LB POMPE

PyKkoBOACTBO MO KNETOYHOU U FeHHOW
Tepanum

[eHHaqa Tepanus Npou3BOAMT PEBOSOLUNIO B MeauunHe
Ana  niogen  Cc  YrpoXawwMMuU  KU3HU  pedkumu
3aboneBaHuaAMK, npegnaras BO3MOXHOCTb 6Bonee
JOSIron 1 300pOBON XWU3HU. B HekoTopbIX crnyyasx
O HOKpaTHoe neveHwue MOXeT obecneunTb
NOSTIOXUTENBbHBIN 3PMEKT Ha BCH XWU3Hb. TN MeTOAbI
nevyeHna  OOMMKHbI  MPUHECTU  OrPOMHYK  MOJSb3y
naumeHTam, nx cemMbsim 1 obLLECTBY B LIENOM.

FeHHas Tepanusa — 3To obllee HasBaHME MEeTOAO0B
neyeHusi, nMpu  KOTOPbIX TEeHEeTUYecknin martepuarl
nauneHTa BOCCTaHaBNMBaETCs WM NepecTpavBaeTcs
Anst OOCTUXEeHUsI TepaneBTUYeckoro addekTa.

Npea reHHom Tepanuu 3akniodaeTcs B yCTpaHeHuu
reHeTnyeckon npobnembl B ee UCTOYHMKe. Hanpumep,
ecnm npu  HacnegyemoM (06blMHO  peLeCcCUBHO)
3aboneBaHun MyTauusa B onpeaeneHHoOM reHe NpuBoanT
K BblpaboTke AUCHYHKLMOHANbLHOrO ©enka, reHHyo
Tepanuio MOXXHO MCMONb30BaTb AN AOCTaBKM KOMWUM 3TOrO reHa, KoTopas He COAepXuT
BpedHY MyTaumio U 3anyckaeT BblpaboTKy (pyHKUMOHanbHOro 6ernka. Ota cTparterus
Ha3blBaeTCA reHHOM 3aMeCTUTENbLHON Tepanuen.

eHHaa Tepanuna ans nedveHns 6one3Hn [lomne noka HaxoguTca Ha aTane
nccnenoBaHnini, XOTS NPOLECChl pa3paboTkm cTaHOBATCA 6onee NoHATHbIMY Gnarogaps
yXe cepTMdUuMpoBaHHbIM MeTo4aM feyeHnsa apyrux 3abonesaHwun. HaydHble u©
KNUHNYECKME UCCIEeQOBaHUSA Ype3BblYaHO BaXKHbl U MMEKT BGOMbLUYIO LLEHHOCTb A5
obecneyeHna 6GesonacHoCTM U IPPEKTUBHOCTM ITUX METOAOB JEYEHUs B
AONrocpoYHon nepcnektmee. BepoaTHo, noTpebyeTcsa HECKONbKO neT Ans pas3paboTku
yCneLHon reHHon Tepanun 6onesHn Momne, KOTopas MOXXET COOTBETCTBOBATb UMW He
COOTBETCTBOBATb CErOAHALIHUM OXUOAHUSM.

eHHasn Tepanuna genumTtcsa Ha ABa TUna

"eHHas Tepanusa coMaTUYeCKUX KNeTok

MNpu reHHOM Tepanun comaTudeckux krneTtok (SCGT) TepaneBTUYeCKne reHbl 4ENCTBYIOT
TOIMbKO Ha caMux NaumeHToB N He HacneyTcs notomcTsoM. ComaTudeckasi reHHas
Tepanusa npegcraBnseT cobon pyHAameHTanbHble U KIMHUYECKUEe UCCneaoBaHus, B
KOTOpbIX ANd neyeHuns 3abonesaHns ucnonb3yetcs TepanesTnyeckas AHK.

Takme MOHOreHHble HapylweHus, kak 6onesHb [lomne, ABNSATCA XOpPOLUMMU
KaHangaTamu Ansi reHHOW Tepanuy CoOMaTUYECKNX KIETOK.



PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

"eHHasa Tepanunsa 3apoabiLeBbIX KITETOK

Mpn reHHon Tepanun 3apoabiweBblx knetok (GGT) 3apofbllieBble  KMETKU
(cnepmaTto3onabl, AALEKNETKN U OMfOA0TBOPEHHbIE SANLEKNETKN) MOANPULNPYHOTCS
nyTem BBeAeHUS PYHKLUNOHAIbHbLIX FeHOB B UX reHoMbl. Moaudukaumsa 3apobieBom
KNeTKn NpuBOAUT K TOMY, YTO BCe KIEeTKM opraHusama cogepxxat MoanduumpoBaHHbIN
reH. Takum obpa3om, N3MeHeHe ABNSETCS HacneayeMbiM 1 nepeaaeTcs CreayoLwmnm
nokoneHuam. MHorve ctpaHsbl 3anpewiatot npumeHeHne GGT y nogen no TeXHNYECKUM
N 3TUYECKUM MNpUYMHaAM WM MNOTOMY, YTO MOKa MMEEeTCA HeLOCTaTOYMHO 3HaHuK O
BO3MOXHbIX pyUCKax ansa dyayLuimx noKoneHnn, a Takke na-3a 6onee BbICOKMX PUCKOB MO
cpaBHeHuto ¢ SCGT

FeHHasa Tepanua ana nevyeHusa 6onesnu NMomne

B HacToswee BpemMs aonga nevyeHus 6onesHun Nomne nyvarotca Tpy pasnnyHble
ctpatermmn SCGT:

1. ApeHoaccouunpoBaHHbIn Bupyc (AAV)

ans pennukaunn BUPYCbl BBOOAT CBOW reHeTU4ecKui MaTepumasn B KIETKY-X034UHa,
3acTaBndasa KneToYHbIN annapat Xo3dMHa MUCnoJjib3oBaTb €ro B Ka4ecTtBe «‘-IepTe)KeVI»
Ona BUPYCHbIX 6enkoB. YuyeHble ncnonb3yrwT 3TO MNyTeéM 3aMeHbl TreHeTU4eCKoro
MaTepuhnana Bupyca tepaneBTU4eCKMM reHeTU4eCKMM MaTtepumariom.

Mpn Tepanum Ha ocHoBe AAV wucnonb3yeTtca obonodka ageHoaccouunmpoBaHHOIO
Bupyca (AAV). 3ToT BupyC Ge3BpeneH. M3 Bektopa Ha ocHoBe AAV yaoansioTCs reHbl,
Bbi3blBatoLiMe 3aboneBaHue, Tak YTO OHU yTpaumBalT 3PAHEKTUBHOCTL; MPU 3TOM
pobasnseTcsa npeacTaBnaoWmi nHTepec reH. CyLecTByOT pasnuyHble nogtunbsl AAV,
KoTopble obo3HavatoTes umdppamn. Hanpumep, nogtun AAVS5 unm AAV8 HaueneH Ha
neyveHb, a noatun AAV1 HaueneH Ha MblLLEeYHbIe KINEeTKN.

KOHCTpyKLMA BEKTOP/rEH MOYTU HE MHTErpuMpyeTca B reHOM YenoBeka (B XpOMOCOMBI,
koTopble HecyT [HK), HO coxpaHsaeTcs B kayeCcTBe BHEXPOMOCOMHOrO obbekra. 3TO
nMeeT MocrneacTBusi, MNOCKOMbKY MpW  OeneHUn KNeTkn KOHCTpykuma AAV  He
KonupyeTcs, B otnnyme ot octanbHon [HK. Taknum obpasom, AAV GyaeT pa3BoanTbCS
C Te4YEeHNEeM BPEMEHU MO Mepe AeneHus KNeToK (Hanpumep, CTBOMOBLIX KITETOK KPOBW).

Mpn 6onesnn MNomne Tepanus obbIMHO NpeaHa3HavyeHa AN BO3OEWCTBUA Ha KMETKU
NnevYeHn unn KNeTku Mblwly. [onoBHOM MO3r 3awumuweH oT MHdekuMn membpaHowm,
N3BECTHOW Kak reMmaTtosHuedanunyeckun bapbep (F3B), NoaToMy He oxugaeTcs, 4TO
3TN TUNbl reHHon Tepanum AAV ByayT ucnpaBnATb MNOPaXKEHHbIE KMETKM FOfIOBHOMO
Mo3ra unu ueHTpanbHon HepeHon cucteMbl (LUHC). CywecTtBytoT Apyrue Bektopbl AAV,
KOTOpble MOryT HauenvMBaTbCs Ha rofiOBHOM MO3r, HO B HacCToslllee BPeMS OHU He
paccmaTpuBatoTca Ansa nevexHusi 6onesym MNomne.

leHHas Tepanua AAV, kak npasuno, GyayT npoBoAUTbCA B BWOE OAHOKPATHOW
BHYTpMBEHHON (B/B) WHY3NN, XOTHA, BEPOATHO, CUCTEMbI 34paBOOXpaHeHus ByayT
HacTanmBaTb Ha PErynsipHOM MOHUTOPUHIE B TEYEHME MHOIMX NeT Nocne UHQY3uu.

[Ba Tuna reHHon Tepanuu AAV BKIOYaloT:
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PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

Tepanuio, HaueneHHy Ha NeYeHb

OT1a Tepanua obecneunBaeT TepanesTudeckyto AHK ana neveHun, 4tobbl HeNpepbIBHO
BblpabaTbiBaTb 300POBYHO KOMUIO bepMeHTa, OTCyTCTByowWwero npu 6onesxuu MNomne
(anba-rnokosmaasa, unu GAA). BTOT 340pOBLIN (hepMEHT 3aTeM AOoCTaBnAeTcHa B
KNeTkn opraHuama (3a UCKNIYEHUEM HEPBHOW CUCTEMBbI), B YAaCTHOCTU, B MbilLEYHbIE
KNeTku, Takum e obpasom, Kak Npu HenpepbiBHON UHMY3uUn BO BpeMst (oepMeEHTHOM
3amectutenoHon Tepanun (P3T).

Tepanuio, HaueNeHHy Ha MbILULbI

Ota Tepanus obecneuvmBaeT TepanesTnyeckyto [1IHK HenocpeacTBEHHO ANA MbILLEYHbIX
KNeToK (BOSOKOH), YTOBObl CKOPPEKTMPOBaTb reHeTnyecknn agedekt B MbiwevHon OHK.
3atem o06paboTaHHble MbIWEYHbIE KNEeTKM OO0SMKHblI OblTb CNOCOOHLI BblpabaTbiBaTb
depmeHT GAA Onsi BOCCTaHOBIEHUA HOPMarbHOW (PYHKUUM MbIlL U OCTAHOBKM
nporpeccupoBaHus 3aboneBaHus.

NMpeumylecTBa reHHOM Tepanun Ha ocHoBe AAV
» [loctaBnsieT reH OTHOCUTESNBHO NPOCTbIM CMNOCO60M
= [lo4tn He uHTerpupyetcsa B JHK xo3auHa
*» BeposaTHOCTb KaHLeporeHesa mana
= Hesasucuma ot mytaumm GAA y naumeHTa

HepocTtatku reHHoM Tepanuun Ha ocHoBe AAV

* KMMmmyHHBbIN OTBeT Ha BekTop AAV OyaeT pasBuBaTbCs TakMm 06pasom, 4To
NOBTOpPHOE fiedeHne byaeT HEBO3MOXHO

» He Bce nauueHTbl OyayT COOTBETCTBOBATb KpUTEpPMAM [ANns NpoBeaeHus
neYvyeHns B CBA3W C Harnn4mMeMm yxe CyLLEeCTBYIOLWNX aHTUTeN

= Tepanua co BpeMeHeM TepsieT 3O (PEKTUBHOCTb

= [lpu BbICOKMX 03aX BUPYCa MOXET BO3HUKATb TOKCUYHOCTb AN NeYeHn

= Y peten AAV GyaeT pasBoguTbCs C TeHEeHMEM BpeEMEHU Npu pocTe pebeHka

*»  Hernb3sa ne4yntb NauMeHTOB C KNnaccuyeckon MHaHTUIIbHOM hopMor B BOo3pacTe
00 ~4 neT Cc NeYeHblo B Ka4eCTBe MULLIEHN U3-3a UX pOCTa U pa3BedeHus Tepanum

= TpyaHOCTU C 4OCTYNOM K FOfIOBHOMY MO3ry

2. JleHTMBMpPYCHaA reHHas Tepanusa

JleHTMBUpPYCHas reHHasi Tepanusa — 3TO MEeTon, NPy KOTOpOM GepyTca COBCTBEHHbIE
CTBOJIOBbIE KIETKM NaumeHTa n3 KOCTHOro Mo3ra, MU3MeHSAITCA BHE opraHm3ma (ex-vivo)
B CTEpPUNbHOW cpefe, a 3aTeM MOAUMMUMPOBAHHbIE KMETKM BBOAATCA obpaTHO B
opraHusMm. [Mockoribky MeToguka cBsidaHa C MOCTOAHHOW MoAMUKauuen CTBOMOBbIX
KNeTok, OHa MoXeT obecneduntb MNOXWU3HEHHYID Tepanui nocrne O[HOro
BmewaTenoctBa. OHa Takke oOKasblBaeT TepanesBTuyeckoe pencteme Ha LUHC.
HepaBHun npumep — opobpeHne EBpONEnNCKMM areHTCTBOM MO NeKapCTBEHHbLIM
cpeactBam (EMA) neHTuBMpycHOM reHHOW Tepanun ana nedenus LHC npwm
cynbcatmaHom nunngose, 3abonesaHnn, cB3aHHOM ¢ 6onesHbto MNomne.

I'Ipou,ecc Jle4eHnA COCToUT 13 pAda 3TanoB, KOTOPble MOTYT 3aHATb HECKOJ1bKO HEeAEe 1b!
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PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

MoarotoBka opraHuama Takmm 06pa3om, 4YTOObl CTBOSIOBbLIE KIETKM KOCTHOMO
MO3ra BbICBOBOXAanuncb B KPOBOTOK.

B3atue kpoBu y nauneHTa, 4tobbl cCObpaTh 4OCTAaTOYHOE KOSIMYECTBO CTBOSTOBbIX
KNeToK KOCTHOro mMoara.

MoanduumnpoBaHme CoBpaHHbIX CTBOMOBBLIX KMETOK B CTEPUSIbHBIX YCIOBUAX
nyTem BBeAEHUS JEHTMBUPYCHOrO BEKTOpa, CoAepXallero tepaneBTU4eCKUn
reH.

MoaroToBKa KOCTHOrO MO3ra C MOMOLLbIO NMPEKOHAVLIMOHNPOBAHHOIO Npenapara,
Takoro kak 6ycynbgaH.

BHyTpuBeHHas (B/B) HpY3na MoanmumnpoBaHHbIX CTBOMOBBIX KNETOK KOCTHOMO
Mo3ra.

KocTHbIM MO3r cTaHoBUTCA >XuBOW pabpukon TepanesTuyeckoro 6ernka,
obecneunBasi NOCTOAHHbIN UCTOYHMK 3T B KpoBMU.

KneTkn KOCTHOro mMo3ra MpoxogaT yepe3 remaTtodHuedanuyeckuin b6apbep u
CEKpeTMpYrT TepaneBTuyeckmin 6enok B LIHC.

MpeumylecTBa NEHTUBUPYCHOW FreHHOW Tepanuu

OpHokpaTHOE BMeLLAaTenbCTBO A5 MNOXU3HEHHOTO adpdheKTa neveHuns

Takke MOXxHo neuntb LIHC

HesaBucuma ot mytauum GAA

MpogemoHcTpupoBana 6e3onacHoOCTb B HECKONbKMX KMUHNYECKNX
nccnegoBaHunax apyrux 3abonesaHmii n HegaBHo Obina ogobpeHa ona neyYeHus
cyrnbdaTuaHoro nunuaosa

[ormkHa nogxoauTb AN NauMeHTOB C KacCu4eckon MHAaHTUNbHON hopMon,
He3aBMCMMO OT Bo3pacTa

He ncknoyaeT nauneHToB Ha OCHOBAHUWN HANU4YnUst aHTUBUPYCHbIX aHTUTEN

HepocTtaTtku neHTUBUPYCHOW reHHOU Tepanuu

3.

NHTerpnpyetca B IHK cTBONOBLIX KNETOK KOCTHOrO MO3ra: UCMONb3yeTCa HU3Kas
Ao3a ong MMHMMun3aumm pucka nospexageHuna OHK.

MpenapaTbl NPEKOHANLUMOHUPOBAHUSA HABMASIOTCA WHBA3MBHbIMU U TpebyiloT
OCTOPOXHOro BBeAeHus, 4Tobbl wu3bexaTb nobouvHbiXx addekToB. ITa
npoueaypa SBMASETCA YacTbl0 CTaHOAPTHbIX PEXMMOB TpaHCniaHTauum
KOCTHOrO MO3ra, KOTOpble Ha CerofHsIWHUM OeHb HABNAKTCH KIUHUYECKUMU
npoueagypamMmu, rnpuMeHseMbiMU BO BCEM MUpPE, U KOTOpble SBMSAOTCA O4YeHb
6esonacHbIMU.

AHTUCMbICNOBbIe onuroHykneotuabl (ACO wunu

AOH)

AHTUCMbICNOBbIE  OJIMFOHYKNEOTMAbl CMOCOBHbI BNUATL Ha npoueccuHr PHK nu
MOAYNMPOBAaTh AKCnpeccuto 6enka. AToT TN Tepanmm MOXET NMPUMEHSTLCS, Hanpumep,
npn mytaumax GAA, kotopble BnuawT Ha npoueccuHr PHK. Cpean naumeHTOB
€BpONENCKOro MNPOUCXOXAEHUS C NO3OHMM Hadanom 3abonesaHua ~90 % Bcex
nauMeHToOB MMeIT oguHakoByto myTaumio c.-32-13T>G (IVS1) GAA, koTopas BnusieT
Ha npoueccuHr PHK. Bbinun cozgaHbl AOH, KoTopble MOryT KOppPEeKTUPOBaTb NPOLECCUHT
PHK B kneTtkax naumeHtoB c IVS1, a Takke nauMeHToB C gpyrumu, bonee pegkumm
MyTauusaMu.
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PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

Bokc 1: PHK — ato TpaHckpunT Ha ocHoBe [HK, n3 koToporo BbipabaTbiBaeTcsi 6enok.
Cpok xu3Hm PHK, kak n 6ernka, KOpOTOK, MO3TOMY ee creayeT Npou3BOAUTbL MO Mepe
HeobGxogmmocTn ansa Bbipabotkm 6enka. PHK He namensaet [HK, aTo nuwb ee konus.
Mocne wucnonb3oBaHuss oOHa paspywaetcsa. [loatomy AOH, wmogynupytowme
(koppekTupytowme) PHK, Takke A0MKHbI BBOAMTLCA Ha perynsdpHon ocHose. AOH
XUMUYECKM MOONDULMPOBAHbI ANSA NOBbILWEHUS X CTabuNbHOCTK; NOCre NOrnoLeHns
Knetkamm OHM HaMHoro 6onee crTabunbHbl MO cpaBHeHUO ¢ Genkamu. [loaTomy
OXMAAETCH, YTO NpU NPUMEHEHUN B KNHKKE NoTpebytoTcsa perynsapHble nHgysnm AOH,
KoTopble ByayT MmeHee YacTbimu, Yem O3T.

MpeumywecTBa TepaneBTUYECKUX aAHTUCMLICIOBbLIX OJIMFOHYKNEOTUAOB MNpuU
6one3Hu Nomne
» BoccraHoBneHne HopmanbHoON BeipaboTkun 6enka GAA
* MexaHuam oTnudeH oT MexaHusma P3T, nodToMy MOryT ObiTb MOME3HbI
naumeHTam, KoTopble Nfoxo oTeevaroT Ha 3T
* Bo3moxHa kombuHaumsa ¢ d3T
»  AKTyanbHbl Ang 60NbLUMHCTBA NALUMEHTOB C NO3AHMM Havanom 6onesHu MNomne
€BpOenCcKOro NPONCXOXOEHUS, NOCKOIbKY OHU umMetoT myTaumio [VS1, koTopas
MOXeT ObITb CKOppekTupoBaHa ¢ nomotlbto AOH

HepocTtatkm TepaneBTUYECKMX AHTUCMbLICNOBbLIX OJIUTOHYKIIEOTUAOB NpU
6one3Hu Nomne
* Heobxogumo BBeAEHNE B TEYEHNE BCEWN XKU3HN — HE OLHOKPATHOE nevyeHne
» [lo6oyHble adhheKTbl B HACTOSLLEE BPEMS HE N3YYEHbI
* He nogxoauTt Anga nauMeHTOoB C Kraccu4eckom MHaHTUNbHOM hopmon 6onesHn
Momne
= CneunduyHbl K MyTauuu: MOAXOAAT TOMbKO MNauuMeHTam C onpeaeneHHou
MyTaumen

UMMYHHbLIN OTBET Ha FreHHYI0 Tepanuio

Kak n B cnyyae gpyrux BWOOB Tepanuu, Takux Kak pepMeHTHas 3amecTuTernbHas
Tepanua (®P3T), Ha reHHyl0 Tepanuio MOXeT BO3HWKaTb MWMMYHHbIN OTBET —
obpasoBaHune aHTuTen. B nerkux crnydasix OH MOXeT KOHTPONMpoBaTbCs OObIYHBIMU
npenapataMmy 4o Tex nop, Noka CUMMTOMbI HE UCYE3HYT, HO Y HEKOTOPbIX Nogen MoryT
BblpabaTbiBaTbCs HEWTpanuaylolme aHTUTena K Tepanuu, KOoTopble NpPensaTCTBYOT
HOpManbHOMY OEeNUCTBUI0 aKTUBHOIO KOMMOHEHTA.

B HacTosiLLee BpeMsi NPOBOASTCSA UCCNeAoBaHMS Anst 3yYeHust o06pa3oBaHUs aHTUTEN
K HOBbIM MeTodaMm Tepanuu, W, BeposiTHO, OyayT paspaboTaHbl Mepbl A4S
npenoTBpaleHnst OPMUPOBaHNS UMW yAaneHus aHTUTen Bo BpeMsi nedyeHusi. OHu
YCINOXHSAT NPOTOKOSbl FT€HHOW Tepanuu, HO OOIMKHbI TpeboBaTbCs TOMbKO BO BpeMmst
neyvyeHusi, To ecTb Ans 6orblUMHCTBA Ntodel TONbKO OANH pa3 B TEYEHUE XKNU3HW.
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PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

OaHMM 13 NPUMEpPOB NEeYEHUs, NPUMEHSAEMOro AN KOHTPONSA aHTUTEn, ABNAeTCH
nnasmadepes, wnu TepaneBTuyeckaa nnasmadpunetpaums (TMd). BT1o npouecc
nepenuBaHMs KpOBW, NPU KOTOPOM KPOBb MaumeHta 6epyT u3 BeHbl; Mnasmy,
cogepxallyto aHTuTerna, 3aMeHsaIT OTPUITbTPOBAHHOW UIM HE coAepKallen aHTuTen
nnasMon, a 3aTtemM BBOAAT KPOBb nauueHTy. [Npvmep aTOro npouecca MOXHO HauTu
34echb:

https://www.verywellhealth.com/plasma-exchange-ms-treatment-2440905

JononHutenbHbIe MaTepuanbli no
KNeTOYHOU N reHHON Tepanuu

B nHTepHeTe nosiBnaeTca Bce 60nbLUe pecypcoB MO KNETOYHOW 1 reHHOW Tepanuu. Bbl
MOXEeTe NOoNyYnTb 3Ty MHPOPMaLMIO B HALMOHanNbHOW opraHnsaunn 6onesun Nomne, y
Bawero cneumanucTta, a Takke Ha Beb-cantax, Hanpumep:

1. Bpowtopa «Hayka reHHon Tepanuny. Bbl MOXeTe 3arpy3unTb
3Ty bpowtopy ¢ Beb-canta https://sparkix.com/scientific- )
platform-programs/about-gene-therapy/

A Guide to Gene Therapy
2. 910 B1aeo ot AMepuKaHcKoro obuiectea reHHon u

knetoyHon Tepanumn (ASGCT):
www.asgct.org/education/pompe-disease

3. Habop nHcTpymeHTOB Global Genes ans reHHon Tepanuu
https://globalgenes.org/wp-content/uploads/2018/11/Guide-
to-Gene-Therapy Toolkit spread DIGITAL-1.pdf

feHHana Tepanusi: OTBeTbI Ha BaLlX
BOMpOChHI

Bupeo, npeacraBneHHoe B oopmaTte BONPOCOB 1 OTBETOB, OT HaumoHansHowm opraHm3aumm
no pegkum 3abonesaHnam (NORD).
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PykoBOACTBO MO KNEeTOYHOM U FeHHOW Tepanuu

GENOME EDITING:

Hosevwee AonosrHeHune K BUOEO- Q & A FOR PATIENTS & CAREGIVERS
ounonunorteke peakux sabonesaHni NORD —

3TO cepus U3 YeTblpex BUOEO MO ?p 9.
pefaKkTMpOBaHUIO reHoMa. (‘
9 |

UHopmauma o KNUHNYECKnX
nccnegoBaHUAX

CyLlecTBYeT HECKOSIbKO MUCCrenoBaTeNbCKUX Pynn, U3yyvarowmx reHHyH
Tepanuio 6onesHun lNomne, Kaxgass Ha pasHbiX cTagusix. Hekotopble n3
9TUX MOTEHUManbHbIX METOAOB flevYeHuss yxe Obinnm  M3yyeHbl B
KNUHUYECKNX UccrnedoBaHUAX, B TO BPEMSI Kak ApyrMe HaxoOdaTcs Ha
AOKMNHUYECKOWN CTaaumn N U3y4atoTCHa Ha XKUBOTHbIX.

NHdopmaumns o Hay4dHbIX WUCCReAOBaHUSIX, MpuUrnalatmwmx K yd4acTuto
naumMeHToB c OonesHbio [lomne, NpeacTaBneHa Ha MeXOyHapoOHbIX U
HauMoHanbHbIX Beb-canTax, Hanpumep:

= www.ClinicalTrials.gov
=  www.clinicaltrialsreqister.eu

n Ha Beb-cante MexagyHapogHon Accoumauun 6onesHn [lomne
www.worldpompe.org.

baarogapHocTu

MpbI XO0TUM NOOJIarOAapUTh HAIIUX MEAULIMHCKUX KOHCYJIBTAaHTOB 32 UX BKJIAJ U MPOBEPKY
9TOr0 JOKYMEHTA:

[-pa [Muma [uitnannens (Pim Pijnappel), MeamumHckuin LeHTp yHMBepcuTeTa M. pasma,
PotTtepaam, HnaoepnaHab!.

nouetHoro npodeccopa ApHonpaa Peiizepa (Arnold Reuser), meguuuHckuin LeHTp
yHuBepcuteTa 3pasma, Pottepaam, Huaepnanasl.
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PykoBOACTBO MO K/IETOYHOM U reHHOU Tepanuu

Omka3 om omeemcmeeHHocmu: MexdyHapodHas Accoyuauyus 6onesHu Momne
(IPA) He noddepxusaem u He pekomeHOyem KaKkue-riubo usdesnus, 1eKkapcmeeHHbIe
npenapamsl, MeEMOObI IeYEHUS UU UHGhOPMayUo, npedcmasieHHy Ha 3mux
cmpaHuyax. Cmambsu Ha eeb-catime MexdyHapodHou Accoyuayuu 6onesHu lNomne
npedHa3Ha4yeHbl MosibKO 07151 UHGhOpMaUUOHHbIX uesnel. Mbi HacmosmesbHO
pekomeHOyem Bam obcydumsb ece nekapcmeeHHble rpernapamel, Memoodbl 1e4eHUs
u/unu u3desnusi co C8OUM 8PavYOoM.
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