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* THIILI T€EHOMOB,
e IHK-reHomsl,

°* FTEHOM MUTOXOHAPHUH MUTOXOHAPUU
yeJI0BeKa,

* BApHOEJIHLHOCTH T¢€HOMOB,

* IEPCNEKTUBBI UCIOJIb30BAHMSA
HH(pOpPMAMH 0 TEHOME YeJI0BEKA.
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MoJgekyaa JIHK

Hucs1o mosiekya AHK paBHo unciy xpomocom B siIp¢
KJETKH. JUIMHA TAKUX MOJIEKYJI PA3JIM4HA, MOCKOJIbKY
XPOMOCOMBbI UMEKOT pPa3Hble pa3Mepshl.

* ¥ yejioBeKka HaAUOOJbIINE pa3Mepbl uMeeT xpomocoma 1 (263
MJIH I1.H., MUHAMAJIbHOE OII€HOYHOE YMCJI0 reHoB 2237, n3
KOTOPbIX ACCOLMUPOBAHHBIX € 0oJ1e3HAMH 157),
HAUMEHbIIINE pa3Mepbl - xpomocoma 21 (50 MJIH 11.H.,
MHUHHMAJIbHOE OLIEHOYHOE YMCJI0 TeHOB 204, U3 KOTOPBIX
ACCONUMPOBAHHBIX € 00JIe3HAMHU 23).

 Kiraccuueckasi HUTOTeHETUKA HAUMEHbIIIHE pa3Mepbl
NPUIKACHIBAJIA XpoMocome 22,

e JluiMHA KoJbUeBON mumoxonopuanvnou /[HK (xpomocoma M)
yejioBeka 16 569 1.H.



e HanGoJiee KpynHblii U3 00HAPY/KEHHBIX B IPUPOIE WJIH
CUHTE3MPOBAHHBIX B JIA00PATOPUHU MOJTUMEPOB - ITO
oucnupauan JIHK xpomocomsbl 1 ajiuHou 8 cMm.

e Pa3mepbl TeHOMOB OLICHUBAKOTCS B IUKOIPaMMax,
NAaJLTOHAX WM B apax HyKjaeoTuaos: 1 nr =10~ mr =
0,6x10!? naabron = 0,9x10° n.1. /IHK renoma Jroaeii
COCTOMT M3 3,2 MJp] II.H., YTO 110 BeCy cocraBjser 3,5
Ir.

e CiaenoBarejibHO, JUIVIOUIHASA COMATHYECKAA KJIETKA
yesioBeka coaepkut npumepHo 7 nr J1HK.



NHdopManimoHHAsA eMKOCTD

I'¢cHoOMa 4Y€/10BCKa

e O0 MHpOPMAIMOHHOW €eMKOCTH I'€HOMA 4YeJI0BeKAa
FOBOPHUT CJEAYIOIUHA IPUMEP:

Eciau THK-TeKkcTBI OMHON KJIETKH
BOCIIPOU3BECTH WIPUPTOM TeiehOHHBIX
CIIPABOYHMKOB (Hau0o0J1ee MeJIKUH U3
HUCIOJIb3yeMbIX B MOJMIpapuu), TO AJA UX
n3gaHusa nonagoomaoch 01 1000 xHur

o 1000 crpanun B KasKI0M.



buojornueckas

HHpopMaLIUA

e JIro0ast nH(popManus, BKJIIOYAA OMOJOTHYECKYIO, /IJIA ee
COXpPaHEeHHMS WM MAHUIYJISIIHUI C HEK TpedyeT CUCTEMBbI
3alMCH WJIA KOAMPOBAHUS.

B Mupe xM3HM 3TO pemiaercs dgarogapsa MHGOPMAUOHHbBIM
makpomoJiekyJaam (JIHK, PHK, 0eiaku), npeacraBiasoimum
c000M OMOMOJIEKYISAPHbIE TEKCTHI
(B3aumMocoorBeTcTBYIOIME MO coaep:kanuio {HKosbie,
PHKoBble 1 0ej1K0BbI€), COCTABJIEHHBIE ¢ HCII0JIb30BAHHEM
Ouon02UUECK020 (2eHemuUuecKo20) Kooda.

* Ucnouab3oBaHue B OMOMH(OPMATHKE HAZBAHHBIX BbILIE
MOJIMMEPOB aeT MPAaB0 HA3bIBATH 3¢MHYI0 KM3Hb 0€JIKOBO-
HYKJICHHOBOM.



@yHKl( UOHA/IbHO-26HeéemuuecCKas opsanusauusn

JHK. IIpoexm «I enom uenoeexa.

e JIHK renoma 4esnoBexa HacuuTbiBaeT 3,2x10° m.H.
(o apyrum aauubIM, 3,165x10° m.u. mwin 3x10° m.m.).

 Ha 10110 CMBICJIOBBIX (KOAMPYIOIIHX,
CTPYKTYPHBbIX) HYKJICOTUIHbIX

OCJIeI0BATEIbHOCTEMH AJIsl OJUIENTHI0B B HEM
npuxoaurcs 1,2% JHK.

KM IPUCOBOKYNIUTH CMbIC/IOBBIE
MOCJICA0BATEILHOCTH AJI1 HETPAHCJIUPYEMbIX B
nosunenTuabl PHK - pu60coMHBIX, TPAHCTIOPTHBIX
U Ip., TO cyMMapHoe koandecrso AHK,
BBINIOJIHAKOLIee OMOMH(POPMAIMOHHO-TEHETHYECKY 0
(pyHKIIUIO HEMOCPEACTBEHHO, B TEHOME YeJI0BEKA
cocrasJjsieT nopsaxka 3%.




* BiepBnbie B koHIe 70-x rr. XX B. ObLi12
[MOJITHOCTBIO ONpe/ae/IeHA MOCeI0BATEIbHOCTh

HykJaeoTuaoB JIHK renoma gara ¢ (rpeu. ¢u -
phi) X174 - 5375 n.H., 9 reHos..

e Py0esxk XX-XXI BB. 03HAMEHOBAH peaju3anuen
npoexkrTa «l eHoM 4Yesi0BeKa», COCTOAIIEr0 B
onpeaeJeHUH MOCJIe10BATEeIHLHOCTH

HYKJIEOTH/A0B (CEKBEHHPOBAHUE) B MOJIEKYJIAX
JIHK Bcex XxpoMocoM 4elioBeKa.



YacTru reHoMa 4eJad0BeKa

o’

 Ha nauvajuo 2001 r. undopmanuu 0KA32710Ch T10CTATOYHO,
YTOOBbI NPEACTABUTH OPraHU3AMUI0 YeJI0BEYEeCKOI0
reHoMa B 11eJIOM (00J1acTh HHTEpeca CTPYKTYPHOM
F€eHOMUKH).

e TpanckpudOupyemasi yactb cocrapiser 28-30% renoma,
HO TPAHCJIHUPYETCS 10 0eJIKOB He DoJiee 5% (IK30HHAA
opuus).

* 45-50% AHK renoma npeacraBjieHO NOBTOPHIOMIMMUCSH
MOCJIeA0BATEIbHOCTAMM.

e U3 Hux 45% npuxoaurcsa Ha «A30bITOYHYIO» (OHA XKe
«mapasuTudeckas», «roucruueckas») JAHK.



B cTpykType reHoma

B renomMme 4esioBeKa CTPYKTYPHBIE (CMBICJIOBBIE,
KOAMPYIOIIHE) TeHbl PACIIOJI0KEHbI 110 JJIUHE XPOMOCOM
0J1I0KaMM, MeKIY KOTOPbIMHU HAXOAATCHA MPOTAKEHHbIE
y4acTKU Hekoaupyoien mexxrennon THK.

Ot yyactkoB «u30b1TOUHO» J/IHK rennl oraeseHbl
«MOHOTOHHBIMI» mocjaenoBarejabHocTaMu u3 I'-1 map
10 30 ThIC. I.H. JJIMHOM.

e JlomycKaeTcs, HO He J0KAa3aHO 0eCCIMOPHO, YTO TAKHE
YYACTKH UMEKOT OTHOIIECHHUE K PeryjJasiiiud aKTUBHOCTH
CMBICJIOBBIX I'€HOB.



HYKJICOTH/IHbIE

HOCJACI0BATCJIBHOCTH

e B /IHK 0o0HapyXUBaKOTCAd YHUKAJbHbIE HYKJICOTHIHBIE
[0CJIeI0BATEILHOCTH, IPEACTABJICHHbIC B T€HOME B
¢IMHCTBEHHOM JK3eMILIApE, a TAKKE MOBTOPAIOIIAECH
nocjeaoBarejbHocTH: 3% JAHK - 3T0 KOpOoTKHE
IMOBTOPbI, 5% - AJIUHHBbIE.

e Cpeay NOBTOPAUIMXCH HYKJICOTUTHBIX
[OCJIEA0BATEJIbHOCTEH €CTh, BO-IIEPBbIX, TAHAEMHbIEC
[HOBTOPbI, KOraa coorsercreyrwiiue ydactku JJHK
CJCAYIOT APYI 3a APYIOM IO THIY «I'0JI0BA-XBOCT», U
TUCIIEPIrUPOBAHHBbIE MOBTOPbI, KOIIA YYACTKU-TIOBTOPbI
Pa30opoCcaHbI MO FEeHOMY.



.

* Bo-BTOpPBIX, B 3AaBHCUMOCTH OT YHUCJIA KOITUA UMEIOTCH:
1) BbICOKO-TIOBTOpAKOIIHUECH (0T JeCATKOB MJIM COTEH
ThHICAY 10 MUJIJIMOHOB KOIMIA),

2) cpeaHenoOBTOPSIOIIUECH (THICAYH U JeCATKH ThICAY
KOIIMIA) U

3) c1abdonoBTOpAOIIMECH (eTHHHUIbI, JECATKI WIH
COTHH KOIIMI1) OCJIeI0BATEIbHOCTH.

* B-TpeThbHuX, AJIUHA MOBTOPAOLIMXCS
[OCJIe0BATEJIbHOCTEH BAPbUPYET OT COTEH M pPeKe
Thica4 10 2-10 HyK/II€0THI0B.



 B-ueTBepPTHIX, OTHOCUTEJIbHO HEOOIbIIIAS 10JIsI

IIOBTOPOB NPEACTABJIEHA HICHTUYHBIMHA
MOCJEA0BATEJIbHOCTAMHU, TOIIA KAK 00JIbIIAS UX
YaCTh XapaKTEePHU3yeTCsl HAJIUYNEM B KOIIHSIX:

* 1) moBTOpPAOUIIEHCH MOCIET0BATEJIbHOCTH
HYKJICOTHAHBIX 3aMEH,

e 2) BbINNaJeHUH (aerenun),
e 3) BCTABOK (MHCEPIUI).



catennutHasa [IHK

e CaresutntHast JIHK npeacrasiiena GOJABLIIAM YHCIOM
KOIMMMN KOPOTKUX HYKJICOTHIHBIX (DPArMEHTOB.
BbIaeJasa10T: MUKpPOCATE/UIMTHBIE (AJIMHA
nosropsiouerocs ¢pparmenra 1-4 n.H.) u
MUHHUCATEJIMTHBIE (JIIMHA 4-6 1n.H.) MOBTOPHLI. K
MOCJICAHUM OTHOCATCH TeJIOMEPHbIE IMMOBTOPLI.

* ¥V npeacraBuresied psijia BUJA0B NMOBTOPAIOIIHECH
eAMHUIbI TeJJoMepHoH JIHK uMeroT naeHTHYHbIN
HYKJICOTUIHBIN cocTaB (y yesoBeka - TTAITT), y npyrux
HYKJICOTUIHBIA COCTAB pasjnyaercs. TejoMmepHbIe
MOBTOPbI OTHOCATCH K KATErOPUU TAHJAEMHbIX.



Kiracrepsl reHoma

YCJI0BCKA

B reHoMe ;KHBOTHBIX H YeJI0BeKA NMEIOTCS KIACTEPhI
r¢HOB, BOSHUKHOBCHHE KOTOPLIX B IBOJIIOINU
CBSI3bIBAIOT C HCOAHOKPATHOMN AYIUIMKAIIMEN MPeIKOBOM
HYKJICOTHTHOH MOCJIeI0BATECJIHLHOCTH.

e MoJiekyjisipHas AMBEPreH s YJICHOB TAKOI0 Kjacrepa,
HANIpUMEP, BCJIEJACTBHE HYKJICOTHIHBIX 3aMEeH, ¢
HOCJCAYHIMUM 0TOOPOM BeJIa K BOSHUKHOBECHHIO
COBOKYIMHOCTEN CTPYKTYPHBIX (CMBICJIOBbIX) F€HOB CO

CKCKPOMHBIMMI) PAZJITUYNUIAMMA 110 HYKJICOTHTAHOMY
COCTaBy. KOAMPYIOIINX B IIPDUHIINWIIEC OAWH U TOT 7K€
IHOJIMIICIITH/I. HO C OIIPEACICHHBIMMU g!YHKgI/IOHaJII)HI)IMI/I

0COOCHHOCTSIMM.




B kauecmee npumepa

° npuBeaeM PB-ri00MHOBBIN KJacTep,
PACIOJI0KECHHBIH Y Y€JI0BEKA HA
KOPOTKOM ILIeye XpoMocombl 11,
YJIeHbI KOTOPOIro 00yCJI0OBJIMBAIOT
IKCnpeccuro f-noaunenmuod
2emo2ioouna: SMOPMOHA - TeH &, IJI0AA
- TeHbl Ay M Gy, B3pOCJIOIO - TeHbI O U

p.



KiacrepHasi opranusamnus

e KitacTepHas opranusanus Xxapakrepusyer reHbl,
KOHTPOJUPYIOIIHE CUHTE3 PUOOCOMHBIX H
TpaHcnopTHbIX PHK, rucToHOBBIX 0€/IKOB.

e OaHAKO0, UMEET MeCTO MHOTOKPATHBIN IMOBTOP
CTEPECOTUITHON HYKJICOTUIHOM
[0CJIeI0BATEJIbHOCTH.

e Kitacrepsbl CMBICJIOBBIX (KOAUPYIOLIMX,
CTPYKTYPHBIX) T€HOB 0003HAYAIOT KaK
MYIbMUSEHHbBLE CeMEUCmEd.



IIOBTOpPBI HYKJICOTH/THOH

mocCJCaA0BaAaTCJILHOCTHU

e /lucneprupoBaHHbIe MOBTOPHI 00Pa3yIOT HECKOJIbKO
ceMencTB. ITO KOpoTKUe Win SINE (auri. Short
Interspersed Nucleotide Elements) noBTOPbDI.

e IIpeacraBuresieM 3TOro ceMercTBa ABJIsIeTca Alu-
moBTOP (300 1.H., BLICOKO-IIOBTOPSAIOIIASACH
MOCJIEA0BATEJIBHOCTD C YHCJIOM KOIIUU Y YeJIOBeKa
10°-10° Ha renoM. Alu-oBTOP BCTpedaeTcsi B MHTPOHAX,
MeKreHHou u caresuintTHon 1HK).

° Y MJIEKONMUTAIOIIUX €CTh CEMEMCTBO AJIUHHBIX UJIH
LINE (anra. Long Interspersed Nucleotide Elements)
IOBTOPOB (He 0oJiee 6-7 ThIC. I1.H.).



OT1aedabHBIC YWICHDBI

CEeMENCTBA KJIACTEPOB
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 OTaeJbHBbIC YWICHbI CEMEUCTBA PA3JINYAIOTCSH
OCJICI0BATEIbHOCTHI0 HYKJICOTH/I0B.

* JTO CPeIHENOBTOPSAIOLIHECS
MOCJIEA0BATEIHLHOCTH € YMCJIOM KOIUHU Y
yesoBeka 10°-10° Ha renom.

e K LINE-nnoBTOpaM OTHOCHATCH

perporpancno3oHbl (MIJ, niaun «npsirarpume
reHeTHYEeCKHE 3JIEMEHTBI), B CTPYKTYpe KOTOPBIX
HMeeTCs r'eH O0PATHON TPAHCKPHUINTA3DI.



€OTH/IHBbIE MOBTOPbI O0HAPYIXK
koaupyroumen JIHK.

Hanpumep, 0cO0EHHOCTD a2-nienTuaa kojjiaresa I
TUNA (KOKA, CYX0KUJIUA, KOCTH, CTPOMA BHYTPEHHUX
OPraHoOB) - 3TO MOBTOP U3 AMUHOKHUCJIOT MPOJIMHA,
OKCHUIIPOJIUHA U INIMIMHA, KOTOPbIM COOTBETCTBYIOT
IOBTOPbI COOTBETCTBYIOIIMUX KOJOHOB B IK30HAX
KoJ1areHoBoro reva Colla 1.

bjarogaps Ha3BaHHBIM AMHHOKHMCJIOTHBIM IIOBTOpPaM
NOCTUIAeTCH IJIOTHAA «YIIAKOBKA» NMENTHI0B B
KOJLJIAT€HOBBIX BOJIOKHAX.



I'EHOMUKA

_

e Hapsixy co CTpPYKTYpHOHU H (l)yHKIII/IkOH;lJIbHOI\/'I“
I'¢eHOMHUKOW, MHTEHCUBHO Pa3BUBACTCS
CPAaBHUTEJIbHAS TEHOMHUKA, UMEKIIAs HeJIbI0, eCJIU
FOBOPUTH 0 YeJIOBEUeCTBE, KOHKPETU3UPOBATDH
reHeTHYeCKM MoJuMOpP(U3M U 0COOEHHOCTH I'eHO
(a/i1es10)(hOHI0B PA3IUYHBIX MOMYJISALIUAMA,
HAPOJAHOCTEN, PACOBBIX U ITHUYECKHMX I'PYIII, a
TaKKe CONMOCTABUTH NeHOMBI NpPeACTABUTEICH
PA3JIUYHBbIX TAKCOHOB KUBBIX CYLIECTB (BKJIKOYAS
HH(}pEeKIHOHHbIEC U NMAPA3UTAPHBbIE AIeHTHI).



OHOHYKJIEOTHIHBIE

3AMCHDBI

e -~

* BHMMaHus 3aCaOYKUBAIOT OI[HOH};KJ]eOTI/II[HLIe
3aMEHbI, ¢ KOTOPbIMH CBA3BIBAIOT 0CO0YIO
PA3HOBHIHOCTHh N'€HETHYECKOI0 MOJTUMOP(pU3IMAa
(MHOroo0Opa3us) - OAHOHYKJICOTUIHbIH
reserudecku noaumopdusm (OHII, anriu. SNP -
Single Nucleotide Polymorphism).

* byayuyu pacnpocTpaHeHHbIMHU (BCTPEYAKOTCS
yepes kaxabie 1-2 ThIC. II.H., B TCHOME YeJI0BeKA
nx 3,2x10°%), oHu UrpalOT Bas)KHYIO POJIb B
HACJICACTBEHHOM MOJUMOP(U3MeE JIIOICH.




e mpuMepHO noxosuHa (1,5x10°)
OAHOHYKJICOTHJIHBIX 3AM€EH B reHOMeE YeJI0BEeKA
IMPUXOAUTCH HA IKCIIPECCUPYEMYIO (CMBICIOBAs,
KOAMPYIOILasi, TPAHCJIUPYEMAasi) 4ACTh IT'eHOMA,
UX HACHTH(PUKAUS UCIOJIb3YETCS B HEJIAX
KAPTHUPOBAHUSA I'€HOB HA XpOMOCOMAX,
MOJIEKYJISPHON THATHOCTUKHU HACJIEACTBEHHBIX
0oJs1e3Hel, U3yYEeHHUSI TeHeTHYEeCKOU
PeapacnoIOKeHHOCTH K
MYJIbTH(GAKTOPHAJIBHBIM 00J1€3HSAM.
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B uessom muroxoHapuaabHasa 1HK qeﬁoﬁeka BblfnﬂnnT
TaK Ke, KAaK M JPYruX MJICKOMUATAMIMNX: MbIIIN U ObIKA.
HecMoTpst HA TO, YTO 3TO AAJIEKO He OJIM3KHE BUIDI -
pasMepbl UX MUTOXOHAPUAJIBHBIX JIHK 10B0JIbLHO

Omm3Kku Mexay cooom: 16 569; 16 295; u 16 338 nap
OCHOBAHMH, COOTBETCTBEHHO.

* I'ennl TpancnopTHon PHK pa3aensiror HekoTopbie
CMBICJIOBbIE T'¢HbI.

e HauboJiee BaKHbIE U3 CTPYKTYPHBIX
MHUTOXOH/IPHAJIbHBIX T€HOB - T€HbI IUTOXPOMOKCH/IA3bI,
NADH-geruaporesasnbl, MTOXPOM-C OKCHIOPEAYKTA3bI
U AT®-cuHTEeTAa3BbI.



Ocobennoctu mM-/IHK

JAHK B MUTOXOHApPUSAX MpeACTABJICHA HUKINYeCKUMU
MOJIEKYJIAMH, He 00pa3yl0IUMHU CBSA3b C THCTOHAMM, B 3TOM
OTHOLICHUM OHU HanomuHnarwm 0AKTepUaJIbHbIe XPOMOCOMBI.

* Y yesioBeka mutoxonapuaabHasa AHK coxep:xxut 16,5 ThIC. H.
Il., OHA MOJHOCTHIO paclinppoBaHa.

e HauaeHo, yro muroxoHapajbHasa JHK pa3an4yHbIX
00bEKTOB 0OYeHb OJHOPOAHA, OTJIMYHE UX 3AKJIIYAECTCH JHUIIb
B BeJINUMHE HHTPOHOB U HETPAHCKPUOUPYEMBIX YYACTKOB.

* Bce mutoxonapuaabHbie JHK npeacraBieHbl
MHOKeCTBEHHBIMHU KONMUAMM, COOPAHHBIMHU B I'PYIIIbI,
KJIACTEPbI.



1 eHOM MHUTOXOHAPHUH YeI0BEKA

- mIpeJCTAB/IeH OJHOII
KOJIbIEBOI MOJIeRY.I0M
J1HK pasmepom 16 569
nap Hyxk/Jaeotuaos. OH
koaupyer 13 6enkos, 22
(BCe) TpaHCHIOPTHBIE
PHK, n1Be pudocomMHbIe
PHK. .

i3 chemistry. umeche.maine. edu
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0COOCHHOCTH MT I'eHOMA

* Bo- HepBbIX, ycTaHoBJeHO, 4YTO MT/IHK Hepez[aeTcsI oT MaTepn
BCEM €€ MMOTOMKAM M OT €€ J0Yeper BceM MoCaeayoIuM
MOKOJICHUSIM, HO CHIHOBbS He nepenaawT ¢csow MT/IHK
(MaTepuHCKOE HACJIe0BaHue).

* MarepuHnckuil xapaxkrep Hacaeaopanus MT/IHK, BeposiTHo,
CBAA3AaH C ABYMA 00CTOATEJNHLCTBAMM: JIM0OO0 10 OTHOBCKHX
MTIHK Tak Mana (mo oTuoBCKOM JUHMHM MOXKET IepeaaBaTbCs He

0os1ee ogHoM MoJieKyJabl JIHK Ha 25 Teic. MaTepuHnckux MT/IHK),
YTO OHM He MOI'YT ObITh BbIIBJIEHbI CYIECTBYIOIIMMHA METOAAMH,
JIU0O MocJIe OMJIOAOTBOPEHUA OJIOKMPYeTCH penanKanus
OTIHOBCKUX MUTOXOHAPUM.



HacJsienoBanue Mmr-refoma

* Bo-BTOpBIX, OTCYTCTBHE KOMOMHATHBHOU
U3MeHYUBOCTH — MT/IHK npuHaajiexuT T10J1bK0
O/THOMY M3 POaUTEJICH, CJIEA0BATEIHHO
PEeKOMOMHAIIMOHHBIE COOBITHSA, XapAKTEePHBbIE
nia aaepaou JTHK B Meno3e, 0OTCYTCTBYIOT, a
HYKJICOTH/HAA MOCJIEA0BATEILHOCTHh MECHACTCH
13 MOKOJICHUS B MMOKOJICHUE TOJIbKO 32 CUeT
MYTaIlNH.



* B-rperbux, MT/IHK He nMeeT MHTPOHOB
(0oJIbIIASE BEPOATHOCTD, YTO CJAYYalHASA
MYTAIAA MOPAZUT KOAUPYIOIIMA PANOH
JIHK), 3allilUTHBIX THCTOHOB H
dypdexTuBHou AHK-penapanuonHon
cMCTeMbl — Bce 3T0 onpeaeasier B 10 pas
00J1ee BHICOKYIO CKOPOCTh MYTHPOBAHUS,
yeMm B saepuon J1HK.



 B-yeTBepTHIX, BHYTPH OJHOU KJIETKH MOI'YT
COCYIIIECTBOBATH OJJTHOBPEMEHHO HOPMAJIbHbIE U
myTaHTHbIe MT/IHK —siBJIeHHe rereponiazMmumn
(mpUCYTCTBHE TOJBKO HOPMAJIbHBIX WJIH TOJbKO
myTaHTHbIX MT/IHK Ha3zbIBaeTcss roMmomnjiasmMmueit).

e Hakonen, B MT/IHK TpanckpuOupyrorca u
TPAHCJIUPYIOTCH 00€ 1enu, a Mo psaay XapaKTepUuCTUK
renerudeckui koa MTIHK oTiimuaercst ot
yHuBepcaabHoro (UGA koaupyer tpunrodpan, AUA
koaupyer MeTUOHUH, AGA u AGG ABIAIOTCH CTOII-
KOJAOHAMH).



OMoXuMHYECKUMHU Ae(peKTaMu MUTOXOHAPUIA,

NPUBOAAIINNMHA K HAPYHICHUSIIM TKAHCBOI'O AbIXAHMWI.

OHu nepenarTcs TOJbKO 10 KEHCKOU JUHUM K AeTAM
000HMX IM0JIOB, TAK KAK CIIEPMATO30M/1bI NEePEAAI0T 3UT0TE
MOJIOBHMHY SI/IEPHOI0 F€HOMA, A SUIEKJIETKA MOCTABJISET U
BTOPYIO MOJIOBMHY F'€HOMA, I MUTOXOH/IPUMH.

IlaTosioruyecKkue HAPyuIeHUsI KJIETOYHOTO
IHEPreTHUYECKOro 00MeHa MOT'YT NPOSIBJISATHLCS B BUJIE
nedeKToB pa3JiM4YHbIX 3BeHbeB B ke Kpeodca, B
AbIXaTEeJbHON LeNnu, poueccax 0eTa-OKUCJACHUS M T. 1.
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MuToxoHaApHuaJdbHBIE 3200 1eBAHAT" " .

® SIpko BbIpaxkeHHbIe HACTEACTBEHHbIe CHHAPOMBI,
00yCJIOBJIEHHbIE MYTAIMSIMUA I'€HOB, OTBETCTBEHHBIX 32

MUTOXOHAPHUAJbHbIE 0CJIKU:

- Cunapom NAPR (neeponamua, amaxcus, nuzmenmmolit

pemunum),

- cunapom Kepuca-Ceiipa ( npozpeccupyrowias HapyscHa
opmanvmonnezusn, NUZMEHMHBLI PEMUHUM, AMAKCUA,
UHMEHUUOHHBLI MPemMop, AmpuoeeHmpuKyaapuas 010kaoa
cepoua),

- cunapoM MELAS (mumoxonopuanvnas snueghaiomuonamus,
JIAKMAm-ayuoo3, UHCYJ1bMOn0000HbIE INU300bL),

- cunapoM MERRF (muoknonyc-snunencusn, ""peansvie’ kpacnoie
60J10KHQ).




[NSPEMHCOHSM [SPEHMHCOHMSM

.

" lﬁ'i::f}g yt‘b, JMCTOHKA |
E™  NDB
N
4
Vi
| MuroxoHapuansHana JHK LZ\L_
r@, YenoBeka ﬁﬂfr
' ] 5
a4 Y - QMCTOHMA |
ND2 .\, ‘h /" | =
< n A/ ND4L/ND4

ATaKCHa -"7‘(‘-:* Y ey
 Xopes 51g /;NDS
cc*; A,

A ST o gy

bt CCOn * AB/AG
MERRF



I'enbl, cBsI3aHHBIE C

MHTOXOH/ApHAIbHBIMH OoJIe3HSIMI —

cugjipomom MELAS
(MUTOXOH/IPHAILHASI

C)Hlle(;)aJIOMI/lOHaTHﬂ, JIaKTaranmios,

HHCYJIHLTOIO0100HbIE 111 30/1bI),
cuaapomoMm MERRF (Mmoxsionyc-
SMIJICIICHS € PAa30pBaAHHBIMU
KPAaCHBIMH BOJIOKHAMH) U
HeilipoJereHepaTuBHLIMH
3a00/IeBAaHUSIMI, TAKIMH KaK
aTakcusi (paccTpoiicTBo
KOOP/JAUHAIINH JIBHU/KeHHil), Xopesi,
JUCTOHHSI, 3200/IeBAHIST
JABHraTe/IbHbIX HelipoHoB (MIND,
motor neuron disease) u
MAPKHHCOHW3M.

¢ caiita www.innovitaresearch.org
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«BTOpI/I‘lHI)Ie MUTOXOHAPHUAJIBHBIC

3200JICBAHU

e P

o «BTOpM4YHbBIEe MUTOXOHAPHAJIbHBIE 32001€BAHUSD,
BKJIIOYAIOIIME HAPYIIIEHHE KJIETOYHOI0 Y HEProoOMeHa KaK
Ba)KHOe 3BeHO (DOpMHUPOBAHNA NMAaTOreHe3a:

e 00J1€3HM COCAUHUTEILHON TKAHU,
* CHHIAPOM XPOHHYECKOHN YCTAJOCTH,
* I[JIMKOI'€HO3,

° KapAMOMMOIIATHS,

°* MUIDPEHD,

° MEeYEHOYHAS HEe0CTATOYHOCTD,

° NMAHIUTOIEHMS,

° THUIONapaTupeos,

* nuader, paxuT u Ap.



eHbl MUTOXOHAPHI HAC/IEAYIOTCA HHAYE, YeM SITePHBIE
reHbl.

e JlnepHbIe reHbI B KAXKIA0N COMATHYECKOMN KJIeTKe
00BIYHO NMPeEACTABJIECHBI ABYMA aJLIeJIAMHU (3a
HCKJII0OUEeHHUEeM 00JILIIMHCTBA CHEIJICHHBIX ¢ I10JIOM
FeHOB Y IeTeporaMeTHoOro 1moJjia).

e OauH aju1eJIb YHACJEA0BAH OT 0TI A, IPYTOM OT MaTEePH.

e MurtoxoHapuu coaep:xkar coocrsennyw JIHK, npuuem B
KaXKJA0M MUTOXOHAPUHU YeJI0BEKA O0ObIYHO COMCPKUTCH
orT 5 10 10 konuii koJabueBOH MoJiekyJbl JTHK u éce onu
HAC1e0YIOMCA OM Mamepu.



o

 Korna muroxonapus aeaurcs, konuu JJHK caydanHbim
00pa3oM pacnpeaeasiioTCa MexX/1y ee NIOTOMKAMM, a
3aTeM nmpoucxoaut yisoenue JJHK.

 EciM TOJIBKO 0HA U3 MCXOAHBbIX MoJIeKyJ HK
COMECPKUT MYTALIUIO, B Pe3yJabTaTe CJAYYAUHOIO
pacrpeae/JieHuss TAKMe MYTAaHTHbIE MOJICKYJIbI MOTYT
HAKONMUTHCH B HEKOTOPHIX MUTOXOHIPUAX.

e MuTOXOHAPHAJBbHASA 00/1e3Hb HAYUHACT MPOSABJIATHCS B
TOT MOMEHT, KOI/Ia 3aMeTHOe YMCJI0 MUTOXOHAPUM BO
MHOI'MX KJIETKAX JAHHON TKAHU IPHOOPETAIOT
myTaHTHbIe Konuu JIHK (moporosasi akcrnpeccus).
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JTHK

e Myrauuu B MmutoxoHapuajabHou JHK
MPOUCXOASAT IO PA3HBIM NPUYMHAM HAMHOI'O
yaie, YeM B siICPHOM.

* JTO 03HAYAET, YTO MUTOXOHAPHAJIbHbIE 00J1€3HA
TOCTATOYHO YaCTO NMPOSABJIAIOTCH U3-3a
CIIOHTAHHBIX BHOBb BO3HMKAIOIIUX MYTAILIUH.

e UHoraa rTeMn MyTUPOBAHUSA YBEJIUYMBACTCH U3-
32 MYTAllUH B SIICPHBIX I'eHAX. KOAMPYIOLIUX
(pepMEeHTHI, KOTOPbIE¢ KOHTPOJIUPYIOT
permmkanuio JIHK MaroxoHapumu.



* JTH CBOMCTBA U BbIIIEYKA3AHHbIE PYHKIIUHU
MT-I'€HOMA C/eJ1aJIu UCCJIe-10BaHue
N3MEHUYHUBOCTH HYKJICOTUIHOU
nocJuaegoBarejgbHocTH MT/IHK HeoneHMMBIM
HHCTPYMEHTOM /1JI1 Bpauyei, CyaeOHbIX
MeAUKOB, 0M0JIOI0OB-BOJTIOIHOHNCTOB,

[peACTABUTEIEH HCTOPUUYCCKOU HAYKH B
pPelleHNH CBOMX cCrnenu(pruUecKux 3aaad4.
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e Haunnas ¢ 1988 r., korjga Ob1J10 OTKPBITO, YTO MyTaunn
resoB MT/IHK J1esxar B 0CHOBEe MUTOXOHAPHUAJIBHBIX
vmuonaruii (J. Y. Holt et al., 1988) u HaciaeancTBeHHOM
onTuyeckou Heuponaruu Jledepa (D. C. Wallace, 1988).

e JlaJibHEeHIIee CUCTEMATHYECKOE BbIIBJICHUE MYTallUH
MT-I'€HOMA Y€JI0BEKA MPUBEJI0 K (POPMHUPOBAHUIO
KOHIENMIMU MUTOXOHAPHUAJAbHBIX 0osie3Hen (Mb).

B HacTrosimee BpeMsa nmarosornyeckue myrauuu Mt/lHK
OTKPBITHI B KAK/IOM THII€ MUTOXOHAPHUAJIbHbIX I'€HOB.




['eHoM MHTOXOHAPHH

ce yesoBeka 100- 1000 MmuToxoH pHii

16500 n.H. y vesioBeka 37 renon aisd 13
OeakoBbIX Henel, 22 TPHK u 2 pPHK

HeT HHTPOHOB, NepeKphIBAKIIHECS ['eHbl,
HeT MeTHJIMPOBAHHS OTKIOHEeHHS 0T YHHBePCAJIb-
HOro Koaa. Ko MUTOXOHApHI YHHKAJIEH

Myranuii B 10 pa3 6oJablire, 4eM B A1epHOM reHOMe

HﬂCJIe,IIy[OTCﬂ Mo sKeHCKOH JHHHH




