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Tawxenmckas Meouyunckas Axademus
HOnoawesa 3umgpupa 3axuposna
HAYYHbIU PYKOBOOUMETb ACCUCTEHM Kageopbl
2UCMONI02Usl U MeOUYUHCKASL OUOTI02US

Tawkenmckas Meouyunckas Akademus

['enHble 0OJE€3HM 3aHMMAIOT 3HAYUTENBbHYIO POJb B 3JPAaBOOXPAHEHUU, T.K.
MOTYT CYIIECTBEHHO IOBJIUATh Ha KAayeCTBO >KM3HM MAllMEHTOB, HX CEMbH H
OKPY>KEHHS, B CBSI3U C 3TUM TeMa OyJIeT pacKphITa C LENbIO MOBBICUTH OOIIIECTBEHHYIO
OCBEJIOMJIEHHOCTb.

I'ennvie unu monekynapuvie 0onesnu - 5TO TPYIINA HACIEACTBEHHBIX
3a00JieBaHUN 4YeNlOBEKa, NPUYMHON KOTOPBIX SBISIOTCS TOYKOBBIE MYTallMd B
monekyne JIHK, mnpuBomsmie Kk HapylmieHMIO cuHTe3a OenkoB. WX MoOHO
KJIaCCU(PUIMPOBaTh HAa JBE OCHOBHBIE TIpYMIbl: MOHOTE€HHbIE U MOJUICHHBIE.
MoHoreHHble 3a005I€BaHUs CBA3aHbl C HApYLUICHHMEM OJIHOTO I'€Ha, B TO BpeMs Kak
MOJIUT€HHBIE 0OJIE3HU B3aUMO/IECTBUEM HECKOJIbKUX I'eHOB. Takue 3a00eBaHus, Kak
MYKOBUCLH/I03, (DEHUIIKETOHYPHUS U TeMODWIHS, IBISIOTCS IPUMEPAMU MOHOT€HHBIX
3a0o0sieBaHUH, TOT1a KaKk 1uadeT BTOPOro TUIIA, TUIIEPTOHMS U IIU30(PPEHUS] OTHECEHBI
K IOJIMT€HHBIM PaCCTPOMCTBAM.

Takxe cineayer OCTaHOBUTHCA HAa HApyLIEHUSAX OOMEHa BEUIECTB, KOTOpPbIE
SBJISIIOTCS YaCTHIMU MPUYMHAMU Pa3IMYHBIX T€HHBIX 0OJIe3HEN.

AMHHOKHCJIOTHBI 00MEH — 3TO MPOLECC CUHTE3A U Pacajia aMIHOKHUCIIOT
B OpraHu3Me, Urparoliuii KIYeBYyI0 pojib B 00pa3oBaHUU OEIKOB, KOTOPhIE, B CBOIO
ouepenb, SBIAKOTCS OCHOBHBIMU CTPOUTEIBHBIMM MaTepHallaMHd  OpraHu3Ma.

Hapymenne oOMeHa aMHMHOKHMCIOT MOXET MPHUBECTH K  Pa3HOOOpa3HbIM
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pacCcTpoOMCTBaM, CpeaM KOTOPBIX OTAEIbHOE MECTO 3aHHMAlOT TEHETUYECKHE
3a00JIeBaHUsI.

Cpenu HUX MOXHO BBIJICJIUTh HECKOJBKO PACHPOCTPAHEHHBIX U XOPOUIO
M3YYCHHBIX 3a00JIEBaHMM, TAKMX KaK (peHUIIKeTOHYPHUSs U TUpo3uHemus. Kaxmnoe u3
TUX 3a00JIEBaHWM CBA3aHO C JePUIMTOM WM HAPYIIEHHEM aKTUBHOCTH
cnenupuyeckux (PEepMEeHTOB, YTO HAPyIIAaeT HOPMaIbHBIA OOMEH aMHUHOKHUCIOT U
NPUBOJIUT K HAKOTUIEHUIO TOKCUYHBIX META00JIMTOB B OPraHu3Me.

YraeBoabl UTrparOT BAXKHEUIIYIO POJIb B OPraHU3MeE, SBISSICH OCHOBHBIM
UCTOYHUKOM B3HEPrHMM JJs KIEeTOK. MeTaboau3M yIJIeBOJOB BKIIIOYAET HUX
nepepadoTKy B IIIOKO3Y, KOTOpas 3aTeM HCIONb3YEeTCsl KIETKaMH JJIA MOTy4YEHUs
sHeprun. Hapymenust yriaeBogHoro oOMeHa MOryT MPUBECTH K TAKHM 3a00JI€BaHUAM,
KaK rajlakro3eMusi U (QpykTo3ypus, KaXJa0€ M3 KOTOPBIX CBS3aHO C HapyIICHHEM
oOMEHa yTrIeBOJIOB.

JIunmuapl, Takue KaK >KUPbL, UTPAIOT KPUTHUECKU BaXKHYIO POJIb B OpraHU3ME,
SBJISISICH OCHOBHBIMHM MCTOYHMKAMU DHEPTHH, KOMIIOHEHTAMHU KJIETOYHBIX MEMOpaH H
MPEAIIECTBEHHUKAMHU TOPMOHOB.

[lypuHBI 1 TUPUMUIUHBI ABIAOTCA OCHOBHBIMHM KoMIoHeHTamu JIHK u PHK,
a UX OOMEH WUrpaeT BaKHEUIIYIO pOJIb B CUHTE3€ HYKJIEMHOBBIX KUCIOT. Hapymenus
MOT'YT IPHUBOJUTH K TaKUM 3a00J€BAHUAM, KaK IeéMOTJIOOMHONATUU U TeMOpuUIus,
KOTOpBIE SIBJISIOTCS HACIEACTBEHHBIMH 3200JI€BaHUSAMM, HAPYILAIOIINE HOPMAIbHYIO
paboTy KPOBEHOCHOM CHCTEMBI.

['enHple OONE3HM HAPYIICHWA MHHEPATbHOTO OOMEHAa BBI3BIBAIOTCS
MyTalMsIMUA B T€HAX, PEryIupyromux oomeH kambiwus, docdopa, xene3a, Meau H
KaJlis, YTO MOKET MPUBOJUTH K UX U3OBITKY WU JAePUIIUTY B OpraHax, BbI3bIBas
MTOBPEXKICHUS.

CoBpemMeHHasi TMArHOCTUKA TeHHBIX 3a00JIeBaHUN BKJIIOYAET T'€HETUYECKOE
tectupoBanue, cekBeHupoanue JIHK, IIIP wu wmukpouunsl. ['eHeTnueckoe
TECTUPOBAHUE IIOMOraeT BBIIBUTH MYTAllMM, OTBETCTBEHHbIE 3a OOJIE3HMU.
CekBenupoBanue JIHK pacmmdpoBbiBaeT moCaeq0BaTENbHOCTA HYKIEOTHIIOB U

BBISIBJISIET MYTaIlUH, TTOJIE3HO JIJIsl AMATHOCTUKU peakux 3adoneBanuid. [11[P no3Bonser
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OoOHapy’KMBAaTh T€HETUYECKHE MAPKEPhl U MYTAILMH, BKJIIOYAs TE€, YTO BEAYT K PaKYy.
Mukpouunsl aHaJU3UPYIOT THICSYM MAapKEpOB, YTO PACIIUPSET BO3MOXHOCTH
JAMAarHOCTUKHM HAcJEACTBEHHBIX Ooje3Heil. Taxke pa3BuUBaeTcCs MpencKasaTelbHas
JIMAarHOCTHKA, KOTOpash IIOMOraeT BBISIBUTh PHUCKM 3a00ieBaHMi y Oyaylux
IIOKOJICHUN U OLIEHUTHh HOCUTEIICTBO MyTALlUH.

IlepcrieKTHBBI JIeUEHMSI TEHETUYECKUX 3a00JI€BaHUI CBA3aHbI C PSIZIOM HOBBIX
¥ MHOT000€IaouX pa3padoTok. JleueHne HanpaBiIeHO Ha yCTpaHEHHUE OCIEACTBUN
reHeTnueckux aedexkroB. COBpeMEHHbIE TEXHOJOTHMHU, TaKUe KaK TeHHAas Tepamnus
(CRISPR), mno3BOASIOT KOPPEKTUPOBaTh MyTalMd Ha MOJIEKYJIIPHOM YpPOBHE,
OTKpbIBas MEPCIEKTUBBI JICUEHUS paHEEe HEN3IIEUUMBIX 3a00sieBaHuil. ['eHHas Tepanus
MO>KET UCTIOJIb30BAThCS JUIsl 3aMEHBI 1e(DEKTHBIX T€HOB, OTKJIFOUEHHS] TATOJIOrMUECKUX
MyTallii UM BBEICHUS HOBBIX, ()YHKIIMOHAIBHBIX T€HOB. B KITMHIUECKOH MpakTHUKe
YCHEIIHO NPUMEHSIIOTCS BUPYCHBIE BEKTOPBI U METOJIbI PEAAKTUPOBAHUS I'€HOMA IS
JIe4yeHUs HaclIeZCTBEHHBIX 00JIe3HEH, BKIIIOUask HEKOTOpble (OopMbl UMMYHOAE(hUIIUTA
1 0 TaIbMOJIOTMYECKUE ATONOTUH. TaKkke UCTIONb3YIOTCs (hepMEHTO3aMeCTUTENbHAS
Tepamnus U NepCOHATM3UPOBAHHASA MEUIIMHA, YUUTHIBAIOIIAs FeHETUYECKUN TPOodUIIb
MalyueHTa.

CoBceM HENAaBHO YYEHBIE MPOAEMOHCTPUPOBAIM YCIEUIHBIE PE3YJIbTATHI
JICYCHHSI TEHETUYECKUX 3a00JIEBAHUM Y KMBOTHBIX, U CYILIECTBYET ONTHUMHUCTUYHBIN
MPOrHO3 1O NMOBOAY MPUMEHEHHUSI TEHHOM Tepaluu y JItoJ1el B OMKalIlue ropl.

E1ie oiHOM Ba)XHOW 001aCThIO SBIISETCS MEPCOHATU3UPOBAHHAS MeIUIIMHA,
KOTOpasi OPUEHTUPYETCS Ha MHJIUBHUIyaJIbHbIE OCOOCHHOCTH TMallMeHTa, BKIIIOYasl ero
TeHETHYECKUH TPODUITH.

B 3akiroueHne, MOXHO OTMETHUTh, YTO PAaHHAA [JAUATHOCTHKA M
COBPEMEHHbIC MNOAXOAbI K JICYCHHI0 ICHEeTHYECKHX 3200JIeBAHMH OTKDPBIBAIOT
HOBBIE BO3MOXHOCTH [UIsl OOpbOBI C HAclEACTBEHHBIMU 3a00JIEBaHUAMU. ITO
MO3BOJISIET 3HAYUTEIBHO YJIYYIIWTh KAdeCTBO JXM3HM IIALIMEHTOB M YMEHBIINUTH
3a00J1eBa€MOCTh U CMEPTHOCTh OT F'€HETUYECKU 00YCIIOBICHHBIX Oosie3Hel. He menee
BAKHBIM ACIIEKTOM SIBIISIETCSI MOBBILIEHHE OCBEJIOMJICHHOCTH Cpeld HacCeJICHHS.

YeM paHplle JIOAM HAYHYT 3a00TUTBCA O CBOEM 3/I0pOBbE M OOpamaThCcs 3a
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TCHETHYECCKUM TECTHPOBAHUEM, TEM OOJIBIIE MMAHCOB Ha MPEJOTBPAIICHNAE PA3BUTHS

TSOKENBIX 3a0oneBanuii. MH(MOpManmoHHble KaMITAHWK W TPOrPaMMbl CKPUHUHTA

JOJKHBI CTaTh HEOTHEMJIEMON YacThIO CHCTEMBI 3PAaBOOXPAHEHUs, YTOOBI KaXKIIbIi

YeJI0BEK MOT BOBPEMS IPOUTH AUATHOCTUKY U TIOJYYUTh HEOOXOAMMOE JICUCHHE.
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