[eHOTepanus
Mpobnema ,nepcnekTUBbl NPUMEHEHUS
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YTo Takoe reHoTepanua?

/lo HegaBHEro BpeMeHM AMArHo3 «Hac/eACTBEHHOE
3aboneBaHme» 6bin NpuroBopom a5 60AbHOrO:
reHeTM4yeckme 6one3HM He neunan, obaeryas ToNbKO
cuMmnToMbl 3aboneBaHus. OgHaKo cama NpUYKMHA
3aboneBaHnA oCcTaBasaCb HEMPEOAO/IMMOWN.

Ha nomouwb Takum 60bHBIM NPULLAO O4HO U3
HOBEMLLMX HANPaBJAEHUN COBPEMEHHOM
MeANLMNHCKOUN FreHETUKUN- FEHHAS

Tepanus (2eHomepanus). 3TO COBOKYMHOCTb
METOZAOB FrEHHOU MHXEHEPUN U MEAMULLMHDI,
HanpaB/IEHHASA Ha JIeYeHMe NaTO/I0r NN
reHeTU4yeckoro annapara.

[eHOTepanusa-neyeHmne 3aboneBaHNM C NOMOLLbHO
reHoB.



MOXHO cKa3aTb, YTO FreHHad Tepanua — 3TO
XUPYPrusa reHos.
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MpuHUMN aencreumsa:

B HekoTOpble kKneTkn 601bHOro BBOAAT T€ reHbl, KOTOpble Y
Hero nopaxeHsol. 114 Toro yTobbl reHbl BHeA,PAANCH B
KNeTky n sctpamsanance B ee AHK, ncnonbsytoT
cneuvanbHble BUpPYCbl-HOCcuTenn. Cama naes reHHowu
Tepanum BO3HUKAA Noc/e TOro, kak bbian oTKpbIThI
BMPYCbl, Bbi3blBatOLME ONYXO/IN Y YeNOBEKA: OHN UMEIOT
CNOCOOHOCTb BCTPaMBaTbCA B reHETUYECKMM annapaT
YyesiloBeKa M 0CTaBaTbCA TaM Ha NPOTAXEHWUM XXU3HU KETKU
[na reHoTepanmm NCNo/ib3ytoT BUPYCbl, KOTOPbIE B
pe3y/abTaTe reHHO-NHXEeHepHbIX onepaummn NnoTepsaau
CNOCOBHOCTD BbI3bIBATb OMYX0J/IM, HO 3aTO HEeCyT B cebe
BCTPOEHHbIE reHbl — Te CaMble, KOTOPble MOPaXeHbl
MyTaLmnamMm y 601bHOro



MOXHO cKka3aTb ,UTO reHoTepanmsa o4HO U3
CaMbIX MHOroobeLlaloLmMX, @ BO3SMOXHO, U
NoTeHLUMA/IbHO OMNACHbIX A4/19 YeNoBeYyeCTBa
HanpaBneHMM MEAMLI,I/IHbI XXI Beka.
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NcTopua reHoTepanuu

1.OMNNPUYECKME NOMbITKN Ne4YNTb 60NBbHBIX C
Hac/eACTBEHHOM NaTas0rMen, npeanpuHMMaemMble B
TeyeHue 200 JiIeT BMJIOTb 40 30-X F0A0B XX B., He ga/u
MNOJIOXNTE/IbHbIX PEe3Y/IbTAaTOB.

[AnarHos HacneacTBeHHOM 601€3HM OCTaBaICA KAk MPUrOBOP
obpeyeHHOCTN 6ONLHOMY 1 €ro CeEMbE, a TakMe CEMbM
CYMTANNCH BbIpOXAatowmmncs. B cBs13n € 3TUM B Havane
XX B. BO3HUMK/I0 HanpaB/eHMe, HA3BaHHOE HEraTUBHOM
eBreHMKOMN, KOHLLeNuMsa KOTOPOW COCTOSA/1a B TOM, YTO
HeobX0AMMO HAaCUIbCTBEHHO OFPAHUYUTD 4ETOPOXAEHNE
y ML, C HacaeaCcTBeHHOM naTtonormen. K cyacTbio,
NpakTnyeckas peanmsaumsa 3Tom naem bboisia He- 4OATOU
n3-3a 06LWeCTBEHHOro AaB/IeHUS.



NcTopua reHoTepanuu

2.[lepeoOMHbIM NepUOAOM B OTHOLLEHNM JIEYEHUS
Hac/eACTBEHHbIX 601e3Hen MOXHO CUMTATb 20-30-€
roabl. Tak, B cepegunHe 20-X FOA0B B 3KCMEPUMEHTAX
Ha gpo3odue Bbian NoayyYeHbl GaKkTbl,
NMOKa3bIBalOLWME PAa3HYIO CTEMEHb NPOSABAEHUS
1eNCTBUSA TreHOB B 3aBUCMMOCTU OT BAUAHUA
reHoTMMNa UK BHELLHEN Cpejbl.

[lo3TOMY CTania BO3MOXHOW 10T MY€eCKas
3KCTPANoONALMNS: eCIN CPeAa BAUAET Ha
3KCMNPECCMBHOCTb FEHOB, TO, C/1e40BaTE/IbHO, MOXHO
YMEHbLWNTb UJIN NCKAOYNTb NAaTON0rMYeckoe
AENCTBME FreHOB NPU HacAe4CTBEHHbIX bone3HaX.



NcTopua reHoTepanuu

Pewarowme goctmxeHmnsa mosiekyasspHou brmonormm
M FTeHETUKWN B U3YYEHUM TOHKOM CTPYKTYPbl FEHOB
3YKapUOT, X KAPTUPOBAHMM HA XPOMOCOMAX
MJIEKOMUTAIOLLMX, U NPEX e BCEro Ye0Beka,
OypHbIN poCT B 061aCTM BUOTEXHONOTMN U
reHHOM MHXXEHEPUUN ABUJINCb HEOBXOAMMbBIMU
npeAnocbiIKaMu 419 TOro, 4Tobbl OT ONbITOB Ha
XXKMBOTHbIX M TEOPETUYECKNX MOCTPOEHNM YXKE B
1989 roay npeanpuHATbL NePBbIE MNOMbITKM
NleYeHNI MOHOIreHHbIX bonesHew.



NcTopua reHoTepanuu

[epBble KAMHNYECKNE UCMbITAHUS METOA0B FreHHOM Tepanum 6bian
NpeAnpPUHATBLI 22 Mast 1989 roAa C Le/blo reHeTUYECKOro MapKUpPOBaHMS
ONyX0Jb-MHPUNBTPYHOLWMX IMMOLMTOB B C/Iy4ae Nporpeccupytowem
MeJIaHOMbl.

[lepBbIM MOHOIeHHbIM HacNe4CTBEHHbIM 3a60/1eBaHMEM, B OTHOLLEHWUM
KOTOPOro 6bl/IM NPUMEHEHbI METOAbI F€HHOW TePanK, OKa3ascs
Hac/NeACTBEHHbIN UMMYHHOAEePUUNT, 0OYC/IOBIEHHbIVM MYyTaLMEN B FeHe
afeHo3nHae3ammHasbl (ADA).

14 ceHTA6psA 1990 roga B betecae (CLUA) yeTbipexneTHen AeBOYKE,
CTpajatolen 3TUM AOCTAaTOYHO peakmm 3aboseBaHMeM (1 : 100 000),
6bl 1M nepecaXkceHbl ee COOCTBEHHbIE IMMPOLUTLI, NpesBapUTENbHO
TpaHCPOPMMPOBAHHbIE BHE OpraHnimMa (ex vivo) reHom ADA (ren ADA +
reH neo + PeTPoOBUPYCHbIN BeKTOP). JleuebHbin 3 PekT Habatogancs B
TeYeHMe HECKO/IbKMX MecsiLLeB, MOCae Yero npoueaypa bbl1a NOBTOPeHa
C MHTEpPBAJIOM 3-5 MecALeB. B pe3y/abTaTe ie4eHUA COCTOsAAHKE
MaLMeHTKM HAaCTO/IbKO YAYYLIMAOCH, YTO OHA CMOI/1a BECTU HOPMaJlbHbIM
o0bpas XK13HM 1 He BOATLCA CAyYaUHbIX MHPEKLNY



[eHHYIO Tepanmio Ha COBPEMEHHOM
3Tane MOXHO ONMpeAennTb Kak
NeYeHne HaCNe CTBEHHbIX,
MYJITUPAKTOPUABbHbBIX U
HeHac/eACTBEHHbIX
(MHPEKLMOHHBIX) 3ab01eBaHNN
NyTeM BBEZ,EHNS FTEHOB B KJ1€TKM
MALNEHTOB C LLeNbio
HanpaB/IEHHOIO U3MEHEHUS
reHHbIX 4edeKTOB WU NMPUAAHUS
KNeTKaM HOBbIX QYHKLMN.




[lpyHUUNBI reHOTepanuu:

Pewatowmm ycnoBmem ycnewHom reHoTepanmmn sBaseTcs
obecneveHme 3pPeKTUBHON AOCTABKMU, TO €CTb TPAHCPEKL UM
NI TPAHCAYKL MU YYXEepPOAHOro reHa B KJeTKU-MULLEHMU,
obecneyeHvie AIMTENILHOMO PYHKLMOHUPOBAHUSA €ro B 3TUX
KNeTKaX 1 CO34aHune yCI0BUWN A5 NOJIHOLEHHOM PaboTbl reHa
(ero akcnpeccum). TpaHcheKumsa MOXET NPOBOAUTLCS C
ncnonb3osaHnem yncton AHK, nermposaHHon (BCTpOeHHOW) B
COOTBETCTBYHOLLYIO NAA3MUAY, UAn koMmnaekcmpoBaHHou JHK
(nnasmuaHas AHK, coeanHeHHan c consmm, benkamm
(TpaHCheppUH), OPraHNYeCcKUMN NOAMMEPAMM (DEAE -0EKCTPaH,
NOJINZIN3UH, IMNOCOMAaMM UM YacTUlamm 30s101a), uam AHK B
COCTaBe BUPYCHbIX YacTUL,, NpesBapuUTesibHO NLIEHHBIX
CNOCOBOHOCTM K penankauum.

OCHOBHble MeTOAbl 40CTaBKN Yy>XEPOAHbIX FEHOB B KJIETKM
pa3fensTcs Ha XumMmndeckue, pusndeckme n bnonormyeckme.



[eHOTepanusa ex vivo

B 3aBMcKMMOCTM OT cnocoba BBeAeHUSA IK30reHHbIX
AHK B reHOM naumeHTa reHHaa Tepanma MOXeT
NPOBOAUTbLCA INOO B KyNAbType KAeToK (ex vivo), 1nbo
HenocpeACTBEHHO B opraHm3me (in vivo).

KneTtoyHas reHHaa Tepanus Uamn Tepanmsa ex vivo
npeAnosiaraeT BblgeneHne U KyAbTUBMPOBAHME
cneymnduryeckmx TUNOB KNETOK NalMeHTa, BBEAEHME B
HUX Yy>XX€POAHbIX FeHOB, 0THOP TpaHChELMPOBAHHbIX
KNEeTOK 1 penHPY3nIo X TOMY XKe NaymneHTy . B
HacToswee BpeMsl B OONbLIMHCTBE 4OMNYLWEHHbIX K
KAMHUYECKMM NUCMbITaHUAM MPOrpaMm reHHOM
Tepanmn NCNOJIb3yeTCca MMEHHO 3TOT NOAXOJ, .



In vivo

[eHHaa Tepanua IN VIVO OCHOBAHA Ha NPSIMOM
BBEA,EHNMN KNOHMPOBAHHbBIX M ONpesesieHHbIM
obpa3om ynakoBaHHbIX NOC/e40BaTe/IbHOCTEN
AHK B cneynduryeckmne TkaHu 6oabHOrO.
OcobeHHO NepcnekTUBHbLIM A1 NE€YEHUS TEHHbIX
bonesHewn in vivo npeacTaBaseTcs BBeAEHME
reHOB C MOMOLLbIO Aa3P030JIbHbIX NN
MHBbELMPYEMbIX BaKLLMH. ASPO30/1bHaH
reHoTepanunsa pa3pabartbiBaeTcs, Kak NPaBuo,
ANS NeYeHNs NyIbMOHOI0TNYECKUX
3aboneBaHMN (MyKOBUCLMA03, PaK NErknx).



l'ennan repanus
in vivo

[ ennan repanus

ex vivo
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STNYECKUWE N COLUUNAJIbHbBIE

NPOBJIEMbl FEHHOW TEPAMUN

YXe cemyac Ha COBPEMEHHOM YPOBHE 3HAHWUM O FEHOME Ye10BeKa
TeOpEeTMYECKWN BMOJIHE BO3MOXHbI TakKMe ero MogmoukaLmm C Lenbto
Y/yULLEHMS HEKOTOPbIX GU3NYECKNX (HAaNpUMep, POCT), MCUXUYECKUX U
MHTENNEKTYa IbHbIX MapamMeTpoB. TakMM 0bpa3om, COBpeMeHHast HayKa o
4yenoBeke Ha CBOEM HOBOM BUTKE Pa3BUTUSA BEPHY/IAChb K njee
Y/yuLLEeHMS Ye/IOBEYECKOW MOPOAbl, KOrAa-TO NOCTYAMPOBAHHOM
BbIAAOWMMCS aHIMNCKUM reHeTukom O. anbTOHOM 1 pa3BUTOM ero
YYEeHMKAMM .

He BbI3bIBaeT COMHEHMS, YTO MEPBOHAYa/IbHbIe OMACEHMUS, CBA3AHHbIE C
reHHOW MHXeHepKen YenoBeka, bblin HeornpasAaHHbIl. YKe npu3HaHo
LLenecoobpasHbIM NPUMEHEHME FTEHHOW Tepanuu 415 1e€4eHUA MHOTUX
3aboneBaHnn. EAMHCTBEHHbBIM M HEMPEMEHHbBIM OrPaHUYEHUNEM,
COXPAHSAOLLMM CBOIO CUJTY M B COBPEMEHHbIX YCJ0BUAX, ABAAETCA TO, YTO
BCE reHoTepaneBTUYECKME MEPOMNPUATUS AOSKHbI OblTb HaNpaB/EeHbI
TO/IbKO Ha KOHKPETHOIro 60/1bHOr0 M KAacaTbCst UCKAOUYMUTENIBHO €ro
COMaTMYECKMX KNETOK.



BoT HekoTOpble BONPOCbl, KOTOPbIe A0/KHbI ObITb peLeHbl B

paMKax npegJsaraeMom reHeTuKaMu LWMPOKOM AUCKYCCUU NO
reHHOU Tepanuu.

1. CmoxeT 2in B byayweM reHHas Tepanuns obecneynTb CTO/b MOIHOLLEHHYIO
reHOKOppeKL Mo, KOTOPas He NpeACcTaBmUT Yrpo3bl 415 MOTOMCTBA?

2. B kakon mepe nonesHocTb M HeOHXOAMMOCTb FreHOTepaneBTUYECKOU NpoLeaypsl
ANS OAHOW CYyNpPY>XeCKOW YeTbl NepeBecAaT PUCK Takoro BMeLlaTe1bCTBa A1
BCEro yesioBe4yecTsa?

3. Ckonb onpaBaaHHbl byayT 3Tn npoueaypbl Ha GOHe rpaayLwero nepeHaceeHns
naaHeTbl?

4. Kak byayT COOTHOCUTBCA FEHHOMHXXEHEPHbIe MEPONpPUATUA Ha YenoBeKe C
npobnemamu romeocTasa obwecTtsa n bnocdepnbi?

Taknm obpa3om, reHeTMYeckas peBooLms, anodeo30M KOTOPOU ABUACH
reHoTepanus, He TO/IbKO NpejJiaraeT peasibHble MNyTU 1eYEeHNS TAXKEbIX
HacneACTBEHHbIX M HEHAC/1e 4, CTBEHHbIX HEAYrOB, HO M B CBOEM CTPEMUTE/IbHOM
pa3BUTUKM CTaBUT Nepes obLiecTBOM HoBble NPpobeMbl, pelleHne KOTOpPbIX
HacToATeNbHO HeobxoaMMo yxe B banxanwem byayuiem.



[lepcneKkTnBbI NpUMeHeHUA

Cnncok HacneaCcTBEHHbIX 3abo1eBaHNK, KOTOpPbIE
MbITAIOTCA AW NNQAHUPYIOT JI€@YNTb FrEHAMM, BEAUK. DTO U
PEBMATOUAHbIV apPTPUT, N PEHUAKETOHYPUSA, U
3aboneBaHuA, CBA3aHHbIE C HEAOCTAaTKOM FOPMOHOB
(MHCY/IMHA, SPUTPONOITMHA, FOPMOHA POCTa).
[MpakTnyeckm B Ntobon obacTn meanLMHbI IO HaYaThl
KAMHUYECKNE UCTIbITAHUS IeYEHNA HAC1e4CTBEHHbIX
3aboneBaHMM C MOMOLbLO reHoTepanum, IMHO B OMbITAX HA
XXMBOTHbIX pa3pabaTbiBalOTCA NOAXOAbI K TAKOMY
neyeHuto. No Mepe ycoBepLLIEHCTBOBAHNA METOA,0B
A,0CTABKM FEHOB M KOHTPOISA X IKCMPECCUM CMMCOK
3aboneBaHnM, K KOTOPbIM MOXHO MPUMEHSATb
reHoTepanuto, byget 6e3yCc/10BHO paclMpATHCS.



[eHOTepanua NnpMMeHMMa He TOJIbKO K Hac/1eACTBEHHbIM 3a601eBaHMAM.
MpeacTonT pewmnTb Npobaemy neveHns reHamm "yymbl XX Beka" — cMHAPOMA
npnobpeteHHoro uMmmyHoaedpuumta (CMNJ), BO3HMKAOWEro NP 3apaXKeHnmn
BUPYCOM MMMYHoAeduLmTa YenoBeka (BNY). BonesHb yaanock 661 nobeanTs,
ec/iv 6bl OblIN HaVAEeHbI HOBbIE FreHbl, BBEA,EHME KOTOPbIX B 3apaXkeHHble BNY
NMMPOoLUTBI 0OCTaHAB/IMBANO bbl AasibHeWLLee pa3MHOXEHWeE BUPYCa.
[peaoXeHO MHOXEeCTBO XMTPOYMHbIX cnocoboB 6opbbbl co CMAAom ¢
MOMOLLbIO MPUBHECEHHbIX reHOoB. OHAKO el e He MOJyYEeHO OLWYTUMbIX
pe3ynbLTaToB.

OrpomHble nepcnekTUBbl OTKPbIBAET MCMNO/1b30BaHWe reHoTepanum A5 e4eHns
OHKON0rn4eckmnx 3aboseBaHmin.

MeToAbl reHHOM Tepanum NO3BOASIOT IEYNTb Pa3/INYHbIE FeHeTUYeCKne
NaTo/I0rMn B NEPUOA BHYTPUYTPOOHOrO pa3BuTus.

[eHHas Tepanusa ycnewHo NPUMEHSETCA A1 1IeYeHUS He TOJIbKO
HacNeACTBEHHbIX, HO U 3HAUYNTEIbHO Hoaee pacnpPOCTPaHEHHbIX
MyAbTUdAKTOPUabHbIX bone3Hen (gmnabeT, ocTeonopos, peBMaATOUAHbLIV ApTPUT,
pPa3/INYHbIE OMYX0JIN)..



Cnacmnbo 3a BHUMaHue!!!

MPRRAIN GENE THERAPY IS [Nl
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