[eHOTUN N 3p0poOBbLE
YyenoseKa: OCHOBHbIE

AdCNEKTbI

[eHOMuUMN BUgem HA HAC/1egCmBeHHOCMb,
6one3HuU u UHUKAJTbHOCMb OPIrdHU3MAQA.



UTo Takoe reHoTUnN wu
noyemMy OH Ba)keH

[eHOMUM — 2MO MoiHbIU HOBOP reHOoB,
noslydyeHHoblU om pogumereu. OH
dopMuUpyem HALLIU BHellHUe Yyepmbl,
3g0opOoOBbe U 0OMeH BelllecmB, ornpegenaqa
UHgUBUgYASlbHble 0COBeHHOCMU OPraHuU3Ma.




CtpoerHune [1IHK v ponb reHos

NHK cocmoum u3 gByx B yenoBe4yeCKoOM reHoMe : [eHbl onpegengatom
CNuUpPASibHbIX Lileneu C okono 20 000 reHos, , PA3/TUYHble MPU3HAKU,
yemblpbM4 : KOYXXgblU U3 KOMOPbIX 1 BK/KOYAS LLBemM rnas,
OCHOBOHUAMU: . Hecem UHPOPMALUIO 1 royrnny KeoBU U
AgEeHUHOM, MUMUHOM, : g/19 MoOCMPOeHUS : ocobeHHOCMU obMeHa
rTYOHUHOM U LLUMO3UHOM, . OenKoB, HeOBXOgUMbIX BellecmB, popMuUpyd
CO3gaBAY YHUKOMbHbIU : g1 YXKU3HU U pYHKLUU UHgUBUQYAbHbIU 0BUK

KOg KAXJOIo 4HeJ10BEeKa. : oLraHuU3MaA. U 3g0p0L0OBbeE.



HacnepoBaHue npu3HakKoB: Kak paboTae

FreHeTnKa
/\/\.’—\

30KOH MeHgenda pa3vdacHaem, KAk
gOMUHOHMHbIE U peL,eCCUBHble reHbol
BIUAOM HA NpoaB/ieHUEe NPU3HAKOB.
Hanpumep, Kapuu LuBem a3 yawle
BCMpedyaemcs, bygyyu goMUHAHMHbIM.

[eHeMmuYyeckaa KoMbuHaLuga pogumened
dopMuUpyem rpynny KPoBU pebEeéHKd, YMmo
MOYXHO Mpocnegumb C MOMOLLbIO
CrneLuadsibHbIX CXeM Hac/1egoBaHUSA U
OHOJ/TU30B.




bone3Hu
BO3HUKAOM U3-30
U3MEeHeHUU B reHax
U 1U XPOMOCOMAQX,
BIUAA HO 3gOPOBbLE
U pa3BuMuUE
OPraHuU3Ma C
POXXgeHu4q.

DeHuNnkeMmoHypug
— HapyLlueHue
obMeHa
aMUHOKUC/TOM,
KOMOPOEe MOYXHO
BblaBUMb U
CKOPPEKMUPOBAMb
NOU PAOHHEM
OOHAPYIKEHUU.

MykoBuUCLUgO3
BIUSEM HA
gbIXaMmebHYHo
cucmemy, Bbl3blBAA
npobnemobl C
NerkumMu u
NULLEeBAOPEHUEM,
OCNOXXHAA 0ObIYHYIO
YU3Hb B60TbHOIO.

[eHeTUYeckne 3abonesaHNa N nx NMPU4YANHDLI

CepnoBUgHOK/1Iemoy
HOg aHemMusa
usMeHdaem popmMy
30UMPEOLLUMOB,
CHUYQS UX
CrnocoBbHOCMb
nepeHocuMmb
KUCnopog u
BbI3blBAS c/IaboCcMb.



PacnpepeneHune reHeTUYECKUX
3aboneBaHMN NO YacroTe

©

o B Yactota HacneAcTBeHHbIX 3a60neBaHmii
Yacmoma 3a6oneBaHuUU PEA3/TUHAeMCH :

cpegu amHUYeCcKUX rpynr, Buaa Ha

MeguULUHCKY cmpameruto u 0.0014
NEOPUTAKMUKY. 0.0012

0.0010

0.0008
HacnegcmBeHHble 6o1e3HU 0.0006
BCMpPeyatomca ¢ pa3HoU Yyacmomou, 0.0004
4MO BAXXHO Y4UumbIBAMb gnida paHHeU
guarHoOCMUuUKU U NOMOLLU. 0.0002

0 ]

GeHNNKeToOHYpKS CnHgpom AayHa MykoBMUCUMAO03

0.0016

N aHHblie BO3, 2023



[eHbl n MWMMYHUTET HEJNTOBEKA

)

KomMmnnekc HLA

[eHbl HLA urpatom Kto4YeBYo pOSb B PACMO3HABAHUU YY)KepogHbIX BelecmB U
dopMUPYOM UMMYHHYIO 3dLUMY UHgUBUgGYYMOB.

"

YcmouvyuBocmb K UHPEeKLUaM UHguBUugyanbHAga BOCNPUUMYUBOCMb
Hekomopble BapuaHMbl reHOB obecnedyuBaom [eHemuKa onpegenaem, HOCKO/TbKO OPraHU3M
conpomuBgeMocmb BUpYcaM, BKIoUaa BUY, Bnuaa Ha BOCMPUUMYUB K MPOCMYygaM U UHPEeKLUAM, BUAAG HA
MaXkecmb 60/1e3HU U CPOKU Bbl3gOQOBMEHUS. NpogomKumebHOCMb U MsaXecmb 3ab6oneBaHUU.



[eHeTUKa U CKNOHHOCTL K anneprnam

HacneacrBeHHaqa ponb anneprum

Nemu c anneprued YyacMo umMetrom
pogumersied C NoxoXXumu
cuMnmMmomaMu. HacnegcmBeHHOCMb
MNOBblLLOEeM BepOoaMmHOCMb
BO3HUKHOBeHUS annepruu 6onee yem
Ha 60%.

)qQ

leHeTUKa 4yBCTBUTENTIbHOCTU

[eHbl BIUGOM HA UMMYHHYIO
PEeaKL UK OPraHu3Ma K MbinbLe U
goMalluHeU Mblifu, Bbl3biBAA
runepYyyBcmMBUMETbHOCMb U
npoaBfieHUs annepruu y
MNEegPACMOTOXKEHHbIX JTULL.

YBennueHne pacnpocTpaHEHHOCTH

CmamucmuKa NMokKasbiBaem pocm
4yuC/1a ASNIePruKoB cpegu
NOgPOCMEKOB, YMO CBA3AHO C
U3MeHeHUsMU oKpyrkatoLel cpegbl
U reHemu4yeckuMu ¢pakmopaMu.



[eHeTUKa U o6MeH Belw,ecTB

[eHbl perynupyrom
CKOPOCMb OBMEHa
BelleCcmB Yyepes
depMeHmMbl, ornpegenas
ypOBEHb 3HepPruu u
MEOLLeCCOB B OpraHu3sme
KOYXQOro YyenoBeka.

Hekomopble MymauLuu
npoBoLUpytom 6onesHu,
MAaKUe KOK CaOXapHblU
guabem I muna u
deHuUKeMmoHypusd, BNusas
HO 0O6MeH BaXXHeULuXx
BelLleCcmB.

[eHemu4yecKue mecmbl
NMOMOraromM BblgBUMb
NEegpPaAcCnonoXeHHOCMb K
OXXUPEeHUK U HapyLleHUaM
XUOOBOIO U YrrneBoOgHOro
OOMeHd, YMOo BAXXKHO gn4g
NEOPUSTAKMUKU.



MpuMepbl BAMAHNA reHOB Ha 300POBbLE

[eHbl OMBe4YaoM 30 PA3Hble Hac/1legCcMmBEHHble MymaLuuu B PA3HbIX FreHAX Bbl3blBAOM
3060n1eBaHUA, KOXKgaa MymaL,ua npoaBngaemcs PA3HO0DOPA3HbIe 3060/1eBAHUA C YHUKATbHbIMU
crneyudpuyecKUMU CUMMMOMAMU Y MALUEeHMOB. cCuMnMOoOMAMU U nocnegcmpBuUagMU gnd 3gOQOBbLA.
leH 3a6oneBaHune MposiBneHus

GJB2 HacnepnctBeHHas rnyxorta [loTeps cnyxa B AeTCcTBe

HBB CepnoBnaHOKNETOYHasA aHEMUA CnabocCTb 1 aHeMus

CFTR MykoBucLna03 YacTble MHJIeKUNUn NETKnx

Ba3a gaHHobix OMIM



dnureHeTuUKa:

2nureHeMUKaA usyyvyaem,
KOK BHeLlHUe ¢aKmMopul,
MAaKue KaK numaHue u
du3u4HecKad AaKMuUBHOCMb,
usaMeHsdatom padbomy reHoB
6e3 uaMeHeHuUa camMou
NHK, Bauaa Ha 3gopoBbe
OPraHu3Ma.

BNUAHUNE OKPY>KaloLien cpe

Cmpecc U BpegHble
NMEUBbIYKU, HOMpuUMeQ,
KypeHue Mmamepu, Morym
CO3gadBAMb crneLuasibHble
MemKU HA reHax,
KOMOpPble OKA3bIBAOM
B/lUAHUE HAO MOMOMCMBO

U UX COCMosHUe 3g0pOBbA.

2Mu UuaMeHeHUg Morym
NnepegaBAMbCY
cregyroLLUM MOKOJIeHUAaM,
4MO gOKd3bliBAem
HACKO/ToKO OKPYXKAIOLLA4A
cpegdad BUdgem He MOoJslbKO
HA HAC, HO U HO HALUUX
gemeu U BHUKOB.
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PaKkTOopbl PUCKA: HACNEACTBEHHOCTb U
ob6pa3 KU3HU

HacnegcmBeHHble reHbl Morym PeryndapHoie pusudeckue ynparkHeHu4q
MOBbILLAMb PUCK PA3BUMUA MAKUX U 3gOopOoBOe MuUMAHUe MoMorarom
3060n1eBaHUU, KOK guabem u KOHMPOMUPOBOMb BEC, YKpenaameo
runepmoHua. OgHAKO MPABUSTbHbIU cepgeyHo-cocygucmyto cucmemy u
06PA3 YKU3HU MOYXem 3Ha4YUMeNbHO YUMeHbLLUAMb nocnegcmBaBus

CHU3UMb 2MOM PUCK U yy4lumb HACegCMBEHHbIX

KOYeCMBO YKU3HU. npegpacnofioy)xeHHocmeuU K 6o1e3HaM.




[eHOTUN N peakuna Ha NeKapcTBa

[eHbl ceMeucmBd
CYP450 urpatom
Kto4YeBYKO PO/b B
Nnepepabomke MHOrux
nekapcmas, B1UA49 HA
CKOPOCMb UX YCBOEHUSA U
3pPeKMUBHOCMb
mepanuu Yy pa3HblX
ntogeu.

Y yacmu HaceneHus
Poccuu ecmo
reHemu4yeckue
BAQUAHMbI,
3amMegngatroLue
Memabou3M
NeKapPCMB, YMO MOXXem
npuBecMuU K NoHBOYHbIM
apPekMmam unu
CHUXXEHUO TeyebHOoro
geUucmBUSA NPEeNAPAMOoB.

GapMaKoreHeMUKA
no3Bosigaem nogobpameo
UHQUBUQYAOAbHYO go3y
neKapcmaa,
obecrnevyuBad
6be3onacHoCMb U
MOKCUMOAJTbHbIU
mepaneBmMuyeckuU
apPeKmM Yy KaxXgoro
nauueHma.
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Bo3MO)XXHOCTU reHeTU4YeCcKoro TecTu POBAHUA

1 HuardHoctunka u npodumnnakTuka
3aboneBaHunn

[eHemuYyecKkue mecmbl BbigBAgG0oM Hanu4yue
Mymavuul, MoBbILLAOLWUX PUCK HOCIegCMBEHHbIX
3060neBaHUU, YMO NoMoraem BoBPeMa HaYaMb
noodulaKMuUYecKue Mepbl U fledeHue.

C o<

2 MepcoHanusaumna pekomeHaaunn No
300pPOBbLIO

Pe3ynbmambl MecmMmoB MO3BOA0OM
AganmMuEoOBAMb MUMAHUE U Pe)XUM aKMuBHOCMU
Nog ocobeHHOCMU OPraHuU3Ma, YyMeHbldqa PUCK
Pa3BUMUA XPOHUYeCKUX 3ab6oneBaHuUU U ynyuiiaga
obLlee caMo4YyBCMBUE.
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Poct nonynapHocTu
reHeTnvyeckunx tectoB B Poccuu

. B PocT unicna reHeTUYecknx TectoB B Poccuu
C KOYXXgbIM rOgoOM pacmem Yucrio

reHemu4YyeCcKUxX KoOHCYobmauuu, 4mo 500,000
cBUugemenbcmMmByem o pacmyliuem 700,000
goBepuUU 0OLLEeCMBA K COBPEMEHHbIM 600,000
MegULUHCKUM MeXHOMoruam.
500,000
400,000
BoicmpblU pocm MoKa3biBaem 300,000
yyyeHue gocmynHocmu 200,000
MecMmuEOBAHUSA U MOBblLLeHUe
BAXXHOCMU reHemu4yeckoU uHpopMaLuu 100,000 -
g/19 3gOPOBbA HACeeHUs. 0 | e—

2010 2013 2016 2019 2023

Poccmam u MuHUCMepCcMBO 3gpaBooxpaHeHuUsa PO, 2023
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[eHOTUN 1 3BONOUNA YenoBeKa

[eHemu4yecKue
UsMeHeHUs NMoMornu
NOgam
aganmnMmupEoBAMbCS K
CYPOBbLIM YCIOBUAM,
HaMPUMepP, MymaLus
B reHe LCT
obecneyuBaem
NnepeBapuBAHUE
MOJTOYMHOIO CaxapPa y
B30OC/bIX U3
CeBepPHbIX PEeruoHOB.

BapuaHMbl reHOoB,
CBA3AHHbIE C
OOMeHOM Bellecms,
OO3BUBAIUCL MOg
BAUAHUEM guembl U
KIUMaMma,
obecnevyuBad
Bobl>XUBOHUE B
creyudpuyecKUXx
SKOMNOruYecKuUx
yYCnoBUSAX.

Npyrue aganmauuu
KOCAmMCcH
UMMUHHOU cucmeMbl,
geniaoLLuUX YenoBekKda
6onee ycmoU4yuBbiM
K MeCmMmHbIM
UHPEeKLLUaM U
Oone3HAM.

2BOMOLUA reHOMA
npoogomkaemecs,
oMpPaXa4d
B3aumMogeucmBue
yesloBeKa C
UaMeHdLweucs
npupogou, 060a30M
XU3HU U
coLuUaSTIbHbIMU
yC/TIOBUAMU.
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N3BeCTHble NUYHOCTUN N UX
reHeTU4YecKkne ocobeHHoOCTU

Ctueun YaHpgep — 3HaMeHUTbIn
MY3bIKaHT C AaNbTOHN3MOM

CmuBu YaHgep obnagaem
Mymauueu B reHe OPNITLW, u3-3a
KOMOopPouU OH He pa3siudaem
HeKoMmopPble LBema. 2Mmo He
noMeLlasio eMy gocmudb
BCeMUPHOU CMnaBbl U
MBOPYECKOIo ycrexa.

P S

P> Knapk n ero usetoBoe
BocnpuaTue

[MTogobHo CmuBU YaHgepy, P
Knapk cmpagaem
ga/TbMOHU3MOM, YMO CBA3AHO C
ocobeHHOCMAMU reHa, BAUSLWEro
HA BOCnpuagmMue uBema.
HecMompa HO 2mMo, oH gobusca
BblgAOLLLUXCA pe3ybmamoB B
crnopme.

HacnepcrseHHaa remodunnusa
Hukonagq |l

[TocnegHUU poccuuckuu
uMnepamMmop CMPAgasl om
HacnegcmMmBeHHOIro HAPYLUEeHUS
CBepMblBOEMOCMU KPOBU —
reModusIUU, YMO 3HAYUMESTbHO
OC/TOXKHSANO NledyeHue paH U
BIUANO HA XOg cobbimuu B ero
U3HU.
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[eHeTuKa 6yayuwiero: reHHaa Tepanusa

[eHHaa mepanud
HaNPEABIeHA HA
ucnpaB/ieHUe gedpeKMHbIX
reHoB, 3aMeHdada unu
BOCCMAOHAB/IUBAA
NoBpPeXXgeHHble yy4acmeku
NHK B opraHusMe
nagueHmMaA.

B HocmMogdlliee BpeMd
0gobpeHo bonee gecamu
BUgQOB reHHoOU mepanuu
g1 neyeHuUsa ma)xenolx
HaCcnegcmMBEHHbIX
300601eBaHUU, BKKOYOS
CMNUHAToHYIO MbllLEeYHYIo
AMPOoOPUIO U NepBUYHbIE
UMMyHOgedpuLUMbil.

NanbHeullee pa3Bumue
aMmMouU obnacmu obeltaem
neyumo paHee
Heu3/1leyuMble Do1e3HU,
y/1y4yLaa Ka4yecmBso u
Nnoogo/mKumenbHOCMb
YU3HU MaLueHmMoB.
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JTUYECKne acneKTbl reHeTUYeCcKnXx

nccnenosaHuN

3auma
KOHPUgEeHLUAbHOC
MU reHemMmu4yeckou
UuHPopMaALUU
KoUMUYHa gns
npoegomBpEALLUEHUS
31oynompeebneHud
U gUCKPUMUHALLUU
MO reHeMuU4yeCcKUM
MOU3HAKOM.

Ba)kHa
goHPOBOMbHOCMb
yyacmug B
reHeMmu4yecKuUx
uCCcnegoBaHUSAX,
4MOObl COXPAHAMb
NEABA U CBOHOgWbI
4yenoBeKd B

MeguluHe U HaOyKe.

[ocygapCcMmBeHHble
30KOHUbI
perynupytom
UCMO/Tb30BAHUE U
XpaHeHue
reHemu4yecKuUx
gAHHbIX,
obecneyuBad
OATOHC MeXXgy
MNEOrpeccoM u
3dLLuUMou
TUYHOCMU.

B Poccuu
geucmByem
pegepasioHblU 30KOH
O MePCOHATbHbIX
gAHHbIX,
BK/ItOYAOLUU
MOJTOXEeHUS O
3amume
MeguLUuHCKoU U
reHemu4ecKkou
UuHPoOPMALLUU OM
HernPABOMEPHOro
gocmyna.
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[eHOTUN N 3Q0poOBbLE:
B3rnapg 8 byayuiee

[eHOMUMN — KJ1H0Y K MOHUMOHUK 3g0P0Bba U PA3BUMUSA
yenoBekKa. Ucnonb3oBaHUe reHemu4yecKux 3HaHUU
BMecme CO 3gOPOBbIM 060A30M »XU3HU MO3BOIUM
CHU3UMb PUCKU U Yny4llumb KOYeCMBO U3HU KAXXgOTro.
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