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AHHOTANUSA

B craTbe n3n0XeHbI aKTyaJIbHBIE BOITPOCHI MEUIIMHCKON T€HETUKH, €€ METO/IBI,
JOCTHMKEHUSI TIOCIEAHUX JIET W TEPCHEKTUBBI PAa3BUTHA. Y CIEXU MCCIEIOBAHUN B
00J1aCTH MEIUITMHCKOM TeHETHKH YeJOBEeKa HMMEIOT IPaKTHYSCKOe 3HA4YeHHUE I,
BCEro uejoBeuecTBa. PacmimpeHne 3HaAHUNW O TEHETHMYECKHUX OOJIe3HSX IOMOraer
YIIYYIIUTh UX JUArHOCTUKY, HAUTU HOBBIE TEPANEeBTUUECKUE MOIXO0IbI U, O0Jiee TOrO,
NpENOTBPATUTh UX BO3HUKHOBEHHE. B cTaTbe M3II0KEHBI HEKOTOPBHIC HHTEPECHBIC
MOMEHTHI IEPCIIEKTUBBI PA3BUTHUS MEIUIIUHCKON T€HETUKH.

KiroueBble ciioBa: MeIUIMHCKAas T'€HETHKA, HacieacTBeHHOCThb, JIHK, ren,
Tr€HOM, OMOJIOTHSI, XpOMATHH, HYKJICOTHI.

['eneruka 4yenoBeka u Takue (GyHIAMEHTAIbHbIE JUCHUIUIMHBI, Kak
MEJUIIMHCKAsE OUOoJIorvs, aHATOMUS, (DU3UOJIOTHUSI, OMOXUMUS, COCTABJISIOT OCHOBY
COBPEMEHHOW MEIUIIMHBI. MeCTO TeHETHKHU CPEeIH OMOJIOTUIECKUX HAYK M MHTEPEC K
HEW OMNpEeIeIISIIOTCS TEM, YTO OHA M3Y4aeT OCHOBHBIE CBOMCTBA OPraHW3MOB, 3 HUMEHHO
HACJIEICTBEHHOCTh U U3MEHYMBOCTh. HacClIeICTBEHHOCTh M N3MEHUYUBOCTD Y YETIOBEKA
ABJISIIOTCSL TIPEAMETOM M3YYEHHsS TEHETUKM 4YeJIOBEKa Ha BCEX YPOBHSAX €ro
OpraHu3alMy: MOJIEKYJISIPHOM, KJIIETOYHOM, OPraHU3MEHHOM, MOMYJISIHOHHOM.
['enernka 4enoBeKa CBOMMHU YCIIEXaMU B 3HAYUTEIHHOM Mepe 00s3aHa METUITMHCKON
TEHETUKE - HAYKE, U3YYalOllel poJib HACIEACTBEHHOCTH B MaTOJIOTUU yenoBeka [1].

B monexyne IHK, Ha koTOpO#M 3ammcaHa mporpaMma W3HHU, & KOHKPETHEE,
BECh MPOIIECC CUHTE3a, CTPYKTypa U (PYHKIUS OEIKOB, KAaK OCHOBHBIX 3JIEMEHTOB
*u3HU. KpoMe coxpaHeHus1 TporpaMmsl )kM3HH, MoJiekyiia JIHK BeImonHseT enie ogny
BOKHEUITYI0 (YHKIIMIO - €€ CaMOBOCIPOW3BEICHUE, KOMMPOBAHUE, CO3/AeT
MPEEMCTBEHHOCTh ~ MEXAY  IOKOJEeHHsIMU. EIUHOXIbI  BO3HUKHYB, KU3Hb
CaMOBOCTIPOM3BOJIUTCS B OTPOMHOM Pa3HOOOpa3wu, KOTOpOoe oOecrednBacT ee
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YCTOMYUBOCTh, IPUCTIOCOOIEHHOCTh K Pa3HOOOPA3HBIM YCIOBUSIM CPEbI U HBOJIIOIUIO
[7].

MeaunuHckie TeHEeTUKU MOTYT TUIYyO)Ke HCCIeAoBaTh MOMYJSIIIUOHHBIE U
HBOJIIOIIMOHHBIE MPOIIECCHI, U3y4aTh HACIEACTBEHHbIE OOJE3HU, MPOOJIEMY PAKOBBIX
3a0oneBanuii u MHoroe gapyroe. CoBpeMeHHas TeHEeTHKa oOecIleyuia HOBbBIC
BO3MOXKHOCTH  JIJII  MCCIIEIOBaHUS JICATEIbHOCTH OpraHuM3Ma: C IOMOUIBIO
WHJYIUPOBAHHBIX MYTAallM MOXHO BBIKJIIOYATh M BKJIOYATh [OYTH JIHOOBIE
(bu3HOIOTHYECKHUE TMPOIIECChl, NMPEephIBaTh OMOCHHTE3 OEIKOB B KIIETKE, M3MEHSTh
MopQoreHe3, OCTaHAaBIMBAaTh pa3BUTUE Ha ompeaeneHHol craauud. Pa3Burtue
MOJIEKYJISIPHO- OMOJOTMYECKUX TOAXOJ0B M METOJOB TMO3BOJIMIO MEIUIIUHCKUM
reHEeTUKaM HE TOJbKO pacmudpoBath T€HOMBI MHOTHX OpPraHU3MOB, HO |
KOHCTPYUPOBATh KUBbIE CYIIECTBA C 33/IaHHBIMH CBOMCTBAMMU.[6].

MenuuuHcKkass TEHETHKAa W3y4aeT pOJIb HACJIEICTBEHHOCTH B MATOJIOTUU
YeJI0BeKa, 3aKOHOMEPHOCTH TepeIaun OT MOKOJIEHHS K MOKOJICHUIO HACIEICTBEHHBIX
Oosne3Hel, pa3pabaTbiBa€T METOAbl JTUATHOCTUKH, JIEYEHUS U TPODOUIAKTHKU
HACJIEACTBEHHOW  MATONOrMM,  BKIOYas  OONE3HM  C  HACJIEACTBEHHOU
NpEApPacHoNOKEHHOCThI0. OJTO  HANpaBICHUWE CHUHTE3UPYET MEIUIMHCKAE U
TCHETUYECKUE OTKPBITUS U JOCTHKCHUS, HAMpaBisasd X Ha O0phOy ¢ OONe3HSIMHU U
yIIydlI€HUE 3/10pOBbs JIIoied. MeauHCKasi TeHEeTHKa, COCTABIIIET BaXXHYIO 4acTb
TEOPETUYECKONW MEIUIIMHBI, PACCMATPUBACT B CBSI3U C MATOJIOTHEN BOIPOCHI: KaKHe
HACJIEJICTBEHHbIE MEXaHU3MbI MOAECP)KUBAIOT TOMEOCTa3 OPraHU3Ma M ONpPEACTSIOT
3/I0pOBbE WHAMBH]IA; 3HAUCHUE HACJICJCTBEHHBIX (PAaKTOPOB B ITHOJIOTUU OOJIE3HEH;
KaKOBO COOTHOIIEHHWE HACIEACTBEHHBIX M CPENOBBIX (PAKTOPOB B TMATOTEHE3E
Oosie3Hel; KakoBa poOjb HACJIEACTBEHHBIX (PAKTOPOB B OMNPEICIICHUU KIMHUYECKON
KapTUHBI OOJIe3HEH; BIUSET JIM HACICACTBEHHAs KOHCTUTYIHMS Ha TIpoIecc
BBI3JIOPOBJICHUSI YEJIOBEKa M MCXO0J OOJEe3HH; KaK HACJIEICTBEHHOCTb OMNpEeseT
cneunpuky GapMakoIOrH4ecKoro u Apyrux BHIOB JiedeHus. Kak Teopernueckas u
KIMHUYECKass AUCLUUIUIMHA MEAMIMHCKAsE TEeHETUKa TMPOJOIDKAET WHTECHCHUBHO
paciupsThCs B pa3HbIX HANPaBJICHUSAX: U3yUYE€HUE I'€HOMA YEeJIOBEKa, IUTOreHEeTHKa,
MOJIEKYJISIpHAsi U1 OMOXMMUYECKasi TeHETHKa, UMMYHOTC€HETHKA, TEeHETHUKA Pa3BUTHSA,
HOMYJIAIUOHHAS TeHETHKA, KJIMHNYeCKas reHeTuka. [8].

B xoxe BrimosnHenus npoekrta «l'eHOM yenoBeka» ObUIO pa3padoTaHO MHOTO
HOBBIX METOJOB UCCJIEIOBAaHUS. JTU K€ METOAbl aHAJIM3a MOTYT UCIOJIb30BAThCS U
JUISL APYTHUX IeJIel: B MeauIMHe, (papMaKkojJoruu, KpUMHUHAIMCTHKE U Tak jaajee. B
MUpE KKIBIM TBHICIUYHBIN PEOCHOK POXKIAETCA C KaKUM-IHOO HACJIEICTBEHHBIM
nedexrom. K HacTosmieMy BpeMeH! U3BECTHO OKOJIO 15 ThIC. pa3mTUYHBIX 3a00ICBaHHMA
4eroBeKa, U3 KOTOPBIX 0ojiee 4 ThICSY — HACIICICTBCHHBIC. BBIsBICHBI TAaKUE MYyTAIIHH,
OTBEUAIONINE 3a TaKWe 3a00JIeBaHUs, KaK THIIEPTOHUS, JUA0OET, HEKOTOPHIC BHUJIBI
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CJIETIOTHI M TUIYXOTHI, 3JI0Ka4eCTBEHHBIC OMyx 0. OOHapyKEHBI T€HBI, OTBETCTBEHHBIC
3a OJIHY U3 (hOpPM BIUJIETICUM, TUTAHTU3M U JIp. bbljla OTKpbITa MOJIEKYJIsIpHAs OCHOBA
HACJICJICTBEHHOCTH, paciiMppoBaH TEHETHYECKUH KOJA; CO3/Ial0TCS  HOBBIC
HMCKYCCTBEHHbBIC TE€HBI, B MPOOMPKAX BBIPAIIMBAIOTCS BUPYCHI; U3 KIETOK 3PEJIOro
OopraHu3Ma CO3/Jal0TCs HWIASHTHYHBIE OJM3HEIBI JIATYIIEK W OBEI; B IPOOHpPKax
OIUTIOZOTBOPSIIOTCSI YEIOBEYECKHUE KIIETKH; JKCHIIMHAM TMEePECaKUBAIOT SMOPHOHBI,
BpayM JieyaT MHOTHE HACTIEACTBEHHBIC 3a00JICBaHNS; BRIPAIITUBAIOTCS THOPUIBI KPBIC
U MbIten [7].

C KaXIpIM TOJIOM MBI CTAaHOBUMCS OJIMKE K TOMY, YTOOBI MPEIOTBpAIIAThH
pa3BUTHE HACIEJACTBEHHBIX OoJe3Held Ha »JdTame pa3Butus 1ioga. OCHOBHOM
WHCTPYMEHT, CIIOCOOHBIN Ha TaKOE BOJIIEOCTBO, — ATO TEHHOE PEAAKTUPOBAHUE TIPH
oMoty TexHojgorun CRISPR. MiMenHo ona mo3Bonser OykBanbHO Bie3aTh B JIHK,
YAAIATH WU IPEeo0pa30BbIBaTh HYKHBIE TE€HBI [5].

[Io mporHo3am MEAUUHUHCKUX T'€HETHKOB, YK€ K KOHIY BTOPOrO JAECATUIIETHUSA
XXI Beka Ha CMEHY NPUBBIYHBIM NPUBHBKAM MPUIYT T'€HETUYECKUE BAKLIMHBI, U
MEJIMKH TOJIy4aT BO3MOXXHOCTh HAaBCET/Ia NMOKOHYHUTh C TAKHUMHU HEU3JICYHMBIMU
0ose3HAMH, Kak pak, Oone3Hb Anblreiimepa, Aunader, actma. B 3ToM HampaBieHUun
BEIYTCSl HAYYHBIE UCCIIEIOBAHUs, KOTOPOE UMEET CBOE Ha3BaHME - reHorepanus. [lo
HEKOTOpPhIM TMporHo3aM, npumepHo B 2021 romy Ha cBeT OyayT MOSBISTHCA
HCKJIFOUUTEIBHO 37I0pPOBbIC JCTH: YK€ HAa AMOPHOHAIBLHOM CTAaJIMM Pa3BUTHUS ILJI0J1A
TEHETHKH CMOT'YT UCHPABJISATH HACJICICTBEHHBIE HENIONAAKH. Y YEHbIE IPOTHO3UPYIOT,
4T10 B 2055 roay OyayT MOMBITKH 110 YCOBEPIICHCTBOBAHUIO YEJIOBEUECKOTO BU1a. MBI
MPOYTEM BCE, YTO 3aMMCAHO B HAIIKUX XPOMOCOMAax, M HAYYHUMCS 3TO TMOHHUMATh,
BOCTIONIb3yEeMCsI ATHM, YTOOBI HCTIPAaBUTh BCE HaieHHble omunoku. K aToMmy Bpemenu
HAay4yuMMCSl MPOEKTUPOBATH JIIOJACH ONPEAEICHHOW CHEHHAIU3AlMA: MaTEMaTHUKOB,
(U3HKOB, XYIOKHUKOB, TMOJTOB, & MOXET ObITh, W TeHueB. VcrmomHWTCS MeuTa
YeJloBeKa: MPOIECCOM CTapeHHs, HECOMHEHHO, MOXHO OyleT yIpaBlsiTh, a TaM
HeJaneko u 10 oeccmeptus [4].

3akiiouenue

Pa3Butre MeAUIIMHCKON T€HETUKHU — 3TO HEMIPEPBIBHO PACIIUPSIIOMIUICT (HPOHT
ucciaeoBaHuii. B 3Toi 00yacTu cienaHo y)Ke OYeHb MHOTO, M C KaXKIbIM JIHEM
nepefHuii Kpall HayKu MNpUOMIKAeTCd K UeNM — pasragku npupoasl rena. K
HACTOSIIIIEMY BPEMEHH YCTAHOBJICH LIEJIBINA PAJI ABJICHHM, XapAKTEPU3YIOLIUX TPUPOAY
reda. ['eH B xpoMocoMme 00jaaeT CBOMCTBOM CaMOBOCIPOM3BOJIUTCA, OH CIIOCOOEH
MYTallMOHHO W3MEHSATHCS, OH CBSI3aH C ONPEACICHHOW XUMHUYECKOH CTPYKTYpPBhl —
JIHK, OH KOHTpOnuMpyer CHHTE€3 aMHUHOKHCIOT M WX IIOCJIENOBATEIIBHOCTEW B
0enKkoByl0 MoOJeKyny. [2]. B cBA3u ¢ mociaenHUMH HcclieoBaHUsMU (popmupyercs
HOBOE TPEJICTABJIICHUE O IeHe Kak (DYHKIIMOHAJILHOM CHCTEMe, a JICWCTBHE T'eHa Ha
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ONpPENEIICHNUE IPU3HAKOB PACCMATPUBAETCS B LIEJIOCTHOM CUCTEME I'€HOB — I'€HOTHUIIE.
PackpeiBarommecs nepcrieKTUBbl CUHTE3A )KMBOT'O BEIIECTBA MPUBIIEKAIOT OTPOMHOE
BHUMaHUE TE€HETUKOB, OMOXMMUKOB, (PU3UKOB U APYrUX creruanucToB. C MOMOIIbIO
HOBEHMIINX IIUTOJIOTUYECKUX METOJOB, [IMTON€HETUYECKUX, B YACTHOCTH, TPOUZBOMISAT
IIUPOKHE HCCIEAOBAHUS TEHETHMUECKUX MPUYMH Pa3IMYHOTO pojaa 3aboJeBaHUM,
Omarogapsi dYemMy CYIIECTBYET HOBBIM pas3iell MEAUIMHBI - MEIUIIMHCKAs
LATOTreHETUKA. Pa3/ienbl reHeTHKY, CBA3aHHbIE C U3YUYCHHEM JICMCTBUSL MyTarcHOB Ha
KJIETKY, UMEIOT MIPSIMOE OTHOIIEHHUE K MPODUIAKTUYECKON METUITUHE.
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