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TpaauMOHHO MHTOXOHIPUU ONHCHIBAIOT KaK «IHEpreTHYeckue (aOpHKU KIECTKH,
OJIHAaKO OKoJIO 95% reHOB, y4acTBYIOIIMX B pabOTe MHUTOXOHJAPHM, BBINOJIHAIOT (DyHKIMH,
CBSI3aHHBIC, HANPUMEpP, ¢ TU(PEpEeHITMPOBKON KIeTKU. [1o3TOMY pa3inyHble MyTaudd MOTYT
BbI3BIBATh JE(PEKTHI HE TOIBKO B PEAKLUAX OKUCIUTENBHOTO (GochHOpuInpoBaHus, HO U ObIBAIOT
OPUYMHOM, HampuMmep, arpo(uu MBI, AUCTOHWHW, HAPYIIEHUS OCTPOTHI 3PCHUS U JPYIHX
HEHUPOMBIIIEYHBIX CUHAPOMOB. J[MarHOCTHKa MUTOXOHAPHAJIBHBIX LUTOMATHMA TOKE BBI3BIBACT
OINpPEENIEHHYI0O TPYJHOCTb, TaK KaK OTCYTCTBYET CTporasl CBsI3b MEXJy CaWTOM. MyTallud M
KJIMHUYECKHM (EeHOTUNIOM. Takxke HEOOXOJUMO YUYUTHIBATh SIBIEHUE LETOPOILIA3MHM, KOTOPOE
OIpeleNsaeT CyLIECTBOBAHHE B OJAHOW KJIETKE HOPMAJIbHBIX MUTOXOHAPHUA M MUTOXOHJIPUU C
HapywmeHHON ¢yHkuuen. Cuutaercs, yro Hanuuue 10% mutoxoHapuii ¢ myrantHoil IHK He
BJIMSIET Ha (heHOTHI.

I'enHas Tepanusi MUTOXOHJpUAIbHBIX 0O0JIE3HEH — OJHO M3 aKTUBHO Pa3BUBAIOIIMXCS B
NOCJIEAHUE TO/bl HANIPaBICHUH MeAMIMHCKON reHeThku. KoanuecTBo 3a00y1eBaHui, CBSI3aHHBIX
C HapylICHUSMU B I'€HOME MHUTOXOHJIPHUI, pacTeT ¢ KaXJbIM T0OJ0M, MO3TOMY HE0OXOAMMa
pa3paboTKa aJieKBaTHBIX U MPAKTUYECKH OCYIIECTBUMBIX METO/IOB JICUEHHUS.

Lenbto Hamel paboOTHI ABIAETCS PACCMOTPEHUE U aHAJIM3 3KCIIEPUMEHTAIBHBIX METO/I0B
TEHHOM Teparuyu MUTOXOHPUAIBHBIX [IUTONATHN NMEXaHU3MOB UX OCYILECTBICHHUSL.

bbu1 BBINOIHEH MOMCK M UCCIIEJOBAHHE CHELMAIN3UPOBAHHON HAYYHOH JIMTEPATyphbl U
nyOnMKanuil B NEpUOANYECKUX U3/IaHUAX 110 TEME UCCIIEI0BaHusl, MaTepraoB ceTh MIHTepHeT.

B Hacrosiiee BpeMs CyIIECTBYIOT Pa3jIMYHBIE MPUHIMIIBI TEPAIINA MUTOXOHIPHAIBHBIX
3a0osieBaHuii: mnpenoTBpaiieHue nepepaun myrauuid MTIAHK (mpenaTtanbHas guarHocTuka),
CUMIITOMAaTHYECKOE JeueHHe (HarpuMep, HoBbIeHHe 3P PEKTUBHOCTH YHEPTETHUECKOT0 OOMEHa
B TKaHsAX (murtoxpom C, xooH3um, Q10), Xupyprudeckas Koppekuusi (Harmpumep, HapyHIICHUs
npoBoguMocT  cepana npu -~ KSS (Kearns-Sayre Syndrome) MoXHO KOMIIEHCHPOBAaTh
BXKUBJICHHEM BOAUTENS PUTMA), TeHHAas Tepamnusl.

B paGoTte paccMOTpeHBL Takue MYyTH JIEYEHHUs, KAK «MUTOXOHJIPUAIbHBIE LWHKOBBIE
nanbibl» 1 MItOTALEN. OHE 1a10T BO3MOKHOCTD CIIEIM(DUISCKOTO0 BHECCHHUS BYICTIOUSUHBIX
pa3ppIBOB B MYyTaHTHbIE MOJEKylbl muToxoHapuanbHo JIHK, omgHako Meton sBisieTcs
TPYAOEMKHM, JUIMTEIbHBIM U TOPOTOCTOSIILIUM.

[Ipn nomomm mMerona nmnopra PHK moxHO ncnonszoBare monekynsl PHK B kauectse
«BEKTOPOBY U1 HAIIPABJIEHHOM 10CTABKU HYKJIEMHOBBIX KHUCJIOT B MUTOXOHPHH.

CaMmblil. COBpeMEHHBIH METO[| JICYEHUS] MHUTOXOHIpPUATIbHBIX OO0JIe3HEH — TEeXHOJOTHS
CRISPR/Cas9, xotopas mo MexaHu3mam cBoeii pabotel HantomuHaeT cuctemy TALEN u cocTout
n3 ruaoBeix PHK CRISPR, kotopsie cBsi3piBatoTcs ¢ neneBbivMu ydactkamu JJHK mo nmpuaHImmy
KOMITUIEMEHTAPHOCTH, U 3HJOHYKIJIea3bl Cas9, koTopast OCyLIECTBISET JIBYLIETIOUEUHBIH pa3phiB
JIHK B mecte cBszpiBanms runoBbix PHK. J[aHHBIN MeTOM HE BBI3BIBACT ATUYECKUX MPOOJIEM U
SIBIISICTCS] OTHOBPEMEHHO 3()(PEKTUBHBIM, TEXHUUECKH HECIOKHBIM, JCIIEBBIM.

Takum 00pa3zom, MHUTOXOHIpUAIbHbIE LWUTONATUH — HEWU3JIEUMMbIE HACJIECTBEHHbBIE
3a00JIeBaHNs, AKTUBHO U3yYaeMble TeHeTUKaMH BCEro Mupa. B HacTos1iee BpeMs eCTh HECKOJIBKO
TEOPETUYECKH BO3MOXKHBIX METOJMK TEHHOW Tepanuu, TaKuX Kak «MHTOXOHJpUATIbHBIE
1uHKOBbIe NIy 1 MItOTALEN, TexHonorus CRISPR/Cas9, umnopt PHK B Mutoxonaputo,
HO BCE OHU HAXOJSATCS HA CTaIUU Pa3pabOTKH U TPEOYIOT MOATBEPKACHUS CBOEH OE30MaCHOCTH U
s dexktuBHOCTH. OTKpBITHE aJEKBATHOTO CHOcO0a JEYCHUS MOXKET OBITh CYIIECTBEHHBIM
IIPOPBIBOM B T'€HHOM TEpaInuH.
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