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* [eHeTMYeCKan Nporpamma 4YenoBeKa

3anucaHa Ha 23 ¢pneLwkn (Xpomocombl)

=" [lana U1 mama nepenatoT N0 O 4HOMY
Habopy PneweK = 2 Habopa

" [lonomKa pannia Ha 0 AHOUN U3 paelek
MOXET NPUBOANTb K cb0oto paboTbl
nporpammol (gain of function), a

MOXeT He MmellaTb CUCTeme

(loss of function)
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[TonoMKu reHeTU4YECKON NporpamMmbl

HacnepacteBeHHble 3aboneBaHUA — 06yCcN0BIEHbI XPOMOCOMHBIMMU, TEHHLIMU U
MUTOXOHAPUNANIbHBbIMU HAPYLLUEHNAMMU, NepeaaBaeMbiMU OT POAUTENEN UM BHOBb
BO3HMKAIOLWMMM B K/IeTKaX 3apoblLeBON TUHUN POAUTENSA, B 3UTOTE UM HA OYEHb
PaHHWUX 3Tanax Pa3BUTKS.

N3BecTHO cBbiwe 7000 nosnomok pannos (reHos)

YacToTa N0NIOMOK reHeTudeckon nporpammbl: 1 Ha 100 HoBopOKAEHHbIX (1%)

B Poccuu B roa, porxkaaetcs okono 15000 getekt ¢ nonomaHHbIM ¢pansiom (reHom)
Okono 30% peten ¢ peaknumm 3aboseBaHMAMM HE AOXKMBALOT A0 5 neT

Kaxkabin aeHb B Poccnm ymupaer 10 geteir ¢ MOHOreHHbIM HacneACTBEHHbIM
3abos1eBaHMEem

Ka)xabiv yenoBekK Asnsaerca Hocutenem 5-10 myrauumii B retepo3sMroTHOM COCTOAHUM
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TUnbl HAPYLLEeHUX N BapuaHTbl Ne4YeHus
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[lepenatoTca ot poauTtenen BosHukatoT de novo
(B ocHoBHOM loss of function) (B OCH?OM gain of function)
~ 3000 MOHOIMeHHbIX ~ 3000 MOHOreHHbIX 15
3360MneBaHnmn 3aboneBaHuin XPOMOCOMHBIX
(0,5% HOBOPOXAEHHBIX) (0,5% HoBopoxaeHHbIX) (0,1% HoBOpPOXAEHHbIX)
[locTtaBka B AAV CRISPR HeT nogxonos
(+xopoLuo npegoTspaTUMbl) (+ns10xo npegoTBpaTUMBbI) (+xopoLuo npenoTepaTnMbl)



MoHoreHHble 3adboneBaHus: gain or loss of function

CRISPR-Caso gain of function
A » [loMMHaHTHbIe 3a6oneBaHus
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YNCJ10 AOMUHAHTHbLIX U PpeUuEeCCUBHDbIX 3aboneBaHnn npnMMepHO OMHAKOBO



[Mpumepbl peLeccnBHbIX MOHOINeHHbIX 3a00neBaHUN

1. MykoBucumaos3 — cucteMHoe HacreacTBeHHoe 3aborieBaHne, xapakTepusyroLleecs
nopaxxeHneM BPOHXO-NErOYHON CUCTEMbI U XKENE3 BHELLHEN CEKPeLUU, Npu KOTOPOM
BblOeNAeMbIN CITM3UCTbIN CEKPET XapaKTepusyeTcs YpeaMmepHOM BA3KOCTbI. OBycnoBrneHo
MyTaumamm reHa CFTR. Yactora 1:8000

2. PeHUNKeTOHYpUA — HacneacTBeHHoe 3aboneBaHue rpynnbl epMeHTonaTnI, CBSA3aHHOE C
HapyLleHMeM MmeTabonnama aMmMHOKKUCIOT, . 0bp. dbeHnnanaHnHa. ConpoBoXaaeTcd
HakonneHnemMm oeHunanaHnHa u ero TOKCMYeCKMUX NPOoaYyKTOB, YTO NPUBOAUT K TSXKENTOMY
nopaxeHuto LIHC, B wacTtHocTK, dheHnnnupoBuHorpagHon onuropperHunm. ObycnoBneHo
MyTauuamm reHa PAH. Yactora 1:6500

3. lanakro3zemua — HacnencTteseHHoe 3aboneBaHne, B OCHOBE KOTOPOro NEXUT HapyLleHne
npeBpaLleHns ranakTosbl B rMOKo3y. HakonneHne ranaktosbl U ee NPpOn3BOAHbIX OKa3biBaeT
Tokcuyeckoe gencreune Ha LIHC, neyeHb, novkn, xpyctanuk rnasa. ObycrnosneHo
MyTaumamm reHa GALT. Yactota 1:20000

4. BpoxpeHHasa (reHeTUYecKasn) TYroyxocCTb — KITMHUYECKM 3HAYMMOE CHUXKEHMNE cryxa Y
HOBOPOXXOEHHbIX, BCreaCTBME AedeKTOB NpOBOASALWEro annapara cpegHero yxa. bonee
NOSIOBUHLI CrlydaeB 00ycnoBrneHo MyTaunammn reHa GJB2, kogupyrowiero 6enok,
y4yacTBYOLWMA B pOpMMPOBaHMN MPOBOASILLErO annapaTa Anga 9nekTpUYECKNX CUrHanos
Mexay knetkamum. Yacrtora 1:3000




YacTtoTta HocuTenbCTBa 1M YacToTa 3aboneBaHusi B nonynsaumm

1:6400
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Koraa YmHmTh?

PepaKTupoBaHMe MHOXeCTBa
COMATUYECKUX KNeTOK

PepaKkTupoBaHune nepsoit KAeTku (3mrorbi)

e 114 y)Ke }KUBYLUUX NHOOEN: e 1na ébyaywmnx nroaemn:
* BupycHble 3aboneBaHuna (BUY) * MoHoreHHble 3aboneBaHuA
* OHKONOMMA * [lonnreHHble 3aboneBaHUA

* MoHOreHHble 3aboneBaHuA

* [peapacnoNoKeHHOCTH

HOCWUTENE HOCWTaNb

GonezHb HOCUTENb 300p0OB



Kak YMHUTL?

7~ ~

JlocTaBka reHa [loYMHKa reHa
MoOHOreHHbIe 1 NnonureHHble 3adbonesaHuns [lonnreHHble OHKOorn4yeckune

(B TOM YnMCne OHKOMNorn4eckme) 3aboneBaHus




[TouyMHKa y yXKe XuByLlero yenoBeka

How It Works | The procedure the SCID-X1 trial will use

Stem cells are isolated from bone The normal gene IS Inserted into
marrow harvested from a baby's hip  the stem cells in the lab.

Bone marrow cell Normal gene

The corrected cells are then

transfused back into the baby and

populate over time, repairing the
baby’s faulty immune system.

Source: Chiddran's Hospital Baston
Phata; Getty Images



[JocTaBKa padbo4yeun konuu phaunas:
reHo3amMecTUTerbHaA Tepanus

B mupe ogobpeHo okono 20 npenapaTos:

Luxturna, Yescarta, Kymriah, Zynteglo, MB-107, Strimvelis (Approved in EU), Zolgensma, Tecartus

Ha atane ¢a3bl Il Haxoaartca ewe okono 30 npenapaTos

NcTopua:

2012: MepBbI 3aperucTpmpoBaHHbIK Npenapart (oT AgepuunTta amnonpotenHamnnassbi (JIM1)
2016: B EBpone ogobpeH npenapaT ANa neveHna TaKesnon Gopmbl KOMOUHUPOBAHHOIO
nMmMmyHoaedumunTa

2017: OpobpeHbl npenapaTbl 414 rEHHOW Tepanum HacneaCcTBEHHON ANCTPOPUN CETYATKM
2019: OpobpeH npenapaTt ANA Ne4eHUsa CNMHAAbHOW MblLLEeYHOM aTpodUU



[TounHKa nornomaHHOro hausna npPsM B KreTke:
peaakTupoBaHMe reHOMa

e [loanepkaHHbIM Bunnom Nemtcom bmotexHonornyecknin ctaptan Editas
Medicine npoBEén KANHNYECKMUE UCMbITAHUA TEXHO/IOTMU HaNPaBJEHHOTO
pefakTupoBaHMa reHoma Yyenoseka CRISPR/Cas9

[lepBon Lenblo pegakTupoBaHUA
reHoB Editas Medicine aBnsetcs
pegkoe HacneacTBEHHOEe
3aboneBaHue rnas nog Ha3BaHUeMm
LCA10

editas




[TounHKa nporpamMmmbl y Oyayuiero yenoBeka




PeTanbHaa reHoTepanusa/peaakTupoBaHue
(ana nnaHnpyemoro pebeHka)

NHbeKuuna B 3UroTy

Single transfection
CBh / CMV
Promoter

sgRNA
- Cas9

ué
Promoter

Co-transfection
»: buman codon aptimized Cas  SVAD K DA
Lt

BbI6Op MULLEHN, - T
noabop HPHK C60pKa KOHCTPYKLMI




[TepBbIM AETAM C USMEHEHHOM Ha YypoBHEe 3uroTbl JHK cerogHa 5 net v oHu
COBEepLUEeHHO 340P0BbI

Kutancknim nccnepgosatens X3 L3aHbkyr B Havane 2018 roaa
OTpeaaKTUpPOBaa reHOM Ha CTagun 3UroTbl, B pe3yabTaTe Yero
Ha CBET NOABUANUCH ABe AeBOYKM C n3ameHeHHon [HK.
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SECOND INTERNATIONAL sumut o e ‘ h' OwnbkM fokTopa Xa:

HUMAN GENOME EDmiNG 1) eHeaaeKBaTHbIN KAMHUYECKUIN CayYvan
eHeecTtecTtBeHHas moaudpmKaums

eHe noka3an 6e30nacHOCTb




CUTyaumi «BbIHYKAEHHOTO» NPUMEHEHNA TEHOMHOIO PeaakTMPOBaHMA Ha
ypoBHe ambproHa KPAVMHE MAJIO!

* [lnoxoun otBeT BUY-NONOKNTENBHOMN KEHLMHbI HA TEPaNuIo
* [Tapa c oAgHNUM Habopom myTauumn

[nyxue

Kapanku
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* GRY

* HEeKoTopble ApyrMe MoHOreHHble 3aboneBaHumA



Cny4yan BO3MOXKHOTO NPUMEHEHUA reHOMHOrO
pefakTUpPOBaHUA Ha YpOBHE aMbpmoHa

* [IpeapacnonoXeHHOCT!U:
* [1oBbILWEHHbIN PUCK OHKO3aboneBaHUI - |
* Anburenmmep, NapPKNUHCOH M Apyrme «NPUOHbI» Rt
* CepaeyvyHo-cocyaunctble 3abonesaHusn
° nap.

* «YNIydWaN3NHI»
* |Q
* CNOpPTUBHbIE NOKA3aTenu

* BHelwHWe AaHHble




[TPOPUNSTARTURA TTOJTOMOR



Touykn BO3gencTBUA Ha Nporpammy

NMpeaumnaaHTayMOHHOE

lNpeKkoHUuenuuoHHOeE

lNpeHaTanbHoe

g

MocTHaTanbHoe



[[eHeTn4eckan peBonwouusa: EBreHuka 2.0

facebook genotyping Toprosein L"eHTp:

Facebook nomMmoraerT BamMm HAaNTU POACTBEHHMUKOB
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Cnenas BepOATHOCTb UNU NOOOBL NO
anroputmy?
3HaHWe rNPorHo3a OTHOCUTESNBbHO «FEHETUKN

NOTOMCTBa» SIBNSIETCA onpenensaowmnm
chakTopom B BbIBOpE nNapTHEPA
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| o BUSINESS ©= |

Facebook Dating is finally coming to Europe after privacy
concerns delayed launch

By Jack Guy, CNN Business
Updated 1244 GMT (2044 HKT) October 22, 2020

B centaabpe 2019 Facebook 3zanyctun B CLUA cepBuUC oHnanH
3HakomcTB Facebook Dating,
B oKTAAO6pe 2020 — B EBpone

VIHTerpaums reHeTu4eckou
nHdopmaumun B IT gacTt KpaTHbIM POCT
Kanutanusauum nHterpartopa
NHJopMaLnN:

- couceTeu

- OC

- NpoOn3BOAMTENEN ragXXeToB 1 ap.




B 6nvxauwem oyayLwiem:

* Baw reHom byaeT 3anMcaH B meakapTe

 TabneTkn 6yayt nponmcbiBaTb Ha OCHOBE
reHeTU4eCcKon MHPopmMmaLumnm

* YenoBeK byaeT 3HaTb CBOU «TeHETUYECKU cniabble
MecTa»

 /ltogen CHOBa HAYHYT AE/IUTb Ha rPynnbl no
reHoTUNam:

* NpodnNpPUroaHOCTb
* COBMECTMMOCTb NPU NNAHNPOBAHUU Pebé e
* LUeHa MeANLMHCKOM CTPAXOBKM P e ROFILE




[MpodounakTuka Ha npumepe ctyaeHToB [TMpoOroBcKkoro
YHUBepcuTeTa

~ Mykosucuympos (8 uenosex)
8%

HeipoceHcopHan
Tyroyxocte (7
yenosek)

7%

fanakTosemusa
(80 uenosek)
77%

MaeHTNUKATOR OTBeT no puckam y pebeHka
P m— CoBnageHve myTtauunn He Tpebyet
e | o | | CMeHbl MapTHépa

[1o HawKrm nogcyeTamMm NPOBELEHHbIN
CKPUHWHI npegoTBpaTun poxaeHune 3
neTen ¢ MOHOreHHbIM 3aboneBaHnem

Fwotaws W Mmoot

Noscmrewcns Mot WL A " ‘5'
r 27

Basza gaHHbIX Cpatb Ouomartepuan



CmeHa napagurmbl: nepexon oT HabnwOeHUs K ynpaBlieHUIo
reHeTU4YeCKoOM nporpamMmmon

- [lepexoq oT aHanm3a reHeTUKMU «NOCTAAaKTYM» K MPeKOHLenuum U npeauKkLmm
- AHann3 He TOMbKO «MN3NEeYNMbIX» reHeTu4yecknx HapyweHnn, a BCEX

- OObEeKT BO3OENCTBUSA - CEMbS

- BbigaBrneHne HensneuYnmbix cerogHs nauneHToB — NyTb K CO34aHUI0
nepcoHanu3npoBaHHbLIX reHoNnpenapaTtoB




3HaHue nporpamMmbl BbI3Bario AUCKYCCUIO O
npaBax Ha reHETUYECKYIO NMporpamMmmy

KoMy npmnHaanexKaTt npaBa Ha reHeTUYECKYIO Nporpammy?
* Kak onpenenAaTb Haanyme npasa’?

* KaK perynmpoBaTb Nnepeaadyy nporpammsbl U nNpasB Ha HEE?
* KaK peryanpoBaTb U3MEHEHME NPOrpammbl?

* Kakne UCKNYeHUsa HeobxoaMmo 3aperyanpoBaTb?

* Kak KOHTpPONMPOBATb HapyLleHne npas?



Cnacmnbo 3a BHuMaHue!




