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Knaccudmnkauma HacnencrBeHHbIX 3ab6o01eBaHnM

MoOHOreHHbie N XpOMOCOMHbIe 60/1e3HU

MoHoreHHble 60/1e3HM Bbi3BaHbl MyTaLLMEN OOHOIO reHa,
HanpuMmep, PEHNTKETOHYPUS, a XPOMOCOMHbIE CBA3aHbIl C
N3MEHEHWEM YNC/a NN CTPYKTYPbl XPOMOCOM, MPUMEPOM
CNy>XuT cmHgpom [layHa.

MynbTudaKkTopHblEe 601€3HU

MynbTndakTopHble 3aboeBaHMA pa3BMBalOTCA Nox,
BIMAHMEM KaK Fr€EHETUKU, TaK N BHELHNX (PaKTOPOB,
BKJ/ItOYasa caxapHbiv anabet |l Tuna, 3aTparmBatowmin
MHO>XECTBO FreHOB W1 YC/I0BUI cpeapbl.




X-cuenneHHble 3aboneBaHuA,

T K remocunnus,
€CTBEHHO MoparkatoT
3-3a yHac/enoBaHUA

Oro reHa Ha X-

XPOMOCOME, NPOABMAACH

HapyLleHUAMN CBEPTbIBAEMOCTH

KpOBMW.




KETOHYPUWX B €BPONENCKOM
IV CBUAETENbCTBYET O 3HAYMMOCTU
) | ' {MHra OJ/19 CBOEBPEMEHHOI0 BbIABIEHNSA
W NNEYEHMNNA 3TOro reHeTUYecKoro
3aboneBaHuA.

EBpOI'Iel\/JICKMe CTaTUCTnU4eCKmne OaHHble 34P0aBOOXPaHEHUA




aCTbIMU
POHUNYECKON
21 1 NOBbILLEHHOW
€T Ka4yeCTBO XU3HU

[TaHKpeaTnyecKa NPOAO/TIKNTENBHOCTb *XMU3HW NALLMEHTOB C
pe3ynbraTe 3aKyrl CLMO030M pacTeET bnarogaps ynydleHuo
*enesbl BA3KOW C Hra, Tepanmm N KOMNJEKCHON MedNLIMHCKOM

N ycBoeEHNE MNMNLL ! OEPIKKe.




CuHppom ,El,a
oc06eHHo

D) OOHOro cnyyas Ha
HOpoM [layHa
€HHbIX
OLLINX
coulnanbHou




feHeTUUECKM fedeKT — pacLump
K mporpeccupytollen nereHepauum H

[posBnseTca npevMyLL,eCTBEHHO Y L
[ ]
KOFHUTUBHbIE HapYLLIEHUS U M3MEHEH WS i
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O0bHbIX. N

PacnpocTpaHéHHOCTb B EBpone cocTtaBnsdeT np

nogYyepKMBaeT HEOOXOAMMOCTb Pa3BUTUA AUaTrHC
|
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/FeMochnml: Hacne

nposBneHna

OBbl U

r OBaHUS R

Il
. |
Jac neayercsa no X-cuemnj1eHHoMy
HOMY TUMY, NO3TOMY KIIMHUYECKMe
B/IEHNS B OCHOBHOM BCTPEYAOTCH Y MY>XUUH,

KE LLLI/IHbI Yalge ABNAroTCAd HOCUTEJTAMN.
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ONUTeNnbHbIE N BHE3aMHble
I_n

1€ MOI'YT BO3HMUKaTb Npwu
BMaXx U TpebyloT

HCKOIO BMeLlUaTe/1bCTBa. //
! i
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MykoBucumnpos B Pocc
coBpeMeHHble MeToabl

o MaccoBoro cKg

CpenHsasa ng

Mporpecc n nepcneKTuBbI

CpenHada NPoao/IKUTENbHOCTb XXNU3HU JOCTUMA
40 net n 6onee, BeoyTCca UccnenoBaHMa HOBbIX
NIeKapPCTBEHHbIX CPEACTB U METO40B FreHHOMN

Tepanum onsa NoBbileHNs 3pPEKTUBHOCTH
NevyeHus.




MeTopabl r

Hacnep,ct :

all

[1LIP n cekBeHnpoBaHme nossong; " E
OMArHOCTUKe HacnencTBeHHbIX 6ones|

LI

KapuotunmpoBaHne noMoOraet 06Hapy7=|<'
cuHapoMa [dayHa 1 opyrnnx XpOMOCOMHbI ”—

[MpeHaTanbHbieiMETOABI, TAKUE KaK aMHVIOLI,eH'-l'
N1o4a Ha paHHUX CPOKax BEPEMEHHOCTIA.

HeoHaTanbHbIN CKPUHUHT obecnevymnBaeT paHHee BbIFl BI1¢
MYKOBUCLMNAO03, YTO 3HAYUTENIbHO MOBbILLAET 3cbcbeKTut HOC
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CpaBHUTeNbHa

HacnepcrBel F.'--E_"'-

Tun MNMopa>KEHHbIV
HacnepoBaHUSA reH

ABTOCOMHO-
DeHnnKeToHypus
peLeccmMBHoe

X-cuensneHHoe :
femodunma A )
peLeccuBHoe Malb4yMKOB 0
ABTOCOMHO- 30 Ha 100 -~
MyKoBuMcUMaO03 > eMmun
peLeccnBHoe 000 L Ny
nmu.l,eai?p HIG
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' ,EI,aHHbIe Poccuinckmnx MeONUMNHCKUX UccnegoBaHnmm N MeEXXOYHapPOoaAHbIX 6as |
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MHHOBaLMOHHbIE CTPaTEermm nevyeHnd HacieacrBeHHbIX

3a6o01eBaHUN

[eHHaa Tepanua HanpaB/ieHa Ha 3aMEeHY UKW UCnpaBeHne AedeKTHbIX FeHOB, aKTUBHO
nayYyaeTcd Ana nevYeHmnsa HacneacTBeHHbIxX 3aboneBaHnin, BKAOYAA CIMHANbHYIO

MbILLUEYHYIO aTPOodUIO N HaceaCTBEHHbIE HAapYyLLEeHUsA 3peHns.

PHK-nHTepdepeHumnsa npumMeHaeTca onga nogaBneHund
NPOAYKLUMN MYTAHTHbIX TEHOB, CHU>Kas
NaTosIorM4yecKkoe BAINSAHME U 3aMeansas
nporpeccmpoBaHne 6onesHun.

TexHonormna CRISPR-Cas9 oTkpbiBaeT HOBblE
NnepcneKTUBbl PeaaKTMPOBaHWUA reHoMa, M03BoJ1AS
NOTEHLMA/IbHO KOPPEKTUPOBATb MOHOIMEHHbIE
nedeKTbl, 0O4HAKO CTa/IKMBAETCSA C 3TUYECKUMM U
TEXHNYECKMMU CNTOMXKHOCTAMMN.,
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9eT BO3MOXKHble
a9 NNaHWPOBaATb
negoBaHUA.

bHaA OMAarHOCTUKa OaE€T poanUTENaM
MaLUUIO O reHeTUYECKOM COCTOAHUM Noaa,
OCTBYSA OCO3HaHHOMY MPUHATUIO peLleHnin O
eMeHHOCTW.

CKPUHMHI HOBOPAQ
BbigBeHune 3ab60
Hadasia Tepanumu




OLUECTBEHHbIX OpraHun3aumni

eTCcs B NoaaepKKe,

BAEHUN MHOPMALIUKN U
il K He06X0AMMbIM
MEAVLMNHCKUM M1 MCUXONOMrMYECKNM
pecypcam.
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[@apaHTUpOBaHVe NPUBATHOCTU FreH
NALMEHTOB M 3aLUNTY OT AUCKPUMUHAL

HobpoBosbHOCTbL NpoBeAEHNUS FeHeT]I/I '1, K
KaXKooro YyesoBekKa.

[eHHasa Tepanug Ha aMOPUOHaNBHOM ypOBHe| BE
0,0/ITOCPOYHBIX NOCAEACTBAN. |

HepaBeHCTBO B AOCTYyMNe K COBPEMEHHbIM TEXHO/IOrUAM
crnpaBeaIMBOCTU U 3TUYECKOW OTBETCTBEHHOCTM 06U eCTl
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l/ PacwupeHue ne OBaHHOM

MeaULUHDbI

= “‘

“e UHAMBUAYaNbHbIX NOAX0L0B
BE FreHEeTUYECKUX OaHHbIX
MO3BOMSIET 3HAYUTENBHO MOBbICUTb
3thheKTUBHOCTb NeyeHus
HacneaCcTBEHHbIX 3a601eBaHUIA.

PasButue MeTonoB peaaKTMpoBaHuUS
reHoma

epCreKTmBbl Pa3sBUTUA ANATHOCTUKAN U

Ynydwenune texHonormnm CRISPR v pgpyrunx
CUCTEM PEedAKTUPOBAHUSA OTKPbIBAET
HOBbl€ BO3MOXXHOCTU AJ19 KOPPEKLIUU
reHeTUYeCcKnx oedeKToB.

UHTerpaunsa MexxamcumnianHapHoro
COTPYAHUYECTBA

Ob6begnHeHne ycnnmin 6Monoros,
MEOUNKOB N COLMaNbHbIX CreLnanncToB
CnocobCcTBYET KOMM/IEKCHOWM
NpoUNaKTUKE U TEYEHUIO
HacneacTBEHHbIX 6one3Hen.




PaszBuTtume re
Hac/encTBeH
Bbl30BOB 014




