INekumna 3. 'eHHble myTauun.

OnpepeneHue.

Knaccudukaumsa reHHbIX MyTauun.
HomeHKnaTtypa reHHbIX MyTauum.
3HaYEHME FEHHbIX MyTaLu.

buonorn4yeckne aHTH MYyTalUUOHHbIE
MEXaHU3MBbI.

CBouncTBa reHa.

abkowbdh -~
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[lpoaonxaem roBOpuUThb O peakymnax
c yyactmem HK

* Pennunkauna (camoygsoeHnmne OHK)

* PekombuHaums (0bMeH yqactkamn mexay
monekynamu HK)

* Penapauunsa (camoBoccTtaHoBneHne [HK)
* TpaHckpunuua (cnHtes PHK Ha JHK)

« ObpaTHaga TpaHckpunums (cuHted HK Ha
PHK — y HekoTopbIX BUpYCOB)

* MyTnpoBaHue (M3MeHeHne CTPOEeHUS

NHK)




[MlpeaynpexnpeHue!

INekuuna nony4ymnacb TpyaHas
ana socnpuaTtua. lNoxanyucra,
HE NblITaUTECb CMUCbIBATb BCE,
4yTO OYOET Ha 3KpaHe, a B KOHLIE
NOCOBETYNTE, YTO ObINO Obl
nydlle yopatb BooOLLE.
Cnacunbo!



«He owmnbaeTcs TONbLKO TOT, KTO
HAYero He AaeriaertT» HapogHaa mygpocTb

* B xoge pennukaumm n pekombmnHauum
NOCTOAHHO BO3HUKAIOT pasfinyHble
HapyLleHusa B cTpykType QHK n
XPOMOCOM, KOTOPble pacno3HakTCA U
McnpaBnsarTCA CUCTEMaMK penapayui.
HapyweHna B Xxoge aTUX «Tpex p» MoryT
NPUBOOUTL K MyTaUUAaAM.



* HapyweHunsa B ogHou 13 uenen JHK —
9TO elle He myTayums!

*MyTOH — HaUMeHbLLaAd
egnHMua myTtTaumum —
paBeH nape
KOMNNeMeHTapPHbIX
HYKNeoTuaoB.






[eHHble myTauumn — noodbLIE
N3MeHeHusA nocriegoBaTeNibHOCTMU
HYKreoTUaoB reHa
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HanomunHato: CTpoeHue reHa ayKapuoT.



YHUKanNbHble — 04HA
Konusa Ha reHom

CTPYKTYPHbIe — KOOMNPYIOT
/ 6enok nnn TPHK nnn pPHK

e [eHbI

N\ perynatTopHbie — perynmpyrot paboTy
CTPYKTYPHBbIX

noBTopsAtoLmMecs



Knaccudbunkaumsa myrtaumnm




[1o npnynHe

* CNOHTaHHbIEe — NPUYNHaA HE ACHa

* MHQyunpoBaHHbIe — Bbi3BaHb
MyTareHamu

* MyTareHbl — dakTopbl, Bbi3blBatoLLME
MYyTaLNK:

dbmsnyeckne — Hanpumep, Temneparypa, pagmayms
xumuyeckne — Hanpumep, HNO,, unput
buonornyeckne - Hanpumep, BUPYyChb



[10 ypOBHIO

* [eHHble —M3MeHeHusa B npegenax ogHoro

reHa

e XpOMOCOMHbIe — U3MEHEHUNA CTPOEHUS
XPOMOCOM

* [eHOMHbIe — N3MEHEHUA KONMM4ecTBa
XPOMOCOM

CerogHa mbl obcyxXpaem
TONIbKO reHHble myTauunu!



[1o mexaHn3mam

OCHOBHbI€ TUMbI NTEHHbIX MYTaLUMA:

3aMeHa HyKneoTtugos
BCTaBKa unu BbinageHue
HYKneoTuaos

nepeBOpoOT HyKneotnaos Ha 180-

(Be3pe umeloTcs B BUAY Napbl HYKAeOoTUAOB)



[locnencTesmnga 3amMeH Uy BCTaBoOK/

BbinageHU OAHOU Napbl
HYKINEeOTUOOB (Ha npumepe NpocToro Tekcra)

THE CAT SAW THE DOG l
U3menenne Yrpara 0AHOI BCTaska OAHOI
OAHOK GyKebl byxen bykBbl
e
THE BAT SAW THE DOG THE ATS AWT HED OG THE CMA TSAWTH EDO G
THE CAT SAW THE HOG ‘ t
THE CAT SAT THE DOG Yrpara C Bcraska M
ToykoBas MmyTaums MyTauus caeura MyTaums casura

PAMKK CYUTBLIBAHUA PAMKH CYUTLIBAHMA




3aMeHbl HYKNeoTUa0B He
0b0s3aTenbLHO BeAyT K UBMEHEHUIO
CMbICIna reHETUYECKOW
MHOpMaL MK

* MncceHc (missense)-n3meHaeTcCH
aMMWHOKMCIOTa B bernke

« CaunneHT (silent)- ammMHOKKCIOTa He
MEHSAETCH

* HoHCceHC (nonsense)- BMECTO KoAoHa ans
aMWUHOKNUCNOTbI MNOSABAETCA CTOM-KOA0H






*MucceHc mytauums. [lpumep — cepnoBnaHoO-

KInetToydHad aHeMW4.

«3amMeHa napbl HYKIeoTNO0B rnpueena K 3aMmeHe aMUHOKUCIOTbI B Oerike,
T.€.M3MeHnNacb nepBuYHas CTPyKTypa, YTO NOBNEKII0 N3MEHEHNE
BTOPUYHOW, TPETUYHON N HYETBEPTUYHOU N POPMbI 3PUTPOLMTOB.
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He ans 3anomMunHaHus!

LOedekT reHa HBB (*141900, 11p15.5). HbS obpasyetca B
pesyrnbrarte 3aMeHbl BanunHa Ha rfyTaMUHOBYHO KUCTIOTY B
nonoxeHun 6 b-uenn monekynel Hb. B BeHo3HOM pycrne HbS
nonumMepusyeTca ¢ PopMmnMpoBaHNEM ONUHHbLIX LIEMNEWN,
9PUTPOLNTLI CTAHOBATCS CEPMNOBUAHLIMU. JTO Bbl3blBAET
yBernunyeHmne BA3KOCTU KPOBU, CTas; co3gaeTcs MexaHn4eckas
nperpaga B Mesfikux aptepuonax n kanunnsapax, 4To npusoguT
K TKaAHEBOM ULleMunn (C YeM cBsi3aHbl DoneBble KPU3bl).
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HoHceHC MyTauna MOXeT BO3HUKHYTb

KaK B pe3ynbraTte 3aMeHbl HyKneoTtuaa,

TaK U Npu caBure pamMky CHUTbIBAHUS.
[Tpumep: rpynna kposu 0.

Y niogen ¢ gaHHOM rpynnon KpoBU B
reHe npomn3oLusio BbiNageHue
(oeneuunsa) ogHOro HykneoTnaa — B
pe3yrnbrate BO3HUK CTOM-KOOOH.
CUHTE3NpyeTCA KOPOTKUN U
HeaKTUBHbIN BENOK-QEPMEHT.



AHTUreHbl AV u B% — onurocaxapuabl, CUHTE3UPYIOTCH U3
aHTureHa H # nog gencrenem denkoB-goepmMeHTOB A
(annens ') unu B (annens IP). MyTtaumsa «0» B reHe
(annens [°) npuBena kK o6pa3oBaHNO0 HeaKTUBHOro 6ernka.

Nr’pynna0(H) TIpynnaA(A) TIpynnaB (B) [pynnaAB (A uB)

S DR e
DO:Q DQ:
, = [Yv—)
MembGpaHa apuTpouuTa Vv %

Pa3HbIMUA aHTUT€EHaMU



* BbinageHuUs U BCTaBKU OONbLUOIO
ymcna HyKneoTnuaoB YacTo ABNAKTCS
HapyLleHnemM pekoMonHaLuun
(HepaBHbIN KPOCCUHIOBEP).
[Tpumepsbl: cuHapom MapTuHa-benn
(YyMCTBEHHAA OTCTasNoCTb,C
doparnnbHon X XpOMOCOMOW)



MyTauwnn co BctaBkon DONbLLOIO Yyncna
HYKNneoTmnaoB — DonesHy aKkcnaHcum
TPUHYKNEOTUOHbLIX MOBTOPOB

TpuHyKneoTMpHbie  Yucno Yucno Tun
noOBTOpPDI 8 HOpME y 60onbHbiX  HacnepoBaHus
Boneaub CAG 6-35 36-120 ayTOCOMHO-
[EHTUHITOHA DOMWUHEHTHBA
MuoToH1YecKas C1G 5-35 >200 aYTOCOMHO-
AUCTROPUA NOMWHAHTHLIA
MHIPOM NOMKO CGC 6-50 >200 X-ClUenNeHHH
K- XPOMOCOMbI LOMUHEHTHBIN

CrimnobynubapHan CAG 10-30 35-60 X+CLI@NNOHHbIN
MbILLEYHAs aTpodus NOMMHARTHLIA




CuHApomM NomMKon X XpoMOCOMbI (CUHAOPOM

MapTnHa-benn). CteneHb cHXeHUs
MHTENNEKTa TeM BbllLe, YeM Oorbliue BcTaBka LT

b' FMR-1 gene

HopMa
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Ele npumepsbl MyTauun ¢ BbinageHUem
PA3HOro Konn4yecrtsa HyKNeoTnaoB

He anga szanomuHaHus!

« leneunsa 3 HyKNeoTaoB — MyKOBUCLMAOO03

» [leneunn nnn nHcepumn (BCtaBKkn)
bornbLoro Yncna Hykneotnaos — MO v
MOB — mbilieyHble gnucTtpodunm [ioeHHa
(paHHAA U Tskenasa) nnu bekkepa
(no3gHAA u bonee nerkas)



Mykosucungo3s (cystic fibrosis), Hacnenyetca
ayTocoMHoO-peueccmBHo. Camasa Yactas
MyTauus — BblNnageHmne 3 HYKNeoTnaos
He ans sanommnanns!  (TPUMNNET 508)

non-CF CF

Mucostasis

Mucus Flow

Na* CiI- H>O

HapyLuaeTcs'-l BblAEJIEHNE CEKPETOB KEJ1e3aMi



OpraHbl, cTpagarouwme npu
Mykosucumngose (CF)

Mucus blocks
airways,

Mucus blocks
pancreatic Stomach

«bapabaHHble nanoyku» n

«4yacoBble CTeknay — NposiBleHns R
XDOHUYECKOI NEFrOUHOI MHIEKLMM MekoHuanbHbI nneyc — nposierieHne CF




KpynHble geneunmn (BeinageHusa) B
reHe auctpodomHa agarot ML
(MblLLeYHaa gucTtpodua [ioeHHa),
MHcepuun (Bctaesku) — MAb
(MblLLeYHas auctpoduna bekkepa),.
HacnenytoTtca X-cuenneHHo
peLeCcCmMBHO

He anga szanomuHaHus!



Extracellular matrix MD..U.

Dystrophin-associated
(glycoprotein complex g
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C-terminus
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[Ipogomknum pasroBop O
Knaccuukaumm reHHbIX MyTaumm



[1o nokannsauuun B reHe. Ecnn
MYyTaL A NMPONCXOAUT
° B KOOUPYHKOLLUEN YaCTU — CUHTE3 bernka

MOXET N3BMEHUTLCA Ka4YeCTBEHHO
° B perynsaiTopHON YacTu — Hanpmmep, B
NPOMOTOPE — UBMEHNUTLCS KONTMYECTBEHHO

°* B MHTPOHaX — HMU4Yero He byager —
HenTpanbHasa (CauneHT) mytayms



[1lo nokanusauum B XpOMOCOME

e AYTOCOMHbIE — B ayTOCOMaXxX
(HenmonoBbIX XpOMOCOMaX)

e X-cuenneHHble (B X Xxpomocome)
e Y-cuenneHHble (B Y)



[ 1o nokanusauumn B KreTke

e flpepHble

e LlnTonnasmaTtnyecKkue (HemMHorouncneHHsble,
HO TSKENble MUTOXOHAPUAaribHbIe O0fe3HN)

mitochondrion cytoplasm

MutoxoHapun umeroT
CBOIO KONbLEBYIO
OHK

Structure of a cell



MuTtoxoHAOpuanbHble
©orne3Hun nepegaroTcs no
MaTEPUHCKOWU NIMHUN U
3aTparnsatoT, MbiLLULbI,
3peHne, HEPBHYIO CUCTEMY

mitochondrion cytoplasm

Bce Hawun KneTo4YHble
opraHensbl OT MaMm, Nanbl
MPUBHOCAHAT TOJIbKO XPOMOCOMBbI




[1o nokanusauun B opraHn3me

e CoMaTn4yecKue (B KneTkax Tena, Yalle Bcero
— pakK), He nepeparoTcs OeTaAM

* [eHepaTUBHbLIE (B NOMNOBLIX KNETKax u
NPOABATCA TOMLKO Y MOTOMKOB)



[1o nocnegcTBuam

 BpegHble
* [lone3Hble
e HenTpanbHble



[1o npoaBneHunto B deHoTune

e lIoOMMHaAHTHbIE (NpoABnAITCA B dpeHoTUne
cpasy Kak B ToMO-, TaK U B reTepO3nUroTHOM
COCTOSAHWNN)

 PeLleccBHbI€e (NposBnAOTCA TONbKO B
FOMO3UFOTHOM COCTOAHUNN)



MHOXeCTBEeHHbIN annenunsm

* UeM annHHee reH, Tem 0onbLUE Y HEFO MOXET
ObITb MyTaHTHbLIX ansenen.

HopMa

MyTauuns
* Tak, BbigBneHo okosio 1000 myTauunn reHa
MYKOBMCUMNAO03a, OONbLIMHCTBO peakume.

« Camada vyactas mytauusa (50% cnyvaen) — del
508 — npnBOOUT K BbliNageHMIO peHnnanaHmHa B
nonoxeHunn 508 6enka n HapyLllaeT ero pabory.



HomeHKknaTypa reHHbIX MmyTauumu




[ eHbl MMeT Ha3BaHUA U MecTa Ha
Xpomocomax («npornncky»), Hanpumep:

* 15921.1 — bubpunnmH (MyTaumns Bbi3blBaeT

cuHapom MapdaHa)

* 07931.2 — TpaHCMeMOpaHHLIN perynatop (MyTtaums
NpPMBOANUT K MYKOBUCLINO03Y)

* Xp21.2 — anctpoduH (MyTauum - MmmonaTms

OioweHHa nnu bekkepa)

Hymepauuns
pPanoHOB MAOET
oT
LEHTPOMEPbI K
Tenomepam B
Ka)koM rnneye

A ON-_=2=2=2DND®

—_

__ KopoTKkoe nne4o p

— HrnnHHOE nne4vo q




HomeHKnaTypa reHoB 1 reHHbIX
MyTaLUN OCHOBbIBAETCHA Ha pPa3HbIX
nogxogax:

NMNooxop 1: 'eHeTn4yeckasa HomeHkNartypa (no
nameHeHusam B HK nnu 6enke)

[1n9 reHHbIX bone3Hen YyernoBeka:
lMooxoa 2: Mendelian Inheritance in Man (OMIM)
Moaxop 3: HasBaHua donesHen



[eHeTn4Yeckasa HoMmeHknartypa (nogxopn 1)
OCHOBaHa Ha onncaHum nameHeHnn B AHK vnu
berke. [Tpumepbl (3aHOMVIHaTb He Hap,o!):

B OHK

« 3821delT - BblMageHnda TUMUHA B
no3unuum Ne 3821.

* 2112ins13 kb — nocne Hykneotnga Ne
2112 Bctasunock 13 000 HykneoTnaoB
(13 knnobaa)

B BEJIKE

» delF508 — BblNnageHue oeHunNanaHnHa B
no3vumm 508

* N44(G — 3amMeHa acnaparmHa Ha rmuumvH
B no3vuuun 44

« W128X — 3amMeHa TpuntodaHa Ha CTor
TpUnNner

AnaHuH A Ana
ApruHuH R Apr
AcnaparvHoBasi
kucnorta D Acn
AcnaparmH N AcH
BanwuH V Ban
MmctnamH H Nne
MmuuvH G My
CnyramuHoBasi
kucnota E My

myTtamuHd Q MH

MN3onenuuH | Une
JlevumH L Nen

JTn3uH K Jlns
MetnoHunH M Met

MponuH P Mpo
CepuH S Cep
TuposuH Y Tup

TpeoHuH T Tpe
Tpuntocdan W Tpum

®deHunanaHvH F ®eH

LincrenH C Uuc

Cron-tpunnet X




OrpomHasi posib B cobnpaHum 1 onncaHmu
reHHbIX MyTauun y YernoBeKka NpuHaanexuT
Bukrtopy MakKbrocuky. OH Ha4an paboty no
COCTaBJIEHUIO perucTpa MyTauun.
(nogxopn 2)

(October 21, 1921 — July 22, 2008),



(OMIM - Online Mendelian Inheritance in Man)

Kaxpasi myTauvst nonyyaer  HHOMEPA FeHHbIX MyTaunm

6-3Ha4YHbIN HOMEP

100000-19
9999

200000-29
9999

300000-39
9999

40000049
9999

5 500000-59
9999

600000

(OMIM)

AyTOCOMHO-OOMWHAHTHbIE
AyTOCOMHO-pPELIECCUBHbIE
X-CLU€enseHHble
Y-cuenrneHHble
MuToxoHApuanbHbIe

AyTOCOMHbIe, onnucaHHbIe nocre 15
masa 1994 ropa



Ha3BaHung reHHbIX Oone3Hen He
cuctemaTmanpoBaHbl (nogxon 3)

e 9TO MOXET ObITb MPOCTO Ha3BaHMeE,
OCHOBAaHHOE Ha MposiBNIeHNN DONe3Hn —
axoHopora3us — «Hedopa3sumue xpsuw,a»

* MoxeT ObITb CUHAPOM, Ha3BaHHbIN MO
MMEHN y4eHOoro (4alle) — cuHOpom
MapagbaHa; nnn 60nbLHOro (pexe)

* MoxeT ObITb Bpockoe U HeOBbIYHOE
Ha3BaHWe — cuHOpoMm 2puma Kabyku,
CUHOpPOM c4Hacmiiueou KyK/ibl



AxoHaponnasusa (xoHgpoguctpodunyeckas

KapMMKOBOCTb)

OMIM 100800

MyTtauua B benke-
peuenTope K
c¢dakTopy pocTa
¢nbpobnacrtoB

Qm 0 D 1* wD

nnunr” nu f-‘noouon r*’ D000 Huonnn

>§> |

......../-‘ OO0 .QQ..‘.O.H ..0. ...Q.Q.QQ

Receptors with dofocﬂve

intracellular domains

cannot transmit signal  Mutant receptors can pair
with normal receptors,
but the heterodimer cannot
transmit the signal

(b) Dominant negative mutation




CuHapom MapdaHa
OMIM 154700

Fig.1

MyTauua B
Ba)XHOM Oenke
coeaMHUTEenNbH
OW TKaHU —
cnopunnuHe.

This person with '
the Marfan

NposiBneHms — ipbdin
BBLICOKUIA POCT, aeciris highe
ANUHHbIE
KOHEYHOCTH,
pacTsXumas
coefl. TKaHb.
Kak
cneacTtueme —
CKONuo3,
noaBbIBUX
XpycTanuka®,
aHeBpu3Ma

aopTbI**.




CunHapom «rpuma Kadbyku» OMIM 147920, s

4eM COCTOUT reHeTUYeCKnin gedoekT, noka He N3BECTHO




HekoTopble pacnpocTpaHeHHble reHHble 60ne3Hu

Cunapomel,
riomep no Maw-Kerocuxy

XpoMocomMHER
JDKAMIALHEG MEHA,
pa3lMenhd
(THIC. N.0. ), HCTOHBE

BeTpevaemocTs,
GeoK, pAaIMeEpLI B
AMHHOKHCIOTAX

THNL ¥ KOJIHYECTHO MY TALIMI,
MAMOPHEIE MY TRUHH

{8 cxobxax yKRIAHLI MACTOTHS
amnenell y GonnHEIX})

MykKoBHCUMAO3, BpaXkACH-
HOC OTCYTCTBHE vas de
ferens

219700

Muonarua /HomieHHA,
Bexkepa, xapaHOMHONaTHR
NeJTeHOHHAN

310200

Nemodirnrg A daxropa
VII aedmumr
306700

[evmodrna B, Kprersa-
ca, daxkropa [X nedpuiprr
306900

Pou BunneGpauvaa Go-
NE3HE
193400

DEHUIKETOHYPHA; THTIED-
denUIaTaNHHEMMR, MATKaR

261600

Jiew—Huxana CHHAPpOM,
HPRT-poacrts. noaarpa
308000

[MenayoaeTHKyNApHan
Acrevepauns Bunecona—
KoHopanosa

277900

He anga 3an

7q31. 2
CFTR. 500
260

27 3x30HOB

xXp2l. 2
DMD. 21
2000

73 >K30HAa

Xq28

F8C. 66
186

26 3K30HOB

Xq27. 1q27.2
F2. 400

34

8 axk3zosoe
12pler-pl2
FEVWT, 22
178

52 ax3oHa

§2q24. 1
PAH. 70

90

13 3x20HOR
Xq26-q27. 2
HPRT. 00
44

9 3aK3cHOB

13gl4. 3—321. i
Al B.3

OMUHaHuA!

}:2500 -- Eepona

1:3800 — Poccun

CF-TpancmemS&paH-
Ha A perynarop

1480

1:3500 Manbunkos
Auncrporn
3685

1:6500 manesuuxon

Daxrop Y1l creprei-
BAEMOCTH

2351

| : 20000 manesaxxon

Paxrop IX ceeprm-
na:ztloc-ru KPOBH

1:5 — 20000
Daxrop V111R csep-
THBAEMOCTH XPOBH

1:10 - 15060

QertananH Hr HAPO-
KCHIIA3A

452

I'unoxkcaarundoc-

prGo3IlTTpaKC-
pasa

217

Mege-

TPAHCNCPTHPYIOINAN
AT®aza P tun
1434

Toukosme—npecobnaaarOIUHE,
HebOoNBUME JENLIIHH K AYTUIH-
Kauus, Mmaxxopusic: de LFS0B --
30-90%, WI1272X-2-33%,
3732delA — 4%, 394delTT,
G542X, RI1i?H

Jeneurn MpoTaxeHHbIe —
60%; myTutAxaunn — 6-7%;
ACACUHK HECXONBXNX HYKNEC-
THAOCB — 7, HOHCCHC — Q. coradi-
CHHT — 3; MHUCCEHT - 1 HHCEep-
unx - 1

Heneuuun sxaonon — 31 ; muc-
CeHC — 21, HoHcexe — B maxkop-
HbIES, HHBEDCHA 26 — 25 sak30oHOB
— 45% ceneit

Muccerc u HoHceHs Gonee
60%,; conalcHur - 10%; perynar.
— 3,5%; nenenxw — a0 40% npw
TARECANX Popmax

Turn I v [1 — Muccenc; maxep-
Hre: R543W RS545C, V553M,
R578Q. Tun 11l — nenxavs |
HYXACOTHAA B 28 3K30HE, HOH-
ceHe — 4

Muccenc — 62%; noucerc —
13%:; cmattcnur — 13%; aeneunitt
-~ 9%, Maxopumie: 1¥VS12+1,
R408W, R261Q, RI5BQ, IVS190

MucceHe ~ 53%; neCombume
CIPYKTYPHME KH —
40%; cnaticnHT — 5%6. WoHcenc —
2%; mawoprnre: R170TER (15%)

MucceHc—15; aene-

UMK/ HHCEPLUHS—] 4; MaxOpHBIS—

H7140Q-31% » Amcpuxe, 22% B
CHH; | HYKNeOTHA neneinv

H1070G 1-28%; GI12671L—-10%



3Ha4yeHue reHHbIX MmyTaunmn




e 1N 6MONOrMKU: BO3HUKAKOT HOBbIE annenu

redoB, 4TO AgaetT Martepuasil a4
ecTeCrBeHHOIo 0T6opa N, crieaoBartesibHoO,

9BOJTOLMN.
o INsi MeanUMnHbI: CyLLIECTBYIOT rE€HHbIE

(MeHaenupytowme) 6onesHn, KOTopbIX
ONMMcaHoO HECKOSTbKO ThICSIY.






[TockonbKy O0NbLUMHCTBO MyTaLU BPEOHbI,
npupoaa BbipaboTana

dHTUMYTALNOHHDbIE ME€XaHU3MbI

e [1Be uenu JHK (3anacHas uenb)

* BbipOXXOeHHOCTbL reHeTU4Yeckoro koaa
(3anacHble TpUNNeThI)

e Hann4yme noBTOpAKOLLMNXCA FreHOB (3anacHble
reHbl)

e lunnongHocTb (3anacHou Habop XpPOMOCOM)
e Cucrtemsbl penapauuu (cnegut Ha yposHe [JHK)

* AMMyHHasn cuctema (Cnegnt Ha ypoBHeE
opraHmama)



Ho coBcem 6e3 myTaumm Hemnb3g!

Bpen ons
ocoom

nonb3a AnAa
3BOMNOLUN




HacToTa reHHbIX MyTauum

* CNOHTaHHble MyTaLNn BO3HUKAIOT
CaMOMNPOU3BOSIbHO Ha NPOTAXEHUN BCEWU XXN3HU
opraHmamMa B HOpManbHbIX 415 HErO YCIOBUAX

OKpYy>atoLlieun cpefbl.

* MeTop onpeaeneHnsa 4acToTbl CNOHTAHHbIX
MyTaLun y YyerioBeKka OCHOBAH Ha NOABIIEHUN Y
oeten JOMUHAHTHOIO Npu3Haka, ecrnn 'y
poauTenen oH OTCYTCTBYET.

* Y4yeHbI XonaewH paccymTtarn cpeaHtoro
BEPOATHOCTb NOSABMEHUA CMOHTAHHbIX MyTaLWH,
KoTopas okasanack pasHa 5 x 107 Ha reH
(nokyc) Ha nokorneHue.



MpuMepsl YacTOTl CNOHTAHHBLE MYTALMK ¥ YeNOBEKS
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CBouncTBa reHa
(He nyTaTb CO CBOMCTBaMM reHeTn4eckoro koaal)

[OuckpeTHOCTb (MMeET onpeaereHHbIN pasmep
N MO3NLINIO - NOKYC)

JlabunnbHOCTL (MOXET MYyTUPOBATb)
CtabunbHoOCTb (0OQHAKO MYTUPYET peako)

Cneundmn4vHOCTb (reH KogupyeT KOHKPETHbIN
6enok)

AnnenbHOCTL (B pesynbrare Mytauumn
BO3HMKAKOT BApPUaHTbI - annenm)

[MnenoTponHoCcTb (MHOXECTBEHHOCTb
OencTeuns)

[loaupoBaHHOCTbL OencTBms (4em borbLue
9K3eMNNApoB reHa B reHotune (4o03), Tem
cunbHee aPdeKT reHa)






