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MeguunHckaa reHeTuka
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CoBpeMeHHasi reHeTuKa, a 0CO6eHHO
reHeTUKa YenoBeka - ogHa U3 Hanbornee
OypHO pa3BuBaKLWMXCA obnacTen Hay4YHoOro
3HaHUA. XapaKTepHO Npu 3TOM, YTO MHOrue
ee OOCTUXEHUS1 O4YeHb ObICTPO HAXO4AT CBOMU
npakTU4ecKkue NpUNoXeH1s, B YaCTHOCTH, B
obnacTtn meguUMHbI N 30PaBOOXPaHEHUS.
CTpemMuTenbHbIN Nporpecc MeauLuMHCKOMU
reHeTUKN Hem3beXXHO conpoBoXaaeTcs
HenpecTaHHbIM NOABNIEHUEM BCe HOBbIX
MOpasbHbIX U OPUANYECKUX Npodnem.



MeAaunko-aTnyeckme acneKkTbl reHorTepanmum

KoHeu XX - Hayano XXI Beka o03HaMeHOBaHbI NPOPLIBOM B UCCriefOBaHUM reHeTUYeCKOoro annapara
XUBbIX OpraHu3MoB. leHeTUKa cTarna caMoCToATEeNTIbHOU HayKon, B COCTaBe KOTOPOW NOABSIETCA
GonbLuoe KONMYecTBO pasaenos u ancuunnuH. KateropmanbHbIM annapat 3TOM HayKu, ee uaem un
MeToAbl HalfIM CBOEe NPUMMEHEeHNEe BO MHOIMX cchepax 4ernoBe4YeCKOM XXU3HMU.

CTpemuTenbHoe pa3BuUTUE MONEKYNAPHOW reHeTUKN, pacwumndcgppoBka cTpyktypbl AHK, nossneHune
MeTOA0B reHHOW MHXEeHepPUU U TeHHOW Tepanuu CTONKHYIN YerioBe4YeCcTBO C psiAOM MoparnbHO-
3TUYECKUX U ITUKO-NPABOBLIX BONPOCOB, CBA3aHHbLIX C NPSAMbIM BMeLLaTeIbCTBOM YenoBeKa B
MeXaHM3Mbl CYyLLEeCTBOBaHUS XUBbIX OPraHU3MoB.

FeHHas Tepanusa npeacTaBnsieT cCO60M HOBbIM METOA JNeYEeHUSA reHeTUYECKN 00y CNOBIEeHHbIX
3aboneBaHM, OCHOBaAHHbLIN Ha 3aMeHe «OONbHOro» reHa reHom «380poBbiM». Llenbio reHHON
Tepanuu AABNAeTCA BHECEHUEe U3MEHEeHUN B reHeTUYECKUN annapar KNneToK YefioBeKka B Lensax
NneYyeHns KOHKpPeTHbIX 3aboneBaHUn. B 4YaCTHOCTU, OTKPbITblI HOBENLLUE TEXHOSOIMUMU,
no3BorsiloLMe y4acTBOBaTb B HanpaBfieHHOM myTareHe3se, a B 2013 r. paspaboTaHbl
BbICOKOM30OMpaTenbHble MeTOAbl aKTUBUPOBaHUA U MHTMONPOBAHUSA FreHOB.



CRISPR/Cas9 — 310 yHUKanbHasi TeXHOMOrms
W3MEeHEeHUA reHOMOB, B OCHOBE KOTOPOMN NEeXUT
cobcTBeHHass UMMYHHas 3awuTa 6akTtepun.
OTKpbITHME 3TOro Metoaa Aano oCHoBaHue
y4yeHbIM yTBepXxaaTb, YTO B Gnvxanwiem
oyaywem ana noboro reHeTUKa He COCTaBUT
TpyAa Bbipe3aTb, yAanAaTb U BCTpauBaTb HOBbIe
reHbl B matpuudy AHK, ncuenssa reHetnyeckue
3aboneBaHusl, U3MEHSISA YenoBeYyeckmne
KayecTBa U Ux noteHuuu (nnaepcTBo,
CMNOCOOHOCTL K MO3HaHUIO, TBOPYECKUN
noteHuuan un T1.4.)



Mo mHeHuto U.B. CunysaHoBon, peweHne npoodnem,
CBsi3aHHbIX C BMeLWaTesfibCTBOM B reHeTU4YeCKUm
annapar XuBbIX CyLeCTB, CNOCOOCTBOBANO
chopMunpoBaHno BHYTPU OMOITUKK ABYX NOAXOAOB,
KOTOpble YCIIOBHO MOXHO Ha3BaTb «JfinbepanbHbIM» U
«KOHCepBaTUBHbIM»[NMaBHbLIM apryMmeHToOM
«nnbepanoB» B 3TOU NONeMMUKe ABNAETCA
paccMoOTpeHue AaHHOro Metoaa Kak notTeHuuanbHoO
YHUBepcanbHOro noaxoaa K ne4eHuto LUMPOKOro
cnekTpa 3aboneBaHui. B nepByro oyepeab C NOMOLbLIO
CRISPR/Cas9 Mmbl cMOXeM fevynTb «MpPoCcTbiey,
MOHOreHHble reHeTu4Yeckme 3aboneBaHuA: remocunuio,
MYyKOBMCLMAO03, NIEMKeMUI0; BUPYCHbIE (B TOM Yucne
BUY-uHbeKkunn n repnecBUpyCHbIX UHEKLNN);
anneprum u UMMyHornormyeckme 3aboneBaHus (B TOM
yucrie ayToMMMyHHbI€), OHKONoru4yeckume, cepaeyHo-
cocyaucTble 3aboneBaHUA U aaxe peBMaTU3M, a TaKxke
HacneacTBEeHHbIX PACCTPOMCTB — TaKUX, KAK CUHOPOM
HayHa, cepnoBuaHO-KNeTo4YHasa aHemMus u B3-
Tanaccemus.



KoHcepBaTOpbl, B CBOKO o4Yepenb, 03ab04eHbl TEM, YTO FEHEeTUK MOXET B3AITb Ha cebs pornb
cBoeobpa3Horo «6ora» U NOMNbITaeTCA BMeLWaTbCA B AEeUCTBUA 3aKOHOB nNpupoabl.Bo-BTOpbIX,
y4MTbIBaA KOHUEeNuuio eBreHnKu (reHbl UMeloT peluaroliee 3Ha4eHue B npouecce ¢popmupoBaHus
yesrioBekKa), CywecTBYT OfnaceHns No NoBoAy CyLWeCcTBOBaAaHUA 0400pPEeHHbIX NpaBUTeNIbCTBaAMM
nporpamMmm «yJsy4lleHus pacbi» U UCMOSIb30BaHUA MeAULIMHCKUX TEXHOSTIONMU B HeMeAULIMHCKUX
uenax.pyrumm cnoBamm, OCHOBHbIMU KPUTEPUAMU reHOTEepanmm ABIAKOTCSA YBaXKeHMe JIMYHOCTHU
yesioBeKa, ero aBTOHOMMUMU U cobnaeHne NpMHUMNa HeBMeLWaTesibCTBa B €ro YaCTHYH XXU3Hb.B-
TPeTbUX, TEXHOSNONMA HYXXAaeTcs B COBEpPLUEeHCTBOBaHUU, OHA HeaoCcTaToO4YHO TovyHas. B 2015 roay
KWTaUCKMNe y4yeHble NpeanpuHANU NonbITKY UCNPaBUTb FeHOM YyerioBe4ecKoro amopuoHa. B
pe3synbTraTte 3kcnepumeHTta B 5—10% amOpuoHOB MyTauusi, OTBETCTBEHHasA 3a BO3HUKHOBEHMe 3-
TanacceMmuu y B3pocCHbIX foaen, AenCTBUTENbHO Oblna ncnpasrieHa, 04HaKo BO BCeX KeTKax
nponevYeHHbIX 3IMOPMOHOB BO3HUKIO GONbLIOE KONMMYECTBO HenpeaBUAEHHbIX MyTaLUn.
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MMeHHO no3aToMy no-npexHemy
COXpaHsieTCA 3HauYnTenbHas
HanpsAXXeHHOCTb B OTHOLUEHUN
3achpeKTMBHOCTU reHHON Tepanuu,
BO3MOXHOCTU pa3BUTUS HEraTUBHbIX
nocneacTBun. PasnnyHble «3TU4YeCKue
KOMUTETbI» 6€3yCTaHHO NOAHMUMAIKOT 3TY
npooGnemy, NbiTaasCb HANTU «naeanbHbIE»
YCIOBU1SA, NPU KOTOPbIX 3TO BO3MOXHO
peanu3oBaTtb.[103TOMYy Ha cerogHsALWHUN
AeHb cyLlecTByeT MHOXeCTBO MoparibHO-
3TUYECKUX HOPM M TpeboBaHUM K
reHeTU4eCKUM TEXHOSIOMMAM U MeToaam,
KOTOpble 3aKpenneHbl B psge
MeXAYHapOAHbIX 3TUKO-NMPaBOBbIX
OOKYMEHTOB, a TaKkxe B
3aKkoHopaTtenbcTBe PO.



dnarHocTuUKka MHOrMx reHeTM4eCcKMx saboneBaHnmn
3aTpyaHeHa BcreacTBMe TOro, YTO reHbl, oTBevarLwme 3a
BO3HUKHOBEHUE 3TUX 3aboneBaHUN, ABNAIOTCA
peueccMBHbLIMU U PEHOTUNMUYECKU HE NPOABNAIOTCS.
NMoaTomy, Ha AaHHbIN MOMEHT, Ha NepBOe MeCTO HaM
Heob6xoAMMO NOCTaBUTb pa3paboTKy mMeToaoB
ANAarHOCTUKM, a yXKe NOTOM BHeAPATb MeToAbl
reHoTepanuu.

He ctouT 3abGbiBaTb U 0 NPaBOBOM perynimpoBaHumn
AaHHou cchepbl AeaTenbHOCTU. BMewaTenbCcTBO B reHOM
yenoBekKa, npexae Bcero, AOMKHO ObITb 6e30nacHbIM Kak
ANs Hero, Tak U AnNA oKpyXxarwen cpenbl. BaxHyro ponb
B BOnpocax NpaBoBOro peryfMpoBaHuUs AOMMKHbI UrpaTb
KaK rocyaapcTBO, TaK U MeXAyHapoAHble Hay4Hble
coobuwectBa. HanpaBneHHOCTb reHeTU4YeCKnX
uccrneaoBaHUM, MeToAbl FEHHOM UHXXEHEepPUU U Tepanuu
AOMKHbI CONOCTaBMATLCA C MOPaNbHO-3TUYECKUMU
NPUHLUMNAMUN N HOPMaMUN COBPEMEHHbIX OMOTEXHONOrUN.




[ €eHeTn4YeCcKnn puUckK

FeHeTN4YeCKMN PUCK- 3TO BEPOATHOCTb NOSABIEHUSNA
HacneacTBeHHOM NaTONOrMM y oopartmBLuerocs Ha
KOHCYNbTaLMIO UIN Yy ero poacTBeHHUKOB. PacuyeTbl
reHeTU4YeCKOro pucka oOCHoBaHbl Ha aHanuse
3aKOHOMEepPHOCTen HacrieaoBaHUA TOro UMM UHOIo
3aboneBaHusA, UM HA OCHOBE 3MNUPUYECKUX AaHHbIX. B
TOM crlyyae, Koraa reHoTUnbl KOHCYNbLTPYHLWMXCA TOYHO
He YCTaHOBIEeHbIl, UCMONb3YHTCSA pacyeTbl HanpaBrieHHble
Ha nofy4yeHne BEpPOATHOCTHbIX OLleHOK pucka. B pacuyetax
MCNONb3YHTCA OLIeHKU BePOATHOCTU OOpa3oBaHUA
onpeaeneHHOro Tuna rameT y poauTternen.




DononHutenbHon nHdopmauumn Ana pacyeToB
reHeTU4YeCKoro pucka siBfsilOTCA AaHHbIe O
yacToTax reHoB 3aboneBaHui B Nonynsauusax,
Hanuuua N cteneHb KPOBHOIO poAcTBa
(ypoBeHb MHOpUMAUHra) n ap. FreHeTnyecknn
puck no 5% cuutaeTcA HU3KUM, B npegenax
6-20%-cpeaHun puck. Puck > 20% - BbICOKUMN.
PacuyeTbl reHeTU4ECKOro pucKka He ABRSIOTCA
camouesibio KOHCynbTupoBaHus. lNMony4yeHHbIe
3Ha4YeHUA pUCKa cnyxat OCHOBOM AnA
NMPUHATUA peLleHNs1 OTHOCUTESNTbHO
nraHupoBaHuUA aeTopoxaeHus. B npnHATUM
3TOro peLueHUs posib Bpadya-reHeTuKa
3aKsiroyaeTcs B NnpeaocTaBneHMn BCECTOPOHHEN
MH(opMaLUn OTHOCUTENBHO BEJIMYUHBbI PUCKA.
O6bsAcCHeHUue ero 3Ha4eHUn, npepocTaBrieHne
AaHHbIX OTHOCUTENIbHO TAXECTU TeYEeHUs
3aboneBaHus, BO3MOXHOrO JIe4eHUA 1 ero
achheKTUBHOCTU U T.4.



Mo MHeHnIo OQHOIro U3 aBTOPUTETHbIX
cneunanmcToB B flaHHOM obnacTtu - B.
MakkbrocUuKa, - OYpHbIN Nporpecc CoBpeMeHHOMN
reHeTUKM YernoBeKa CoaepXuT B cebe Kak
MUHUMYM ABa pUcKa: BonepBbIX, HOBas
MHopMaLua yBeNMYNT pa3pbiB MeXAy TeM, 4YTO
Mbl MOXXeM AUarHoCTUpPoOBaTb, U TEM, YTO Mbl
MOXeM NeYunTb. YKe cermyac 3To - ocTpas
npo6bnema, KacaroLascs ToOn xe 6one3Hu
FeHTUHITOHa M psaaa ApYyrux HacneacTBeHHbIX
3aboneBaHMn. Bo-BTOpbIX, 3HAYUTESNILHO
BO3pacTeT pa3pbiB MeXAy TeM, YTO Mbl (Bpayu,
y4yeHble U nybnuka) Agymaem, 4To Mbl 3Haem, u
TeMm, YTO Mbl 3HaeM Ha camoMm gene. NocnegHee
obcToaTenbLCTBO, NO cnoBamMm MakkblO-CUKa,
CBSI3aHO C HEBOJIbHbLIM 3HTY3Ma3MOM, KOTOPbIM
OXBa4yeHO Hay4Hoe coobLecTBO No noBoAay
oXugaembix 6nar ot peanusauum
MexayHapoaHoro npoekrta "eHoM yenoBeka", u
nepeoueHKoON CTeneHn BIIMSAHUA FreHeTUYeCKnX
c¢hakTopoB Ha chopmMmmpoBaHue noBeaeHUs
yenoBekKka




MymauyuoHHbIU npouecc u npobriema ceHemu4eckou
6e3onacHocmu

YacToTa CNOHTaHHOro U MHAYLUUPOBaAHHOIo MyTaLMOHHOrO npoLecca HaxoauTcs noa
reHeTU4eCKUM KoHTpornem. Hambonee cywecTtBeHHOe, BNUSAHME HA MYyTaLMOHHbIW NpoLecc
OKa3bIBaloOT reHbl, KOHTPONUpYOLKE peaynnmvKaLumio, penapauuvio 1 peKkoMmbnHauuo, ogHaKo 3TUM
He uc4yepnbiBaeTCA BCA CIOXHOCTb FeHOTUMUYECKOro KOHTPOSIAA MyTaOUMbHOCTMH, a,
cnepgoBaTeribHO, U pa3Hoobpa3Hble NyTU MyTareHe3a. NleHeTU4Yeckasi 0OyCrnoOBMEHHOCTb
onTUManbHON MyTaOMUNbHOCTU XXUBbIX OPraHM3MOB CTaBUT Nepea YerioBeKOM ABe, Ka3arnoch Obl,
NpPOTUBONONOXHbIe 3aaayn. C o4HOU CTOPOHLI, pa3paboTka achdpeKTUBHbIX MeTOAOB
MHAYUMpOBaHHOro mytareHesa. C apyrou - coxpaHeHue onTMManbHOU MyTabOUIILHOCTU B
€CTeCTBEHHbIX MONYNALUMAX MUKPOOPraHU3MOB, PaCTEHUN U XKUBOTHbLIX C LiefibI0 NpeaoTBpalleHusA
MX HenpeackasyemMbix uameHeHUn. OCTpo BCTaeT BONpoc 06 oxpaHe 340POBbS He TONbKO HbIHEe
XUBYLLEro, HO N ByAyLMNX NOKOSIEHUW NoAEeN, ANsl KOTOPbIX YBefiIMYyeHue reHeTM4YeCcKoro rpysa -
HacneacTBeHHbIX 6one3Hen, - YpeBaTo MoparibHbIMU U (hU3NYEeCKUMU cTpagaHMAMU. JTa 3aga4a
npuobpeTaeT BCe OOSbLUYI aKTyaribHOCTb B CBSI3U C YCKOPEHMEM TeXHU4YeCKOro nporpecca,
KOTOPbIN CTanknBaeT Hac C MHOFOYMNCNEHHbIMU MyTareHHbIMU (paKkToOpamMu aHTPOMNOreHHOro
NPOUCXOXAEHUS.



Heob6xoaumocTb obecnevyeHnsi reHeTUYEeCKOW
6e3onacHOCTM YenoBeKa 3acTaBnsieT UCKaTb NPOCThbIe
M HaZeXHble TeCTbl ANS BbiSABNIEHUS BO3MOXHbIX
nocrneacTBMN N3MEHEHUSA OKpYXKaroLen cpeapbl,
NPOBEPKU reHeTUYECKON aKTUBHOCTU MHOIMX
XMMUYECKUX BeLLeCTB, UCMONb3yeMbIX B CEJIbCKOM
X035INCTBE, NPOMbBILUNIEHHOCTU, MeAuLMHe, NpyU
NPUroToBNeHun N KOHcepBMpOBaHUM Nuwm. B
HacTosillee BpeMs NPOU3BOAUTCSH HECKONbKO COT
ThICSIY XMMUYECKUX NMpenapaToB U KaXabli rog K HUM
000aBnNATCA COTHU HOBBbIX.

Ona onpepneneHus reHeTUYECKOMU U, Npexae Bcero,
MyTareHHOM aKTUBHOCTMU Pa3fINYHbIX XUMUYECKUX
BeLLEeCTB U 3arpsA3HUTesNIen oOKpyXKaroLwen cpeabl
MCNOMb3yeTCA UeNbln psaa TeCTOB, OCHOBaHHbIX Ha
MCNONb30BaHNMU B Ka4yeCcTBe TeCT-CUCTEM NPOKAPMUOT,
nrnecHeBbIX rPM6oB, MyLeK Apo3odun, a TaKkke Ha
NPUMEHEHNMN KyNbTypbl KNETOK YernoBekKa, XXMBOTHbIX U
pacTeHuMn.




lNMpoBepka 6GonbLIOro KonuyecTsa
COoeAVHEeHUN Ha MyTareHHyH akKTUBHOCTb
C UCNONb30BaHUEM MJIEKONMUTAIOLUX, Ha-
npuMmep Mblwen, He NpeacTaBNsAeTCcA
BO3MOXHOW MO NPUYMHE FPOMO34-KOCTU U
BbICOKOW CTOMMOCTU 3KCNEPUMEHTOB.
TecTbl ¢ UCnoNb30BaHUEM
MUKPOOPraHM3mMoB OTNIM4aloTCs 60nbLIOn
NPONYCKHOM CMOCOOHOCTLIO U
YYBCTBUTENIbHOCTbLIO K MyTareHHbIM BO3-
aencrtemam. OgHako rnaBHoOM npoonemown
Nnpv NPMMEHEeHNM 3TUX TeCTOB ABNAETCS
3KCTpanonAuusa nonyvyaembix
pe3ynbLTaToB Ha BbICLINX XXWU-BOTHbIX U
yenoBekKa.
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Mpob6nema reHeTU4YecKkon 6e3onacHoOCTU
aKTyanbHa He TONbKO ANA YerioBeKa, HO U Ans
6uocdepnbl B uenom. Jlrobasa nonynauusa
cnocobHa BbigepXaTb NULWb onpeaeneHHbIN
rpys mytauyuin. YBenmyeHue 4acToTbl MyTauum
MOXET NPUBECTU K CHUXKEHUIO YCTOMYMBOCTU
nonynsauun n3-3a HapyLeHUsl reHeTU4YeCKoro
romeocTta3a. Heobxoaumo panbHeunwee
ycuneHne 6MOMOHUTOPUHIA - KOHTPOrSA 3a
COCTOSIHUEeM OKpYyKarowen cpegbl C NOMOLLbIO
Ounonornyeckux cuctem. B kauectBe
npodmnakTuyeckux mep cneagyer
MCNoNb30BaThb pPa3BUTUE «0E30TXOAHbIX»
TEeXHOJIOrMn, orpaHu4YeHue Npom3BoACTBa
BeLeCcTB C MyTareHHbIM feNCcTBUEeM, ycuneHume
BCeX BUAOB KOHTPOJSIA 3a COCTOAHMEM
noTeHUuanbLHO onacHbIX npeanpuaTun: A3C,
XUMUYECKNEe U MUKpOOMonornyeckume
NPOu3BOACTBA, Hay4YHO-NPOMbILUNEHHbIe
yCTaHOBKM GMOTEXHONOrM4YeCcKoro xapakrepa.



