feHeTuka U meguULUUNHQ:
COBpPEeMEeHHbIe
HanpaB/1eHNUs1 U 3HaA4YeHue

[eHeTKa MOMOraeT BbIaBAATb N IeYNTb
HaclenacCcrBeHHble N I'Ipl/IO6peTéHHble 60ﬂe3Hl/I,
OTKPbIBad HOBble MeTOObl TEPAarinin.
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NcTopusa pasBnuTus
MeaOULIMHCKOUN reHeTUuKu

[perop MeHgenb OCHOBaJ1 HAayKy O
HacnencTtBeHHOCTU. B 1953 roaoy oTKpbIu

cTpykTypy OHK. C 2000-x rogoB reHeTmKa
aKTUBHO BTNFAET Ha NepCoOHaNM3nMpPOBaAHHYIO

MeaONLUWNHY.




CrpoeHue JHK  pyHKUNUN reHoB

ABovHasa cnimpanb OHK

IOHK nMeeT popMy OBONHOWM CMMPann, COCTOSALLIEN
N3 YETBIPEX TUMOB HYK/TEOTUAOB: aAeHNHA, TUMUMHA,

ryaHMHa M UnTo3nHa. OHa XpaHUT reHETUYECKYHO
MHPOpPMaLUIO.

Posib reHoB B opraHum3smMme

[eHbl — y4acTkm OHK, kKogunpytoLwimne 6enku,
onpegensroLlme pasBUTUE M 0COBEHHOCTU

opraHmsma. YenoBeyeckmi reHoM CoOePKUT OKOSO
20 000-25 000 reHos.

Vo 4 //




lreHeTyeckune 3a60s1€BAHUNSI: BULODbI U
NMnpUYNHbI

3aboneBaHMa 6biBatoT

[eHeTn4YecKkme 6onesHn Bo3HMKatoT M3- CuHApoM [JayHa Bbi3blBaeTCH
HacneacTBEHHbIMU UK

3a MyTaumm B IHK nnum xpomMocoMax, OOMNONHUTENBbHOM 21-U XPOMOCOMOW, a
crnopagmyeckMMm — noaBIAOLLIMMNCA
BIMAA HA HOPMaribHoOE MYKOBMUCLINO03 CBA3aH C MUBMEHEHMEM o .
BrepBble Yy MHOMBWMOA 6e3 ceMenHom
PYHKLUMNOHUNPOBAHWE KITETOK. B reHe CFTR.

NCTOPUN.
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CTaTUCTUKA reHeTU4eCKunx )
3a60/1eBaAHUN cpeaun HOBOPOXKAEHHbIX

[eHeTMn4YecKMe HapyLleHWda BbliaBNaoT Yy 2-5%

HOBOPOXXOEHHbIX B Pa3HbIX CTPaHax MM1pa.

YacToTa BCTPeYaeMOCTV reHeTUYeCKnX
3a60/1eBaHMM pa3Haga, HO OHKM OCTalOTCH
BaXKHOWM NpobnemMon 34paBooxpaHeHua.

BceMmpHaa opraHmsaumna 3gpaBooxpaHeHmd, 2023




KapuoTunmupoBaHue: 0630p
XpPOMOCOM

DTOT MeTof, MO3BONAET M3YyYaTb YMCIO U
CTRYKTYPY XPOMOCOM, BbIABAAA KPYMHblE
N3MEHEHMA N aHOMANMMK, YTO BAXKHO Mpu
cuHgpoMe [JayHa U Opyrmx natonormsax.

CoBpeMeHHbIe MeToabl reHeTU4YeCKOU
ANArHOCTUKU

MLLP — 6bICTPbIN NOUCK
MyTauunm

[NonmMmepasHada uenHaa peakumna
OOHaPY)XMBAET KOHKPETHbIE N3MEeHEHUSA
B JHK, 4yTO momoraet 6bICTPO
ONAarHOCTUPOBAaTb HaCc/1eOCTBEHHbIE
6oNe3HUN N MHPEKLUUN.

CekBeHunpoBaHue [JHK:
TOUYHbIM aHaNU3

CeKkBeHMPOBaHMe onpenensaeT TOYHbIN
NOoPAOOK HYK/TEOTUOOB, BbIABAA OaXKe
penKkmMe MyTaHTHbIE Y4aCTKU, YTO
yAyYLlaeT ANarHOCTUKY M NMogaep»x Ky
NnaLMeHTOB.




CpaBHUTE/IbHbIN AHAJIN3 METO4OB
reHeTNu4YeCcKoro TeCtTupoBAaHUS

Tabnuua cpaBHmBaeT INUP, cekBeHMpoOBaHMe U MeTon ToUHOCTD CTOUMOCTD Bpems
MMNKPOYNTT-aHaJTN3 O TOYHHOCTUN, CTOMMOCTN U

BpeMeRN aHallk3a. MLP Bbicoka4 CpenHad Yac
CeKBeHMpOBaHMe o6ecrneumsaeT Hal/I60}‘IbLL|y+O CekBeHMpPOBaHMe QOueHb BblCOKaY Bbicokada HeckonbKo gHeu
MHPOPMATUBHOCTb, HO TpebyeT BosblLUe BPEMEHU U

cpencTs Munkpo4mn-aHanms CpenHasa H13ka4q Hecko/1bKO 4YacoB

KnnHmnyeckmne pekoMeHgaumm MmHiagpasa PO, 2022
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Ucnonb3osaHue rMO B MmeguunHe

y > 4

NMMpounsBoaAcTBO
MHCYJIMHA

[eHHble MOONPUKALIMMA
MO3BONAIOT MOSy4daTb
OGMONOrMYEeCKM aKTUBHbIN
MHCYNMWH ONd nNevyeHums
caxapHoro anaberta.

BaKLHDI

[[MO npunmMeHatoTca a4
co30aHma 6e30macHbIX U
3PPEKTUBHbDLIX BaKLLMH,
HanpuMep, NpoTmB
renatmTa B.

y - 4

dakTopbl
CBEpTbIBaHUSA

MO bakTepunmn
CUHTE3NPYIOT
HeobxooumMble 6enkum ang
TepanmMmn HapyLleHnN
CBEPTbIBAEMOCTU KPOBW.

Brnodpabpukmn

[EHHO-NHXXEeHEepPHbIe
MUKPOOPraHM3MbI
MCMONb3YIOTCA KaK
babpunKKM o9 MaccoBOro
MPOWM3BOOCTBA NEKAPCTB.




MeHoTepanusi: OCHOBbI U MPUMEHEeHUe / ‘

[eHOTepanua BBOOAUT UCMpaB/ieHHble reHbl B [MonMeHsaeTCca NPr HEKOTOPbIX BUOAX PakKa,
KNEeTKW, KOMMeHcKpya gedpeKTbl, YTO MOMoraeT 3aMeHAa NMoBPeXXOEHHbIE MOMEKYbl M yy4lLlas
NeYnTb HacneacTBeHHble UMMYHOOEPULINTDI. MMMYHHbIN OTBET OpraHmn3mMa.

OTNMYaOT COMaATUYECKYIO reHoTepanmlo — MeTon O0aET Hagexay Ha nsnedeHmne TaXenbix
BTNAIOLLYIO Ha MaLMeHTa, U 3apoablLlLeBYIO C 3aboneBaHn, OOHAKO TPebyeT CTPOroro KOHTPO4
M3MEHEeHWNEM HACNeOCTBEHHOCTMW. M JanbHENLLIMX nccnegoBaHumn.

gy /¥ /



OCHOBHbIe 3TAnbl reHeTnu4yYyeckKoro
TeCTUpPOBAHUS

VicTouHunK: MeToamyeckme pekoMmeHaaumm MuHsapasa PO, 2023

KoHcynbTaumsa
Bpayva- >
reHeTunka

7Pyl Y

Coéop B3aTtue \ JlabopaTopHbIN X\ NHTepnpeTauus X\ NHomnBuayanbHble
aHaMHe3sa obpasua aHanu3 AHK pe3ynbTaToB pekomMeHgaumm




N3BeCTHbIe NPOeKTbl U NCC/1Ie4OBAHUS B
MeaNLNHCKOU reHeTUKe

[eHOM YyenoBeKa — KapTa XXU3HU

[MpoeKT «[eHOM YenoBeKa», 3aBEPLUEHHbIN B
2003 roay, cTtan NpopbiBOM B Hayke,
PACKPbIB MOMHbIM HAbOP reHOB YesloBeKa.
STO OTKPbITUE Oa5T0 OCHOBY O/14
ONArHOCTUKN U IeYEeHUMA MHOTUX
3aboneBaHMN.

N'eHbl BRCAl1 u BRCA2 B 60pbbe C
PaKOM

N3yueHme MyTaumnm B reHax BRCAI n BRCA2
MOMOraeT BbIABAATb MOBbILLEHHbIV PUCK paka
MOJTOUHOM »Kefe3bl N ANYHMKOB U
obecrneymBaeT CBOEBPEMEHHbDIN KOHTPOSb U
NPOoPUNAKTUKY.

CKPUHUHI HOBOPOXXAEHHDIX B
Poccum

B Poccunm peanmnsyetca nporpamMmmMa
o6cnenoBaHMAa HOBOPOXKAEHHbIX Ha 11
HacleOCTBEHHbIX 3a60fieBaHnM, YTO
CMOCOBCTBYET PaHHEMY BbISBAEHUIO U
3OPEKTUBHOMY NIEYEHMIO MaTanormm y geteun.




lNepcoHaIN3NPOBAHHOS MeaULINHA:
HOBbIe CTpAaTernn jie4deHus

MHanBUMAOyanbHbIM NOOOO0P NeKapCcTB Ha OCHOBE NreHEeTUYECKOro
Nnpoduna NaumeHTa MNo3BoONAET MOBbICUTb 2PPEKTUBHOCTb TEpPannm u
CHU3UTb PUCK HeXXenaTenbHbIX peakLuni.

Icmonb3oBaHMe reHeTUYECKMX JaHHbIX MOMOraeT TOYHO onpenennTb
onTUManbHble JO3UNPOBKU M MUHUMN3MPOBATb MOBOYHbIE 9PPEKTbI
IEKAPCTB.

dDapMaKoreHeTUKa UrpaeT KItoYEeBYIO POSb B JleYeH U
OHKOOrM4yecKkmx 3abosieBaHMmM, obecrnedmbasa Bbi6op npenapaTos
COMMacHO YHMKaNbHbIM MreHETUYECKMM OCOBEHHOCTAM MNaLneHTa.
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ANHaOMUKAa BHegpeHUSI reHeTUKU
B meaunumnHy (2010-2024 roanbli)

PocT 4Ymcna TecToB OTpaXkaeT pas3BuTme

o POCT uncna reHeTM4eCcknx TecToB U MHANBUAYATU3UPOBAaHHbIX JleueH
TEXHOJIOTUUN N pacllmpeHne NX JOCTYINnHOCTU

70,000
015 LUMPOKMX FPy MM naLmneHToB.
60,000
YBenuyeHme AMarHoCTUKM COMPOBOXKAAETCS 50,000
DOCTOM MOAAEPKKM MHOMBUOYANbHbIX
NPOrpamMMm fleYeHus, YTo yrydLlaeT 40,000
PE3YyNbTaTUBHOCTb MeaULIMHbI. 20000
20,000
10,000
0

2010 2012 2015 2018 2021 2024



FeHHble MyTQUUN U NTPUMEPDbI
HacsieQCcTBeHHbIX 3a60/1eBAHNN

MyTaunm 6bIBatoT HacegyeMbIMUM U
npunobpeTatoTca B TeueHme WM3HM. OHU
MEHSAIOT CTPYKTYPY reHa, YTo BIMAET Ha
PYHKLMOHUNPOBAHME OpraHmM3aMa 1 MOXKeT
BbI3bIBaTb B0OMNEe3HW.

[MTonMepoM aBnatTca MyTaumm B reHe CFTR,

BeOyllmMe K MyKoBMUCLMOO03Y, 1 B reHe HBB, 2 . ) .
BbI3blBaloLLME CEPNMOBUNOHOKMNETOYHYO . . ] Nk 7 il
aHeEMUIO, MPOABMAIOLLYHOCA HapyLUeHMeEM ‘b s . w1
KWCNOpOOHOro obMeHa. | ’ "'s __

9P I



lNMpopunakrnyeckue Mmepbi ripuv
Hac/1ieaCTBeHHbIX 3a60/1eBAHUNSIX

fTeHeTU4eckoe CKPUHUHT CeMEeMHDbIX nap JopoaoBaa ANarHOCTMUKa
KOHCYJ/IbTUPpOBaHUNEe

ObcnepgoBaHMe Ha Hanu4dme AHann3 HK nnoga nosBonger
Mepen NnaHUPOBaHMEM CEMbM reHETUYECKUMX MYTaL M CHUMKAET 6e30MacHoO M PaHo onpeaennTb
creumanmcCTbl MOMOIakoT BbIABUTb BEPOATHOCTb pPOXOEeHWA pe6éHKa C Halintdyne reHeTnN4deCKmxX HapyLLIeHl/IVI N
BO3MOXHble PUCKU 1 MogobpaTtb TAXKENbIMW HACNeOCTBEHHbIMU MPUHATb HEOOXOOMMbIE MEpPbI.
OoNTUMarnbHble MePbl MPOPUNAKTUKHA MNaTOIOrMAMMN.

ona 6yayuimx poanTtenen.
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KnoHupoBaHue: 6uosiornyecKmne oCHoBbI U

MeaUNLIMHCKUU rnoTeHUnasnl

OBua [lonnm — nepBbin ycnex
KJIOHUpPOBaHUSA

B 1996 roay BnepBble KITOHNPOBaM
B3pOC/10e MfIeKoNnuTaroLee — oBLYy
onnm, 4To OTKPbINIO HOBbIE
BO3MOXHOCTWU B BMOMeaMNLMHCKNX
MccnegoBaHUAX N NeYeHnm
3ab0/1eBaHUN,

XuUBOTHble-Moaenu ang
n3yyeHusa 6onesHen

KnoHunpoBaHMe NoMoraeT co3aaBaTb
NabopPaATOPHbIX YXMBOTHbIX C
reHeTU4YeCcKMMmM 3aboneBaHnNamMm, 4To
CMoco6CTBYET pa3paboTke HOBbIX
MeTo40B Tepanumn,

NMepcneKTuBbl KNOHUPOBaHMUS
B MeAULUHEe

OXkmpaetca NpuMeHeHune
KITOHWPOBaHMA 019 BblpallMBaHUA
TKaHeM M opraHoB A9 TpaHCchlaHTauunu,
XOTH 3TUYECKMe BOMPOChl TpebytoT
BHMMATETbHOIrO OBCYXKOeHUS.




T4YeCKne n 3aKoHogaresibHble
acrieKTbl MegnLUNHCKON reHeTUKu

B Poccum n Mmpe CTporo perynmpyetca pedakKtmMpoBaHMeE reHoMa U
KNTOHWPOBaHMe Ntoaen C Lenbto npeaoTBpaLleHnsa 310ynoTpedneHmnm
N 3alLNTbl MNpaB YesioBekKa.

MeOULUUMHCKME reHeTUnYeCcKMe nccregoBaHmMa npoBoOOATCA TO/TbKO MO
CTPOI'MM NMOKa3aHUAM, obecneymBad KOHd)l/I,EI,eHLI,l/IaJ'IbHOCTb
reHeTUYECKOU l/IHd)OpMaLI,l/Il/I MNaumMeHTOB.

Cepbé3Hoe BHMMaHWE YOEJTAETCH rnpenorBpaeHnio gnCKpMmMHaunin
N CTUTMATU3aLMM NOOEN Ha OCHOBE UX NrEHETUYECKMX OCODEHHOCTEN.

O6LLEeCTBO 06CyyKAaeT OUTEeMMbl 3TUKK, CBA3aHHbIE C MPUMEeHeHeM
HOBbIX FEHETUYECKUX TEXHOSTOMNIM, /15 BblPpabOTKWM CrpaBea/INBbIX
HOPM.



feHeTuka n 6opbba Cc
MHPEeKUNOHHBbIMU 60/1€3HSIMU

[eHeTUYeCKMe MCCNefoBaHUsa BUPYCOB

CNocO6CTBOBANM CO34aHUIO COBPEMEHHbIX CoBpeMeHHble MEeTOAb! ANArHOCTUKM,

BaKLMH, HANPUMEp MPHK-BaKLMH bl NpOTUE OCHOBaHHble Ha reHeTMKe, MOMOratoT ]

COVID-19, KoTopas 6bICTPO 3aLUMTINE 6bICTPO BbIABMAATL UCTOUHWKM 3a601€BaHUM
1 KOHTPOMUPOBATb WX PAachPOCTPaHEHME.

MWNJIMOHbI 1r0aeN.

[eHOTUMMPOBAHME NATOreHOB MO3BONAET
OTCNEXMBATb MyTaUMM 1 aganTUPOBATb
neKapcTBa a9 60pbbbl C HOBbIMU
LUTAaMMaMU MHPEKL NN,
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byaoyujee MmeguULMNHbI C
reHeTn4eCKUMH" TexXHO/1ornsiMu

PegakTupoBaHue reHoMa KakK HoBas tepanuvsi

TexHonorma CRISPR/Cas9 obeluaeT addeKkTrBHOE
neyeHue HacneaCTBeHHbIX M OHKOTOrMYeCKMX
3abo0neBaHnM 3a CHET TOYHOIo pedakTnpoBaHma JHK B
KNeTKax nayneHToB.

PacwunpeHue gOoCcTyna v 3Tn4ecKme Bbi30Bbl

it [ToBCceMeCcTHOe BHeApeHWeE reHeTUYEeCKNX TeCTOB
YBEeNMYUT OOCTYMN K MepPCOHaNM3npoOBaHHOW
MeauLUMHE, YTO TpebyeT peLleHMnsa BOMpoCcoB
KOHOUOEHUMNANBbHOCTU U STUKMW.
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feHeTUKAQ — KJ1104 K

6ynyLiemy
34pPaBOOXPAHEHUS

[eHeTMKa KapOuHalbHO MeHaeT MeaunLUMHy, npegnaraa
HOBbIE MYTU ANArHOCTUKU U NeYeHmna. BayKHO y4MTbIBaTb
STUYECKME acneKTbl g 6e30nacHoro  adbdeKTUBHOro
MPUMEHEHUSA STUX TEXHONOMMNMN.



