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HacaegecmbBexsas uameHuuBocmo u
Mymauuu: knloueBoie acnekmot

OcHoBobl buono2uuecko2o pagHoobpa3us u poAb Mymauud 6 kuzHu op2aHu3moB.




(DyHgamenm 2eHemuueckoii u3menuuBocmu

Om omkpoimut MeHgeAs go coBpemeHHbIx 2eHemuueckux
uccaegoBanut — kak mymauuu Bausitom Ha 36oaloyulo,
0mgeAbHble 0p2aHu3Mbl U MeguuuHy, nogkpenass
ceAnekuuoHHble Memoguku.




[loHsmue HacregcmBeHHoil u3mMeHuuBocmu

OHa cnocobecmByem BonkuBaHulo BugoB,
@ o6ecneuuBas aganmauulo nonyasyut k HoBoim uAu
meHstowumcs ycaoBusim okpykalowet cpegol.

® JIma ugmenuuBocmb caykum pyHgameHmom gas npoueccoB ecmecmBeHH020 ombopa, onpegess
HanpaBaeHue 36oaloyuu.




[eHemuyeckue ocHoBbl
u3mMeHuuBocmu

Ponb 2eH06 u annenell

[eHbl U ux BapuaHmol — anneAu — omBeualom 3a
pagHoobpa3zue HacaegcmBeHHbix xapakmepucmuk. Bapuayuu
Bausitom Ha peHomunuueckue ocobenHHocmu op2aHu3moB.

MoaekyAasipHbie MexaHu3Mbl Uu3MeHeHul

i3meHeHus Ha ypoBHe AHK BogHukalom Bo Bpems
penaukauuu, metio3a u kpoccuHzo6epa, co3gabas HoBole
kombunayuu 2eHo8, komopoie Hacaegylomes nomomemBom.




Apyaue Mymauuu Mo2ym bbimb npuyuHoU HacAegecmBeHHbIX
3aboneBaHul, Bausis Ha 3gopoBobe uHguBugoB u nonyasuu.

Kak ecmecmBeHHbie, mak u HaBs3aHHble uenoBekom

Mymauuu uzpalom BaxkHylo poae 8 3Boaloyuu u cenekuuu
BugoB.
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Yacmoma mymauuii 6 npupoge

I YacToTa CnoHTaHHbIX MyTauuii

0.00010
Pazauuus B yacmome mymauui obycAoBAeHbl 0.00009
buonozuueckumu ocobeHHocmamu op2aHu3moB ST
u ux penpogykmuBHoIMu cmpame2usimu. 000007
- 0.00006
Yacmoma mymauut yBeauyuBaemcs no 00005
3B8oAloyuoHHOU AecmHuue om bakmepud k |
0.00004
mAekonumalowum, umo ompaykaem cAoXkHoCMb
2eHemuyeckol cucmemul. 0-00003
0.00002
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baktepun PacTeHus MnekonuTtaruine




Onpegenenue u knaccugukayus Mymayu

[eHHble Mymayuu: moyeyHoie XpoMoCcoMHble Mymayuu: nepecmpotku [eHOMHbIe Mymauuu: u3MEeHEeHUs YucAa
U3MeHeHus cmpykmypol XpOMOCOM
3Imo u3MeHeHUs 0mgeAbHbIX Bkaloualom geaeuuu, gynaukauuu, i3meHeHue koauuecmBa xpomocom, kak
HykaeomugoB B8 AHK, komopbie Mo2ym unBepcuu u mpancaokauuu, 3HaUUMEALHO npu NOAUNAGUGUU UAU aHeynAouguu,
Bausimo Ha PyHkuuu beakoB u ugmeHslowue CmpoeHue XpoMOCOoM U yacmo npuBogum k cepbe3HbIM
nposiBasmocs B pa3AuuHbIX Bausitowue Ha BoipaXkeHue MHO2uX 2eH0B. buonozuueckum u kauHuueckum

HacAegecmBeHHbIX npu3Hakax. nocaegcmBusim.




CpaBheHue ocHoBHbIX munoB Mymayuil

Tunbl Mymauui Boigeastomes no mexaHu3my
Bo3HukHoBeHus u nocaegecmBusm gas
Op2aHu3mMa, Umo noM0o2aem NOHSMb UX
buonozuueckylo 3Hauumocme.

[eHOMHble Mymauuu yawe Bcez2o npuBogsam k
apko BoipakeHHbIM peHomunuueckum
U3MEHEHUSIM U NAmOoAO2USIM.

YuebHuk 2eHemuku, 2022




[eHHble Mymayuu: xapakmepucmuka u npumepbt

[eHHble Mymauyuu 3ampazuBalom Mymauus 8 B-uenu 2emo2n06uHa Takue Mymauuu moz2ym
omgeAbHble Hykneomugol UAU Boi3biBaem HacAegoBamuocs kak
HeboAbLUUE cepnoBugHokaemounylo aHemulo, peueccuBHble UAU gOMUHAHMHbIE
nocaegoBamenobHocmu AHK, munuyHbll npumep BAusiHUS npugHaku, popmupys
ugmeHss cmpykmypy 268HH020 U3MEHEHUS Ha 3gopoBue 2eHemuueckul noaumopgu3m
kogupyemozo benka. yenoBeka. BHympu nonyasyu.




Tunbl XpoMOCOMHbLIX Mymauutl u ux nposiBaeHus
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Aeneyuu u cuHgpom kowauwvez2o kpuka NHBepcuu, gynaukayuu u mpaHcaokayuu: npupoga u

YganeHue yuacmka xpomocombl npuBogum k cepbé3HoiM nocaregcmbBus

HapyweHusM. Cungpom kowaubeao kpuka BoizbiBaemcs 3Imu nepecmpoiku ugmeHslom nopsgok u koauuecmBo
geAeuued Ha nsmou xpomocome, Bobi3biBas xapakmepHoilil 2eHemuuecko2o Mamepuaaa, Umo MoXkem Hapywumo
kpuk y nayueHmos. dyHkuulo 2eH08 u npuBogumb k HachegecmBeHHbIM

3aboneBaHusMm.




[eHOMHble Mymayuu: noaunAougud u aHeynaougus

MoAunAougus y pacmeHull U eé 3HaueHue
[ToAunAougust — 3amo cocmosiHue, npu komopom op2aHu3m umeem
bonee gByx noAHbIX HabopoB xpomocom. 0bupHO pacnpocmpaHeHa y
pacmeHut, cmumyAupys yBeauueHue pa3mepoB u yporkatiHocmu.
Hanpumep, coBpemMeHHble copma nweHuubl obaagalom
NOAUNAOUGHbIM HabopoM, umo noBeiwaem ux ycmoduuBocmeo u
npucnocobasieMmocme.

AHeynaougus y uenoBeka u ee nocaegecmbBus
AHeynAougusi — U3MEHEHUE YUCAa OMPEAbHbIX XpOMOCOM, Yacmo
npuBogswee k 3aboreBaHusm. Cungpom AayHa Boi3BaH mpucomued 21-
U xpomocombl u conpoBoxkgaemcs kak dpuguueckumu, mak u
yMcmBeHHbIMU HapyweHusMu. Apy200 npuMep — CUHGPOM
Kaatinpeaomepa (XXY), Bausbowut Ha penpogykmuBhylo yrkuulo.




[TocanegoBamensHocmb npoueccoB nocae BozgeticmBusi MymazeHHbix pakmopoB

3akpenneHune
OLLIMOKKU Npu
YcnelwHas pennukauum

penapauma?
@ BoccTaHoBneHne
OHK

Mepepaya

OT60p 1
yCTpaHeHue
MyTauum

MyTauluUn
NMOTOMKaM

Bo3pgencteue [MoBpexaeHne

MYyTareHHoro CTPYKTYpPb
¢dakTopa OHK




OcHoBHble MymazeHHuie hakmopbl

Cloga Bxogsim aakuaupylowue
a2eHMbl, HUMPO3aMUuHbI U 6EH30A,
cnocobcmBylowue owubkam B
penaukayuu u ugmeHeHulo
HykaeomugoB.
XuMuueckue MymazeHol

Bkaloualom uoHugupylowee u
yAsmpagpuoremoBoe U3AyueHue,
Boi3biBalowue noBpekgeHue AHK

U cmpykmypHoie u3meHeHus 6

XpOMOCOMax.
(Du3uueckue mymazeHol

Bupycol u Hekomopoele 6akmepuu
Mo2ym uHmezpupoBamob cBou
2eHbl B 2eHOM X035UHa, Bbi3biBas
Mymauuu u u3meHss kaAemouHole
npouecchil.
buono2uueckue MymazeHol



Mymayuu u HacregcmBenHvie 3a6oneBanus uenoBeka

lemodunus — HapyweHue cBepmoiBaemocmu
kpoBu

[emoduaus BozHukaem BcaegemBue mymauyu 8
2eHax, omBeualowux 3a cunme3 pakmopoB
cBepmubiBaHus kpoBu. 3aboreBaHue nepegaémcs
no HacaegcmBy u conpoBokgaemcs
noBoiweHHol kpoBomouuBocmelo u puckom
BHympeHHe20 kpoBomeueHus.

MykoBucuyugo3 — npumep peueccuBHoz20
HacAegoBaHus

Imo 3aboneBaHue obycroBaeHo Mymauuel B
2eHe CFTR, umo npuBogum k HapyweHulo
cekpeuuu keae3 u 3ampygHEHHOMY gbixaHulo.
Yacmo nposBasemcs B panHem gemcmBe u
mpebyem komnaekcH020 AeueHus.

(DeHunkemoHypus — 3ameHa Hykneomuga c
nocaegcmBuamu

Mymauus B 2eHe hepmeHma
deHunanaHuHzugpokcuAazol npuBogum k
HakonaeHulo mokcuuHbix BewecmB u Hapywaem
pa3Bumue HepBHoOU cucmeMbl. PaHHsS
guazHocmuka u guema no3Boaslom cHU3uUMb
nposiBAeHus boAe3Hu.
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BaugHue Mymauuti Ha 36onloyulo

boAbwuHecmBo Mymauuil He3HauUUMeAbHO
Bausilom Ha op2aHu3m, noggepkuBas
2eHemuueckylo cmabuabHoCcMb. [ToAe3HbIe
Mymauyuu cnocobecmBylom aganmauuu, xoms
UX §OASl MUHUMAAbHA.

PacnpegeneHue Mmymauut nogmBepkgaem,
umo ecmecmBeHHbIl ombop adpdekmuBHo
noggepkuBaem banaHc mexkgy
cmabuAsHoCMblo u u3mMeHuuBocmolo.

[onyAsuuoHHO-2eHemuueckue uccaegoBaHus,
2022

I Heittpanbhbie [ BpegHble | TMonesHble




[one3Huie Mymayuu u 3BoaloyuoHHbie aganmayuu

YcmoiuuBocmo bakmeput k Aganmauusi pacmeHut k 3acyxam
aHmubuomukam obycaoBaeHa Bkalouaem mymauuu 8 2eHax
Mymauusmu, komopole pe2yrduuu BogHo20 0bMeHa,
ugmeHslom muweHu Aekapcm8 u cnocobecmBys BonkuBaHulo u
noBoiwalom BonkuBaemocmo pagMHOXeHulo B cyxux pe2uoHax.
MukpoboB B azpeccuBHol cpege.
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Mymauuu 8 cenekyuu pacmenuti u xuBomHoix

Co3gaHue HoBbix copmoB nweHuybl
ickyccmBenHas mymauus no3Boasem
noAyuumo BoicokoypoxkaliHole u
ycmouuuBble k boae3HIM copma nweHuubl,
3HauumeAbHo noBoiwalowue
npogoBoabcmBeHHylo be3onacHocmb.

YayuweHue kauecmBa kykypy3oi u puca
C nomowblo MymazeHe3a noAyueHbl copmac
noBoliweHHoU ycmouduuBocmolo k
Bpegumensm u HebAa2onpusSMHbLIM
kaumamuueckum ycaoBusim, umo
yBeauuyuBaem ypokatiHocmo.

Cenekuyus kuBomuuix c gekopamuBHuimu
npu3Hakamu
B kuBomnoBogcmBe mymauuu ucnoab3ylomes
gAs ycuaeHus acmemuueckux kauecmB u
noBouiweHus pegucmenmuocmu XuBomHolix K
3aboneBaHusaMm, yayuwas ux npogykmuBHocmo u
BoiHocAuBocmb.
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icnoaw3oBanue mexHonozuu CRISPR-Cas9
no36oAgem mouHO ygaasimb UAU 3aMEHAMb
ge@ekmHoie 2eHbl B knemkax nauuenma,
obecneyuBas apdpekmuBHoe AeueHue
HacAegcmBeHHbIX boAe3Hed.

BupycHoie Bekmopol caykam nepeHocuukamu
3gopoBoix 2eH0B, umo obae2uaem gocmaky
mepaneBmuuecko2o mamepuana BHympb kaemok
op2aHu3Mma.

[eHHas mepanus NpUMEHsIEMCS Npu AeYeHuU
mykoBucuugo3a, Hekomopoix (popm
HacAegcmBeHHo20 paka u pegkux 2eHemuueckux
3aboneBanul, gemoHcmpupys Boicokue
kauHuueckue pegyAnomamol.

C momeHma BHegpenus 6 npakmuky 6 2012 20gy
Memaogbl 2eHHOU mepanuu npogonkalom
coBepweHcmBoBambcs, pacwupss cnekmp
3aboneBaHull, noggalowuxcs Aeuerulo.




Jmuyeckue acnekmol 2eHemuyeckux ugmMeHeHuil

Aebambi 0 pegakmupoBaHuu uenoBeueckozo 2eHoMa
MexgyHapogHoe coobwecmBo obcykgaem mopanbHbie
02paHuueHus Ha BMewamenocmBo B 2eHom uenoBeka,
yuumboiBas pucku Henpegckagyemoix nocaegecmBut u Bonpoceol
cnpaBegauBocmu gocmyna k mexHoaozusim.

Co3gaHue I'MO: nalocbl u MuHycbl

[eHemuueckue mogugukayuu pacmeHut u kuBomHoix
cnocobecmBylom yayuwenulo npogykmuBHocmu, Ho
Boi3wiBalom onacenus no noBogy skocucmemHoll
cmabuAbHOCMU U coxpaHeHus buono2uueckozo
pa3Hoobpa3us.




3HaueHue HacregcmBeHHoll
u3MeH4uBocmu u Mymayui gas Xu3sHu

HacaegcmBeHHast ugmeHuuBocmb u Mymauuu — gpyHgamenm aBoalouuu u pa3Bumus
buocgepol. Nx uzyueHue cnocobcmByem meguuuHckomy npozpeccy u
ycmouuuBomy pa3zbumulo ceanckozo xo3aticmBa, ogHoBpemeHHo nogHumas BaxkHole
amuueckue Bonpocbl.




