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DaKkTopbl reHeTU4YecKou 3BonUUn
peanbHOW NONyNALMKM, Hapywalouwue ee
paBHOBecHe:
 MyTauuoHHbLIW NpoLecc
* [lpevdh reHoB
 Murpauus
 EcTecTBeHHbLIN OTOOD
* (MHGpUAOUHr)



Pone daeneHus Mymayuu e usMeHeHuu
cmpyKkmypbi nonynayuu:

MyTauum — «NOCTaBLWMNKU» HOBLIX annenen reHoe

* MyTtauuu pasHoHanpaeneHHbl U B3aUMHO oGpaTuMbI
* Mpambie myTauum: A — a

 OGpaTHble myTauun: a — A

 Comatunyeckue v reHepaTtuBHbie!

* MoryT BNMATL Ha XU3IHECNOCOBHOCTL W
nNoAOBUTOCTL OCOGEen

* MoryT kak ycunueatb MyTabunNbLHOCTL NOKYCa, TakK U
cTabunusanporathb ero

* Mytaumm hopMUPYIOT reHeTUYECKNH rpy3
nonynauum



MyTareHes — OAHO U3 caMbix hyHaaMeHTanbHbiX Guonoruvecknx aeneHuii. Bee
6e3 NCKNIDYEHUA XUBble CywecTBa NoABEpXeHbl MyTauuam. CnydyaHoie
U3MEeHEeHUA B nocneaoeartenbHocTn Hykneotuaoe [1HK BoO3HMKAIOT Kak BO BpeMsA
pennukauvn monexyn [HK, Tak u B npomexyTkax Mexay akramv pennukauuu
(Hanpumep, nop AencTBUeM (PUINIECKUX, XUMUYECKUX N Guonoruieckux
MyTareHoB). BonbWWHCTBO MyTaLUui Cpaly NCNPaBNAEGTCA CUCTEMOW penapauun
AHK, HO pake CaMble CNOXHbIEe U COBEPLUEHHbIe CUCTEMbI penapaunn He
obGecneunBaloT abCONIOTHYIO 3aLLUTY.

Temn myTareHesa MOXeT pa3nuuyaTbCA Y Pa3Hbix OPraHU3IMOB, OAHAKO HU Y
O[lHOTO CyllecTeBa — OT BUPYCOB A0 Yenoeeka — OH He paBeH Hynio. Mytauuu
3aTparnealoT Kak koavpytowme, Tak U — ropasfo 4alle — HeKkoaupytowwue y4acTv
reHoma

MYTaLIMM no3BONAKT HaM ny4vuwe

npPUCNOCcabnuBaTLCA K
U3MEHAIOWWMCA YCNOBUAM BHELWHEW
cpenbl — Kak hU3n4eckum, Tak v
COUManbHbIM

MpuHumn AHHbl KapenuHowu: «Bce xopollo
NPUCNOCOGNEHHbIE CUCTEMBI UMEIOT
OQJVHaKOBbI€ 4epThl, a BCe

HenpucnocobneHHbie CUcTeMbl He
CNPaBNAIOTCA C afaanTauuen kaxaaa no-
cBOeMy - 8CrIOMHUMe, ¢ Kakoli ¢hpasbl (nNpo
cyacmnueble cemMbu) Ha4uHaemces
OOHOUMEHHbIU pomaH J1.H. Toncmozo




MNodcyumae pasnu4un e HelimpanbHbix (He Haxodaujuxca nNod deticmeueMm ombopa)
yJacmkax 2eHoOMa, MO)XHO CONnocmagume NONYYeHHbIU pe3ynbmam CO 6PeMEHeM XXU3HU
nocnedHez20 obwez0 npedka cpasHUeaembix 6U006 (HaCKOMLKO €20 MOXHO OUYeHUMb No
naneoHmMonoa2u4eckum daHHbIM). Coa2nacHo HelimpanbHOU Meopuu MoONeKynapHoU 360Moyuy,
CKOpPOCMb HaKONNeHUR HelmpanbHbix 2eHemu4YecKux pasnu4ul mexdy eudamu e udeane
domkHa 6bimb pagHa ckopocmu HelimpanbHO20 MymazeHe3a (3a 00HO NoKoneHue mexoy
deyma eudamu Hakannueaemcsa CMOoNbKo Xe pasnu4ul, CKONbKO HOBbIX Mymayul 603HUKaem
y Kaxdou ocobu). lNoamomy, 3Hasa epemna QueepaeHyuU, memMn MymazeHe3a MOXHO
paccyumams no chopmyne m = D/2t, 20e D — 4ucno HelmpanbHbix pasnu4ull Mexoy eudamu,
t — epems xu3HU nocnedHe20 obuje20 npedka e «noKkoneHusx Hasadx. [jeotika e ¢hopMyne
nosenaemca u3-3a moao, Ymo oba euda nocne pacxoxoeHus Hakannueanu Mymayuu
He3asucumo Opyz om dpyaa.

B nocnedHue 200bI 6nazodapsa NONHO2eHOMHOMY aHanu3y NoAeUNach 603MOXHOCMb
oueHuUeamb memMn MymazeHe3a («MONeKynapHbIe 4Yachbl» 360M1I0YUU) HaNPAMYIO, NPOCMO
CpaeHUean 2eHOMbI podumenel ¢ 2eHOMaMu UX NOMOMKO8 U NoAcYUMbIGan HO8bIe Mymayuu.
lMoseunucek u dpyaue NoOxoldkbl, 8 YaCMHOCMU, OCHOBaHHbIE Ha Naneo2eHeMU4YecKUx GaHHbIX.
Hanpumep, npoymeHue 2eHOMO8 HeaHOepmanbyee U dpyaux OpesHux modeu NO36oNUNo
oueHuUBamb memMn MymazeHe3a no Yucny «Hedocmaloujux Mymayut» 6 3mux 2eHoMax,

MmO ecmb N0 MOMY, HaCKONbKO MeHbUIEe 2eHemu4eckux omnu4uti om obuje20 npedka ycnena
HaKkonumb NUHUA, ebiMepulas 0ecamKku mbiCaY nem Ha3ad, No CPaGHEeHUIo C HaMu
Ce200HAWHUMUY. OMu u Opyaue Hoeble Memodbl dalom oueHku e duanazoHe om 1,0 x 10-2 do
1,2 % 10-2 3ameH Ha Hykneomud 3a nokoneHue, Mo ecmb 60-72 Hoebix Mymauul y kaxd020
HOBOPOXOEHHO20, U3 KOMOpbIx 3-7 Mo2ym bbimb 6pPEOHLIMU U Gaxe nemanbHbiMU (HO mak
KkaKk amo 6yGem 2emepo3u20mHOe HocCUmMenLCcmeo, Mymayuu 6 1 nokoneHuu Mo2ym He
uMemsb (heHOMUNUYECKo20 BbipaxkeHus, xoma bydym HakannueambCa 8 Nonynayuu 6 eude
«2eHemu4ecKo20 apy3a» U NPoAeNAMbLCA enocnedcmeuy).



reHemuyveckuu e2py3 nonynayuu — ee
HacblIWeHHOCMb peyeccusHbIMU
Mymayusmu

+ Teopemuyeckue pacyembl NoKa3bleaom, Ymo
CYMMapHasa eenuyuHa 2eHemu4yecKo20 2py3a

docmuzaem 0,2, m.e. 1/5 ecezo 2eHoghoHOa
coepeMeHHbIX nonynayul nodeepixeHa
MymayusmM, Komopbie NpPposaenaiomca KaK
npe- u NnocMHamanbHaa cMmepmHocmb, BlIP,
HacnedcmeeHHble 6onesHu, 6ecnnodue

* Benuvyuna eeHemu4ecko20 2py3a uHo20a
3HavYumensHo konebnemca om NONynNAYyUU K
nonynayuu



BennunHa reHeTUYECKOro rpysa B nonynaumax
(neTanbHble 3IKBUBaNEHTDI)

nonynauum 1 2 3 4 5 6 7 8

FrEHETUJEC-
KUA IPY3 1-3 7-8 66-7,2 13-20 13 148 1 4-6

1- Bpasunusa (6enble)
2 - bpasunusa (adopoamepukaHubl)
3 — CLUA (6enble)

4 — @PpaHumA =
5 — CeBepHas LWBeuus ‘
6 — UHaus ) { \ : _
[/ — TaHraHbukKa N ot

8 - Yexusa




MymayuoHHbIU Npoyecc B nonynaunun—
AaBneHne BHOBb BO3HUKaIOWNUX MYy TaLVN.

* YacTtoTta BOSHUKHOBEHUA HOBbLIX MyTaUU MOXeT
3aBUCETbL OT (PU3NONOrM4eCKoOro COCTOAHUA
opraHw3sma, Bo3pacra, ecTecCTBeHHOro poHa

pagvauvu u ap.

* [Mosbiwenue ypoeHa mymayuli do 0,001 He
umMeem cyw,ecmeeHHo20 3HaYeHus onsa
geposimHocmu poxxdeHus 60/1LHO20
pebeHka y KOHKDEMHO20 Yesioeeka, a e
nonynayuu — 3mo mbicavu 6onbHbIx demel



MyTauuu "6t @
/ \ L/ B r
JOMUHaHTHLIE PeueccusHbie
npOHBﬁngca BF, Hakannueaiorcn & S
nonynauun ¥
Mposensiiomcen e

peéyeccuBHbIX e2oMo3ueomax

BEPTNY>KHASA
BNAOVWHA




YHacmbie 6os1e3Hu Poccuu
(no daHHbIM MIHL])

~ AYTOCOMHO-PELIECCUBHBIE
ANATHO3
1 MM, NnosAICHO- 1:35 230
AYTOCOMHO-AOMWHAHTHBIE KOHEYHOCTHAS
L HMCH 1:17 261 2 ""MMKPochbAnM;I, ONMUro®PEHUA " 1:17 032 |

25 L HePoorsPomATO3 1:20575 § 3 [onuroopenus 1:15 493
3. |J{fes 1:31 363 3 TTwrwerriemn pervrnT 1. 22 560
4. L MUrMEHTHBIN PETUHMT 1:34 755
— 5 BPOXOEHHAS KATAPAKTA 1:33 400
5. L KatapakTA 1:19051 I
5. |. TG G 1:24 263 6 MXTUO3NDOPMHAS 3PUTPOOEPMUS 1:31 750
7. L MocTAKCUANBHAS NonMOAKTMAKS 1:37 273 HEMPOCEHCOPHAS TYFOYXOCTb
8_. L MHOXECTBEHHbIN NUNOMATO3 1:35720  X-CLEMNEHHO-PELECCMBHBIE (HA MYKuMH) |
0. UxTnos 1:4 816
El " VvonawMowsma || Le2is
10 || }|HECOBEPLIEHHbIN OCTEOrEHE3 1:39 567
_ 2. OnNUrooPEHUA 1:15 682
11 1/ 1|JanoHo-nomowWB. KEPATOLEPMUS 1:31127 3. |||Hwctarm || 1:30617
o i xvos [ i
12 |1 Cvnorom MaPoaHA 1:32973
) 5. FrEEmMoounusa A 1:23 814




Opewudc reHoBs:

* B manbix nonynaumMax umeeTca bonbluan
BEPOATHOCTL CNY4YauHOro pacnpeneneHusn
reHoB. MoCKoNbKy reHoTUNbLI NOTOMCTBA
onpenenAloTCA reHoTunaMm poauTeneun, To
YyeM MeHblle NONYNAUUA, TeM MeHbLe BLIGop
ANA POAUTENbLCKUX FAMeT, TeM WHTEeHCUBHee
npoTeKaeT B HeW npouecc apenda, uTo
NPUBOAUT K CHUXEHMUIO YaCTOTh! OQHUX
annenewv u yBenNU4YeHuio n 3aKpenneHuio

APpyrux

* Tak noseunuck «hUHCKUE», «eepPeucKue»
6onesHu, bonesHU «amMepuKaHCKUX MOPMOHO8» U
m.n.



[1pend reHOB — cny4anHoe «nosieseHue,

8blrJibieaHue» OAHUX U Kaxyllee «UCYe3HOB8€EHUue,
rnomoruyieHue» Apyrux annernien reHoB B OTAOENbHbIX
nonynAauunax




dpeudg) 2eHoe — cnyvYanHoe NU3MEHeHUe YacToTbl
annenew reHoB Npw nepexoae NoNynauuu B
cnepnywouliee NoKonexHue

Annensb a

S

< MoXeT NONHOCTLIO < MoXeT 3aKpenuTLCA
SNMUMUHUPOBATLCA («3aghchexm

(Toeda annene A
cocmaeum 1,
unu 100%)

poOoHavYanbHUKa», unu
«3¢hhexkm ocHOBamenn»)



[Mpumep adppekTa ocHoBaTENA Y
yesioBekKa:

e CekTa MeHHOHUTOB B [leHCcUnbBaHUW,
CLUA HacuuTbiBaeT cenyac okosno 8 000
YyesnoBeK, BCe - MOTOMKU TPEX
CYNPY>XeCKUx nap, aMurpupoBaBLLNX B
1770 roay. 13% 13 HUX cTpagarT peaKkon
chopMON Kap/IMKOBOCTU C MHOTONas10CThIO.
Buaumo, oanH U3 npeakoB Obis
reTepo3nroTHbIM HOCUTESIEM 3TOW
My Tauuun.

Ellis—van Creveld syndrome



YacToTa annena B no cucreme rpynn Kpoen
ABO B nonynauuax nwoaen

%‘»@“\

] 05 1520 ’

Els(:los =1$3o t E




«byTbINOYHOE rOpPNLILWKO>
APpPpeKT bonayuHa

I

13 11,
5 §

DU OCTS 10X
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Pesynbrarsr:

) YMeHblIeHMe reHeT4eckoro pasHoobpasua BHyTpU
nonynaumin

X yBenuueHue pasnuumii Mexay nonynaLUmamm, K ux
AUBEPreHLUUU No psaay NpU3HAKOB 7 MyShared




Opewcdpom reHOB 0OYyCNOBNEHbLL:

bones3Hu uzonamoe mopmoHoe (CLUA)

Mopghupus (FOAP) — om 2-3 cemelu
nepeceneHyee

Bbones3Hu eepees-awkeHasu (Tea-Caxca, Nlowe)
«@uHckue» 6onesHu
* um.o.

uuuuuuu

Lseuus o Poccus
Ko

.
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fimcs

BaaTuitickoe



Mu2pauus — noTok reHoB B
nonynAUMNAX

@

[
Murpauunsa — npouecc,
dyHKUMOHANbHO

NPOTUBONONOXHLIW Apendy
reHoB

YpoBeHb MUrpauumn reHoB B NONynAUUAx oGpaTHo
NPONOPLUUOHANEH PACCTOAHUIO MEXAY HUMM



°* Murpaunna BbicTynaet kak cpakrop, no agexry
NPOTUBONONOXHLIW Apenudy reHoB

° MurpauuoHHbLIV NOTOK NPUBOAUT K
HapyweHuio rpanvy 6paxoB, cnocobecTeyeT
BbIPDABHUBAHWUIO NEHHbIX YacTOT U
reTepo3nuroTusauvun HaceneHua

 OaHako, MMrpaLunsa MOXeT NPUBECTU U K
HaKoNNeHuIo reHoB B rOMO3UIrOTHOM COCTOAHUM,
KOrAa MUrPUPYIOT CeMbMU, rpynnbl
POACTBEHHUKOB, KNaHbl T 0




EcTeCcTBEHHbLIN OTOOD —
OCHOBa afanTUBHOW 3BONIOLUMN:

Anugped Paccen Yonnec, Y. apeun:

* 1) ocobam B nonynAuuu CBOUCTBEHHA
cheHOTUNUNYECAR USMEHUYNBOCTD;

* 2) BO3HUKaOWMUE PA3NUYUA MOTYT
nepenaeaTtbLCA NOTOMCTBY;

+ 3) poxpaerca Gonblwe opraHuIMoB, YeMm
BbDKMBaET U PAa3MHOXAETCA;

* 4) HexoTopble (hOpMbI BLDKUBAIOT U
Pa3MHOXAIOTCA Yaule, YemMm gpyrue



Pacnpepnenexnve ocoben B nonynaumMm no
KONWYECTBEHHLIM NPU3HaKaM NPOUCXOAMT B
CooTBeTCTBUM C [ayCCOBCKOU KPWUBOM:

BH.3% of data

g95.5% af data

99.7% of data

I .. i "'_:-:._-::. -, -;n. ',:-':-:."-.'-.'-':5-5-.-.' IIIIII rrrm
I ]
MEAN +15D +250) +350




B nonynauuax, rae AeUcTByeT
@CTeCTBEHHbLIN OTOOP,

* HapywaeTca BbKMBaEeMOCTh onpeaeneHHbIX
reHoTUNoORB,;

* Mpn cMeHe NOKONEeHUN UIMEHACTCA
COOTHOLWEeHue (heHOTUNOoR

* WHbIiMu choBamu, Takue nonynauum
3BONIOLNOHNPYIOT



EcmecmeeHHbIU ombop, ka3anock bbl, ecez0a 0omxeH crnocobcmeoeamsb
CHUXXeHUI0O memMnoe MymazeHesa. No0 e20 delicmeuem GO/MKHbI
paseueambCs 6C€ 6onee mo4HbIe cCucmeMsb! pennuKkayuu u penapayuu.
lNoyeMy xe amu cucmembl mak u He cmanu abconomHo 6e30WuboYHLIMU?
lpu4uH, ckopee ecez0, Gege. epeylo MOXXHO YCNOBHO Ha3eamb
«3KOHOMUYeckou». CeepxmoyHble cucmemb! pennukayuu u penapayuu,
cKopee ecez20, bbinu bbl cnuuIKoM «O0pPo2U» U 3Hep203ampamHbl Onsa
op2aHu3Ma: 2poOMO30KU, 3HepP20EMKU, ux paboma 3amednsana bbl
pennukauuio unu umena kakue-mo opyaue epeodHbie NoboqHbIe 3ghghekmel.
K momy xe yem mo4Hee pabomaiom 3mu cucmembl, meM cnabee daeneHue
ombopa, HanpaeneHHo20 Ha ux 0anbHelwee coeepweHCcmeosaHue.
Bmopas npu4uHa - 6 moM, Ymo nonesHblie Mymauyuu npoucxooam moxe.
(PaHHuUe amanbkl adanmayuu npeockasyemMbl, N030HUe — cnydaliHbl).
lMoamomy, xomsa cpedHsasa npucnocobneHHoOCMb NOMOMKO8 Mymupyiou uX
op2aHuU3Moe ecez20a bydem Huxe, 4eM y HeMymupyioulux, pa3bpoc
npucnocobneHHOCMU U MakcuMalbHaa NPucnocobneHHocmsb y nepebix
6ydym ebiwe. [loamomy 60 MHO2uUX cumyauyusx, 0CO6eHHO NpPU UIMeHeHUAX
cpeobl, A6HOe npeuMyuiecmeo bydem Ha CMOPOHEe MymupylouiUX
Op2aHU3MO08 He MOIbKO 8 00N20CPOHHOU (MbICAYU U MUNMUOHbLI Nem), HO U
8 Kpamkocpo4HOU nepcnekmuee (6 Macwmabe 00HO20 UNU HEeCKONMbKUX
nokoneHud)



OT6Oop " KONMYeCTBEHHbLIE
NPU3HAaKW:

 HanpaBneHHbIn — 0TO0pP Kakoro-nmbo
KpanHero eHoTUNnM4eCcKoro BapmaHTta

* Ctabunusunpyrowumn — otbop ocobeu c
NMPOMEXYTOHYHbIMUN 3HAYEHUAMN MNMPN3HAKA

* In3pynTuBHLIK — OTOOP NPOTUB
MPOMEXYTOYHbIX 3HAYEHUI B NOSIb3y 060MX

KpanHUX BapUaHTOB (rpu pa3nudyusix 8
OKpyXXarouwleu cpeode)



m HacnedcmeeHHble 60s1e3HU 8 60/IbWIUHCMEBE Cclly4Yaea
CHU)Xarom peripodyKmueHble 803MOXKHOCMU UX
Hocumesneu. bosnbHbIe (Haubosiee msikersible —
20M03U20mbl) UMerom MeHbWue WwaHCcbl ocmaeumab
nomomcmeo. CnnedoeamesibHO, omb6op
npeumMywecmeeHHO HarpasJ/ieH npomue 2oMo3u2om

mO0Hako, ycnewHas pa3pabomka memoooe sie4eHUus!
HacrsiedcmeeHHbIX 6osie3Hel cnrocobecmeayem
yeesiudeHUro rnpooosnKkumesibHocmu >XU3HU 60J1bHbIX U

3akpennieHulo MymaHmHbIx anneneu e nonynsayuu

= Hepedko delicmeue ombopa HarpaesieHO @ NoJb3y
2emepo3u20m o HeKOMopbIM MymaHMHbIM 2eHam



EcmecmeeHHbLIU ombop — hakTop AVNHAMUKK
reHeTUYECKOUCTRYKTYPLINONYNALVUK, HanpPaBNeHHO
N3MEHAIOWWNA qacrory annena rexa

@Oe

falciparum: / —10MAR $OPMa NASIMOAMR. 2 — DIPOCAME WMIONT.

CepnoBugHokneTto4yHas aHemusa (HbS) n mansipua — aktopbl eCTeCTBEHHOro
oTbopa




nOI'IYJ'IFILIMOHHbIe BOJIHbI.

nOHyHFILWIOHHbIe BOJIHbI (I/IJ'II/I BOJIHbI )KI/I3HI/I) — KonebaHus
YNCINNEHHOCTU OPraHN3MoOB B NMonyndaundax no BJiMAHNEM
Pa3nNnU4YHbIX AKTOPOB, N3MEHAIOLLNX FrEHETUYECKYIO CTPYKTYPY
nonynauun

Kak Ha nogbeme, Tak 1 Ha cnage nonynsuMoHHOW BOSTHbI NPOUCXoanT
N3meHeHne reHodooHO0B nonynsauun. [pu pocte YNCNEHHOCTU OpraHM3MoB
HabnogaeTcs criusHUe paHee pa3obuweHHbIX rnonynayul u o0bbeOuHeHuUe ux
2eHOgoHOo8. Tak Kak nonynsunum no cBOEMy reHeTU4ECKOMY COCTaBy
YHUKamNbHbI, B pe3ynbTaTe Takoro CrMAHUS BO3HUKAKT HOBblE rEeHOOHObI C
N3MEHEHHBLIMW MO CPABHEHUIO C UCXOA4HBbIMW YacToTamu annenen. B ycnosusix
BO3POCLUEN YNCNEHHOCTU UHMEHCUGUUUPYOMCS MEXMONYnsyUuOHHbIE
Muepayuu ocobedl, 4TO Takke CrnocobCTBYET NepepacnpenesieHnto annenen.

PocCT konn4yecTtBa opraHn3mMoB 0ObIHHO COMNPOBOXOAETCA PaCLUNPEHNEM
3aHMMaeMon TeppuTopmn

Ha rpebHe nonynsumoHHOW BOMHbI HEKOTOPLIE rPynnbl 0CODEN 8bicerisgtomces 3a
rnpeoerb! apeara suda U oKka3bl8aromcsi 8 HEObbIYHbIX yYCII08USIX
cyuwiecmesosaHus. B Takom crniyyae oHM UCMbITLIBAOT AENCTBUE HOBLIX (DaKTOPOB
€CTEeCTBEHHOro otbopa. NoBbilLeHMe KOHLEHTpaLMN ocoben B CBA3M C POCTOM UX
YNUCNEHHOCTN ycunusaem eHympusudosyro bopbby 3a cyuiecmeogaHue



[Mpn cnage YncrieHHoCTU HabngaeTcs pacrad KpyrHbIX nonynsyud.
Bo3HuKatowme manovncrieHHble Nonynaunm XxapakTepusyoTca N3MeHEeHHbIMU
reHo(poHgamm. B ycrnosusix MaccoBon rmubenn opraHMamMoB peokue
MymaHmHkIe annenn moryt 6biTb reHodoHAOM NoTepsiHbl. [pn coxpaHeHnn
peaKoro annens ero KOHUeHTpauus B reHopoHL4e MariouncrieHHOM nonynsauum
aBTOMaTUYeCKn Bo3pacTtaeT. Ha cnane BOSHbI XXU3HU YacTb NONyndaunn, Kak
npaBunsio, HebonbLIKMX MO pa3sMepam, OCTaeTcd 3a npegenamm odbI4HOro
apeana Buga. Haue oHun, ucnbiTbiBasi 4ENCTBUE HEOBbLIYHBIX YCIOBUM XN3HN,
BbIMupatoT. Pexe, npu 6naronpMatHOM reHETUMECKOM COCTaBe, Takme
nonynaunm nepexmnsarT Nnepuos cnaga YmcreHHocTu. byayym
N30NUPOBAHHBLIMM OT OCHOBHOW Maccbl BMAa, CyLecTBysl B HEODObIYHOM cpeae,
OHW HepeaKo ABMAITCA pogoHavYarlbHMKaMy HOBbIX BUOOB

MonynaunoHHbIe BONMHbLI — 3TO Ih(heKTUBHOE NpeocaoneHune
FeHeTUYECKOW UHEPTHOCTYU NPUPOAHLIX Nonynauvuk. Bmecrte ¢ tem
ux AeUCTBUE Ha reHO(POHALI He ABNAEGTCA HaNpPaBNeHHbLIM.
MonynAUNOHHLIE BOMHDLI, TAK XXe, KaK U MyTaLWOHHLIW Npouecc,
NOAroTaBNMBAIOT 3BONIOUMOHHLIW MaTepuan K pasBuTuio noa
BNUAHUEM BCEX ITEMEHTAPHbLIX 3BONIOLMOHHBLIX (haKTOPOB.



MHOpuAaUHr -

* OTKNMOHEHMEe OT CNyYauHoro BCTynneHun
B Opak B CTOPOHY KPOBHOPOACTBEHHbLIX
GpakoB — rnaBHbIn (haKTop,

HapyLwalowun pasHoBecue reHoTUnNoe B
nonyndaunun

* UHGpuUOuUH2 AenaemMca YaCmMHbLIM ClyvYaem
accopmamueHbix 6pakoe

* Bpaku mexdy poocmeeHHUKaMu
ecmpeyalomcs 6 pa3HbiIx nonynayusax ¢
pa3Hou Yyacmomou, Ymo npueooum K pa3Hou
omsa2oweHHoCcmu Hac1edcmeeHHbLIMU
6onesHamMu



KoadhdhmuneHT nHbpuavura F gna
Pa3NMNYHbLIX CNyYaeB CKpewnBaHua:

F(aanna\treta x nneMaAHHUUA\NNEMAHHKK)= 1/8
F(asooponHbie cubebl)= 1/16

F(neolopoaHbIi(-an) aapa\teTa x
nneMaHHuya\nneMaHHuk)= 1/32

F(TpotopoaHbie cubcul)=1/64

F oTpaxaeT B nonynauvum n3buiTox 0cobewn,
roMO3UroTHbLIX NO KaKkoMy-HUOyAbL NOKycCy,

NnokKa3bliBaa TaKiKe yBennieHume nonm
TOMO3UINOTHLIX MEHOTUNOB OTAEJIbHbIX

ocoben



Puc. 2. CXEMbl OMEHb TECHOIO U TECHOIO UHBPUAWUHIA.

obo3HaueHWA:
A X

. KOT

.Kouma -
(a) CbIH X MATb (6) OTEL x AOoYb

(1-11) (-n

F.=1/4=0,25 Fx 21142025
x
A
A
X

(8) POAHLIE L P

BPAT x CECTPA (r) CBOAHBIE

(-1 BPAT x CECTPA

F.=1/4=0,25 (11

F,=1/8=0,125
A B
X

() AEQ « BHYYKA (e) ABOOPOAHBLIE

(1) - BPAT = CECTPA

F'=‘"8'°:125 (=)

F, =1/16=0,0625




lMpw nHGpuAanHre:

 YacToTa roMmo3mroT yBenninBaeTcA, a
4YacCTOTa retTepo3nrotT yMmeHbLaeTCcA

* Mpwn atom koahpuumneHT nHbpuavdra Pauta (F)
He CBA3aH C U3MEHEeHWeM 4acToT annenew, a
yKa3blBaeT Ha TO, KaK annenu, umeiowue
obuwje20 npedka, 06 LEOUHAIOMCH 6 Napbl



3akoH Pauta - 0600WeHHbLIN 3aKOH Xapau-
BauHbepra B cnyvyae uHGpuaunnra:

* F - BepoaTHOCTL TOro, uto B romo3urote oba annens
WOEHTUYHLI, T.€. NPOUCXOAAT OT OAHUX NPEeAKOBbLIX
OpraHu3mMoB

* YactoTta AA paBHa p, YacToTa aa—{;

* C BEpOoOATHOCTLIO pF romo3urota AA Gyaet
WOEHTUYHA,

* C BEpPOATHOCTLIO gF GyneT naeHTUYHA rOMO3UroTa aa

YacToThbl reHOTUNOR B NONYNALUN
(npn nHGpuAUHre) GyayT cneayowme:
AA= p*+Fpq
Aa=2pqg-2Fpqg
aa=qg*+Fpq




Jasucumocmb 2py3a Al u AP HacnedcmeeHHbIX
6onesHell om 3HaveHul cnyvaliHol cocmaensiowel
uHOpuduHeaa (Fst)




Censzb mexoy uHO6pUOUH20M U KO3hhuyueHmamu
HaKonneHun HacneocmeeHHbIx 6onesHel

Kos¢hhuyuenm HakonneHun - OMHOWIEHUE YUCIa HaKONUEeWUXCA e Nonynayuu
3aboneeanull (AL, AP) x wucnenHocmu obcnedoeanHol nonynayuu (no E.K.
Munmepy)



