE cOUYeTaHUEe OyKB HYKJICOTUAHOTO anda-
BUTA. Tak 4TO B KaKJIOM M3 HAaC KUBYT I'€HbI JPEBHHUE U I€HbI MOJIOABIE, U BCE BPEMsI, IIPH
Ka)X/10M 00pa30BaHUM HOBOM JKU3HU, 3TU T'€HbI TACYIOTCS U TaCYIOTCS.

Jlpyroii myTh — TOYKOBasi MyTalusi — OOBSICHAETCS CAMUM Ha3BaHUEM. DTO OLINOKa
peIIuKaluy, CpoAHU ornedarke. Hampumep, B KHUTE€ BMECTO <«Iyr» HameyaTaHo *IyK».
Wzmenuncsa cmbicn? Koneuno. Tak W mpu TOYKOBOM MyTalMM «HENpaBUJIbHas OyKBa»
HEPENKO IMOJTHOCTBIO MEHSET 3HAUYE€HUE BCEH MHCTPYKUMH. B oAHMX ciydasx 3TO UAET Ha
I10JIb3Y 3BOJIFOLIUH, B IPYTUX — BO BpEL.

Kpome Takoro tuma omumOOK €CTh €Ille WHBEPCHUs, TO €CTh IEPECTaHOBKA IIEJION
rpymnnsl 3HakoB. MHOra yacTh XpOMOCOMBI IIPU KOMUPOBAHUH ITOBOPAYMBAETCS HA00OPOT
WIM IIPOCTO IE€pEMEIIAEeTCsl B JIPYroe MECTO, BKIMHUBAETCA B YXKE 3alMCAHHYIO
MHCTPYKIMIO 1151 cOopku. OKa3aBIIMCh B HOBOM MECT€, TAaKOM YYacTOK CIEIJISeTCs C
COCEHUMHU T'€HaMH, W OOpa3yIOTCS HOBBIE KadecTBa: KBAJApPATHBIH NOMUIOP (peasibHOe
n300peTeHne TreHeTHKoB M3pawis) WM  MOPO3OCTOMKHI BHHOTpaa  (IOCTHXKEHHE
MUYYpPUHIIEB). OTH HOBBIE Ka4eCTBA MOXKHO IOJIyYUTh CIlydailHO (T€H cam 1o ceOe BcTal
HE Ha CBOE MECTO) WJIM UCKYCCTBEHHO, METOJIOM IEPEHOCA y4acTKa XPOMOCOMBI B HY’KHOE
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MecTo; Kakum Obl crtocoOoM HM ObUIO JOCTUTHYTO 3TO M3MEHEHHE, Ipouecc o0pa3oBaHuUs
HOBOT'O PACTEHUSI WJIM )KUBOTHOTO MPOUCXOJIUT BIIOJHE €CTECTBEHHBIM ITYyTEM.

B Ououmkenepun xak pa3 u uaetr paboTa ¢ MyTallell B pe3ylibTaTe MepPeCTaHOBKU
WU BBEJICHUS YY>KEPOJHBIX IeHOB. HeT HHUYero CTpamHoro B «TOHKHUX OMEpAIUsIX» Ha
ypoBHe kietku u JJHK. Ha camom gene cenekimonepsl pabOTalOT CO CBOMM MaTepHalIOM
«JIOMAaTOI», a TEHETUKU — OMOJIOTMYECKUMU OPYIUSIMH TPyJia, B OCHOBHOM BHUPYyCaMH.
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