I'eHeTHKa U 3TOPOBhE: PAK A
reHHas Tepanus

CHE 8952 O6buwas reHeTnKa - 6B05105 buotexHonorus
Hepensa 11 - XKaHuna3oB XK.A., cTapwimim npenogaBaTtenb



Il)1aH JIeKITUN

PaK KaK reHeTu4eckas 6o1e3Hb
OHKOreHbl U reHbl-CYyNpeccopsl
HacnenctBeHHblE ONyXONEBbIE CUHPOMbI

OCHOBbI reHHOM Tepanuu

MWHU-KENC U rPYNMNOBbIE NPEe3eHTaL MK 1 1 / 15

Heaens - reHeTUKa U 3J0poBbe




PakKk Kkak reHeTuudeckKas 00J/71e3Hb

Onyxo/ib BO3HMKAET NPU HaKOMJIEHUU MyTaLUMin B
COMaTUYECKUX KNeTKax

OHKOreHbl: ycuneHne GpyHKuUmm

[eHbI-cynpeccopbl: noTepst GyHKLUU

HapyweHue penapaunmn AHK 1 KOHTPOIbHbIX TOYEK 2 rpyn n bl

LMKNa

OHKOr€eHbl 1 Cynpeccopbl

HacnenctBeHHble GOpMbl COCTaBAAOT NNLLb HEOONbLLYIO
[OJT0




OHKOreHbI U reHbI-CYIIPeCcCOpPhI

[MpOTOOHKOreHbl = OHKOreHb! rAaK3TaM):3Mpyrou.|,V|e MyTatim, «neaane RAS, MYC, HER2

[eHbl-cynpeccopsl MNoTtepsa dyHKUMKU, «TOPMO3a» TP53, RB1, BRCA1/2



AByXynapHas runoresa KHyJICcoHa

MepBbIn yaap Bropow yaap

MyTaLusi B OAHOM annene, Onyxonb

coMaTmnyeckas noreps
BO3MOXHO npumep: peTuHobaacTtoma

BTOPOro ajanenA
HaceacrBeHHas

HacneacreeHHas ¢opMa NposBASeTca paHbLUe: NepBbli YAap Y)XKe eCTb B KaXKA0M KNeTKe.



HacsieiCTBEHHBIE OIIYX0JIEBEIE

CHHIPOMBI

BRCA1/2

Pak MOO4YHOM Xenesbl U AMYHUKOB

CuHpapom JInH4a
Hedbekt MMR, pak TONCTOM KULLKU U SHAOMETPUS

JIn-Opaymenun
MyTtauum TP53, onyxonun pa3sHbIX OpraHoB

CeMenHbIYU NOANNO3
len APC, MHOXXeCTBEHHbIE MOJIUMNbl TOJCTOMN KULLKU



OCHOBBI TeHHOH Tepanuu

BBeaeHMe TepaneBTUYECKOro FreHa an KOPPEKLMS FreHa B
KNeTKax nauneHTa

EX vivo: KNneTkn MoanduumpyroT BHE opraHu3ma

In vivo: BEKTOP BBOAAT B OpraHM3m

BekTtopbl: AAV, NeHTUBUPYChI, IMNUAHbIE HAHOYACTULbI 2 HYTM

ex Vivo 1 in vivo




JTanbl pasBUTUSA

1990 MNepBoe kKnnHun4veckoe ucnoiTaHmne npu ADA-SCID
2012 Glybera: nepBas ogobpeHHas reHHas Tepanus (EC)
2017 Luxturna un nepsas CAR-T-tepanus (Kymriah)

2023 Casgevy: nepBas Tepanusa Ha ocHoBe CRISPR



MuHH-KeHnC 110 TeHHOH Tepanuu

Pucku

NMopxop,
BEKTOp, crnocob
BBEAEHMSA

MauneHT MpuymnHa

6e30MnacHOCTb U

ANarHo3 n KJIMHMKa reH n MmytTauua
3TUKa

IPynnbl roTOBAT KOPOTKYIO NMPEe3eHTaLMIo No 0AHOMY 3a60s€BaHuUIO.



HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

YeM OHKOreHbl OT/INYatoTCsA OT FreHOB-CYNpPeccopoB?
B 4éM cyTb ABYXYyAapHOM rMnoTesbl?
YeMm ex vivo Tepanusa otiM4aeTcs ot in vivo?

[MpaKTuKa: MWHMU-KENC NO reHHOM TEPANnUn
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