


[eHeTKa — cbyHOaMeHT
oNa MeauunHbI

[eHeTMYeCcKMe 3HaHUA PACKPbIBAOT MPUPOAY
HacneacTBeHHbIX 3aboneBaHniM, coO34aBas OCHOBY A4
OMNArHOCTUKU N Tepanun. buotexHonormm pacwmpaoT
BO3MOXHOCTU MeduLMHbI, MOMOrada npeoaosieBaTb

Bbl30OBbl 30POBbA.
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| [eHbl: KNntoyeBble haKTOpPbl HAaLLEU YHUKAE

| N’

| CTpyKTypa u dbyHKLUUSA reHa

[eH — eOMHMUA HacneacTBEHHON
MHpopMaLUKnK, onpegenatoLlas
MpPOoABAEHNE NMPU3HAKOB U
3aboneBaHuni. Ka>kabih reH Kogupyet
6enokK, BO30eNCTBYIOLWMIA Ha
bronorm4yeckme npouecchl B
OpraHun3Me.
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leHeTM4Yeckas BapnabenbHOCTb -

cpepu nopen

HecmoTpa Ha 99,9% M,EI,eHTMHHOCTVI‘
INHK vy Bcex nogewn, octaslumneca 0,1%
obecneymBaloT MHOMBMOYAbHbIE
ocobeHHOCTU, BNUAA Ha 300P0OBbE U
peakuMM opraHM3Ma Ha BHELLUHUE
daKTOpbI.




HacnepyeMble MyTaumnm nepenaroTca Yepes nosoBble
KNETKM N MOIyT BbI3blBaTb BPOXXAEHHblE 3aboneBaHus,
TaKMe Kak (heHUNKEeTOHYpPUS.

/

MyTaunm MoryT MeHATb PYHKL MM BenKoB, HapyLuas
oOMeH BeLLLecTB U CNocobCcTBYA pa3BUTUIO MaTOIOMMUN,
BK/ItOMAs OHKOOTrUI0.

[ToHMMaHWe TMNoB MyTa
|

ONArHOCTUKM, I'IpOCbl/IﬂaKTl/I N v

MEeTOoO0B /1IedYeHus. .




Tunbl HacnegoBaHUS U CBA3aHH

-

Tun HacnepoBaHusA

Mpumep 3aboneBaHus

BepOﬂTHOCTb Y NOTOMCTBa

AyTOCOMHO-A0OMUHAHTHOE Bone3Hb [eHTUHITOHA 50%
AyTOCOMHO-peL,eccnBHoe DeHnnKeToHypus PASYL
CuennieHHoOE € MosoMm feModunusa 3aBucKUT oT Nona

MVITOXOH}J,pVIaJ'IbHoe

BonesHb Jlebepa

Bce netn ot MmaTepu

MepouumnHcKasa reHeTuka, 2020




- OcHoBHble reHeTUYECKME MeToabl B Mef
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/ NonuMepasHana uenHas

peakuua (ILP)

[No3BongeT BbIABAATb
ToYeYHble MyTaLun u
NPUCYTCTBME BUPYCHbIX
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nHekynin, obecneumBas
ObICTPbIV aHANN3 FrEHOB.

BuoxmMunueckme Tecrtbl

OueHuBatoT MeTabonmnyeckume
nedeKTbl, BbI3BaHHbIe
reHeTUYeCKUMMU
N3MEHEHUNAMU, Yepe3 aHaIN3
NpoayKToB obMeHa.

CekBeHnpoBaHue [JHK

AHanu3 nocnegoBaTe/IbHOCTU
HYK/1e0TUO0B AN BblABIEeHUS
reHeTMYecKMx Bapmaumin u

OMNarHOCTUKM 3aboneBaHUN.

-

MVIKpO‘-II/II'IOBbIe TexXHoJ1orun

Obecne4ynBaloT MaccoBbIM
CKPUHUWHI Uenoro Habopa
reHoB OJ/19 KOMIMJIEKCHOMN

OVarHOCTUKMW.




MpeHaTanbHas AMarHOCTUKA: M

HenHBa3nBHbIe aHaNN3bI
cBoboaHow nnaueHTapHon JHK B
KPOBW MaTepmn No3BOAIOT paHHee
BbIIB/IEHNE FeHETUYECKUX
aHOManun.

AMHMOLLEHTE3 N Boncnsa XopuoHa
— MHBAa3VBHbIE NMpoLeaypbl o4
0EeTaNIbHOro N3y4yeHunsd
reHeTUYeCcKoro MaTtepmana naoaa.




MexaHn3Mbl anUreHeTU4YEeCKoOMn perynaumm

XuMpnueckmne moandpumkaumm IHK, Kak
‘ MEeTUNMpPoOBaHue, N 6eNKoB XpoMaTUHa
\ PEryInpyoT akTUBHOCTb reHOB 6€3 M3MeHeHUs
Hac/neaCTBEHHOro Koaa.

fianwreuemxa n 6onesHun

I3MeHeHnsa B annreHoMe cBA3aHbl C Pa3BUTUEM

‘ aYyTOMMMYHHbIX, OHKO/TOTUYECKUX U

| MeTaboNnMyecknx HapyLLleHun, BAMasa Ha
TeyeHune 3aboneBaHunn.

/ BnunaHune okpy)katowieun cpegbl

DaKTopbl, TaKME Kak NUTaHME U CTPECC,
‘ yNPaBAaloT 3SNMUreHETUYECKUMU NU3MEHEHUAMMN,
| 06BbACHAA MHOMBUAOYaANbHbIE PEaKLUMM Ha
BHELIHME BO34eNCTBUA.




[lepcoHanusauud
Teparnuum Ha OCHOBE
reHeTUKM

1. NnaomBuayanbHbIM reHETUYECKUM Npodunb
nomMoraeT nogobpaTb NeKapCcTBa C
MaKCUManbHOW 3P PEKTUBHOCTbLIO U
MUHUMaANbHbIM PUCKOM NOBOYHbIX 3¢ EKTOB.

2. DapMaKkoreHeTMKa yYUTbIBAET reHeTu4YecKme
Bapuauum, BuamoLme Ha MeTabonmam
NpPenapaToB, YTO YNYyYLLUAET NCXOAbl Tepanun.




7000+

3aboneBaHUN YenoBeKa UMeIoT
HacneacTBeHHYIO nNpupoay, YTo
nonvyepkmBaeT BaXKHocTb HK-

TecTUpoBaHUA B COBPpEMEHHOU MeaAnLUHe.

HwnarH
0] e
CBOEBPEMEH '
NpeaoTBpaLleHns Hacner
6ofies3Hemn.




- TeHHas Tepanusa: BO3SMOXXHOCTU U P
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f [eHHaa Tepanus HanpaBieHa Ha UcnpaB/ieHne fedeKTHbIX FreHOB MYTEM BBEAEHUS UX
', HOPMarIbHbIX KOMWUM B KNETKW, YTO MO3BOMSAET IeUYnUTb HaCleACcTBEHHbIe 3a601eBaHNA Ha .'i
MOJIEKYTIAPHOM YPOBHE. s

/ [TpMeHeHMe Tepanuu ycrnewHo JoKa3aHo Ha NpuMepax BPoXKAEHHOM aMaBpo3a Jlebepa u
|, MbllleYHoM ancTpodum [dioweHHa, rae yayylnnocb Ka4ecTBO XXU3HW NaLUEHTOB U
(pYHKLMOHANbHbIE MOKa3aTesun.

/ Cpenmn npobnemM — C/I0XKHOCTb KOHTPOMAA ANnNTENbHOM 3P EKTUBHOCTU, PUCK MUMMYHHbIX PeaKL i
| Ha BEKTOPHbIE HOCUTENN U Ba*KHOCTb 3TUYECKUX HOPM MPU SKCNEPUMEHTA/IbHOM UCNOJSIb30BaHMUN
TEXHOJIOMUN.
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- Keiic: BRCA-reHbl 1 OHKOMOrMY€ecKasi HacTop

y -

M3BecTHbIV cnydar — AHpykennHa dxkonu, K

nocne obHapy»keHus mytauun B 2013 rogy
| Ha NPOPUIAKTUYECKYIO MAaCT3KTOMMUIO, YTO MPUB
" BHMMaHMe 06LLLECTBEHHOCTU K BayHOCTU

reHeTN4YeCKOro CKpHMHIa. 1
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[eHbl BRCA1 n BRCA2 yBenuumBatoT pUCK
Pa3BUTUSA paKa rpyan N SUYHUKOB, FTEHETUYECKOE

TeCcTUpoBaHKME BbIABMAET MyTaLVM 1 MOMOraeT
NPUHMMATb NPOodUNaKTUYECKME MePbI ANS
CHU>KeHMA 3a60/1eBaeMOCTH.

e



3Ha4vYeHune

/ OueHKa BepPOATHOCTWN Hac/eaCTBEHHbIX 3a00/1eBaHU Y MOTOMCTBA MO3BOIAET POAUTENAM MPUHUME
MHPOPMUMPOBAHHbIE pelleHnsa o byaylieM pebeHKe 1 NnaHnpoBaTb HeobxoanMoe HabnaeHne.

' Pa3bacHeHe MeXaHN3MOB nepegayvm reHeETN4YeCKNX NMNpmM3HaKoB NMOMOTIra€eT NMOoHATb PUCKU U OCO6€HHOCTV1 Hj
o . B Bl
3aboneBaHN, YTO CHUXKAET CTEMEHb HeonpeaeneHHoCTn and rmaulnMeHTOB. R |

/ PeKOMeH,EI,aLI,VIVI Mo CKPUHUHTY O0al0T BO3MOXHOCTb CBOEBPEMEHHO BbIABJ/1IATb HOCUTEJIBCTBO MAaTOJ1I0IMYECKUNX
reHoB U NMPMMEHATb I'IpOCbl/l}'IaKTM‘-leCKllIe Mepbl 019 CHUXXEHNA PUCKa Pa3BUTUA 6onesHen.

" [MpoBeneHne MHHOPMUPOBAHHbBIX KOHCY/IbTALMIA CNOCOOCTBYET NCUXO/I0rMYECKOM MOoaAEPIKKE U
YKPEeNnIeHnto O0BEPUSA MeXXAY MeJnKaMm U CEMbAMU, NOBbILLAA 3PPEKTUBHOCTb NPOPUNAKTUKNA.




DTUYECKME acneKTbl FeHETUKU B Me[

Vet

i ¥

NMonyyeHne nupopmMmmnpoBaHHOro cornacusa

[Nepen NnpoBeaeHNEM reHeTUYECKOro
TeCTUPOBaHMA HEOOBXOOMMO MOJTYUUTb
006POBOJ/IbHOE N MHPOPMUPOBAHHOE cornacme
nauneHTa, obecneymBas NPo3pavYHoOCTb NpoLecca
N MOHUMaHME PUCKOB.

npOTMBO.D,eﬁCTBMe ANCKPUMUHaUNun

Pa3paboTKka 3aKOHOB U 3TUYECKNX HOPM
HanpaB/eHa Ha UCKDYEeHNE AUCKPUMUHAL UMK MO
pe3ynbTaTaM reHeTUYECKUX NCCIea0BaHMM Npu
CTPAxOBaHUWN U TPYO0YCTPOMNCTBE.

KoHdmpoeHunanbHOCTb JaHHbIX Bbi6op u vu-ubopMMpOBaHMeI ceMbu
o |l
3awmTa NMYHOM N MeAULIMHCKOMN TalHbl IDTUYECKMI BONPOC HECET MHKDOPMUP:
]
rapaHTUPYEeT HEMEONLMHCKOE NCNOIb30BaHUE POACTBEHHMKOB O HAa/IMYMKM OMACHbIX M)
reHeTn4ecKkom nHopMaumm n NpegoTBpallaeT Y4YETOM [,OOPOBO/ILHOCTU U YBAXKEHUSA :- '

ONCKPUMUHALMIO B COLIMANIbHOM U
npodeccroHaibHOM MJ1aHe.

KU3HN Ka>Xgoro 4yjieHa ceMbM.




OTKpbiTHe cTpyktypbl AHK
(1953)

PaboTa YotcoHa n Kpunka
pacKpbl/la OBONHYIO Crivpasnb U
MEXaHM3Mbl XpPaHeHUS
HacneacTBEHHOM MHOPMaLLUWK,
YTO a0 Ha4yaslo COBPEMEHHOM
MONEKYNAPHON FrEHETUKE U
MeanumnHe.

NpoekT «[eHOM YenoBeka»
(2003)

3aBepLlIeHo NosiHoe
CEKBEHMpPOBaHMe
4enoBEeYeCKOro reHomMa, 4YTo
obecneynno 6asy AaHHbIX
019 ANAarHOCTUKKU, Tepanun m
PaCLUNPPOBKM MHOIUX
HacneaCTBEHHbIX
3aboneBaHUMN.




[eHOMHasi MeauLMHA U NEPCOHE

[TonHoe ceKBeHMpPOBaHWE reHOMa BbIABIAET FreHETUYECKME U3MEHEHUS, BAUSIO m

pa3BuUTME BONEe3HEeN, YTO NO3BOAET CTaBUTb TOYHbIE AMArHO3bl B C/IOMKHbBIX KIMHUYEC
: LI

cnyvasx. I

=

NHomBmayanbHbIV reHeTUYECKMI Npodn/ib NaLUUEHTa
nomMoraeTt nogobpatb Hanbonee apdpeKTUBHbIE
NTeKapCTBEHHble CPeacTBa C YY4ETOM 0COOEHHOCTEWM
MeTabonnM3amMa U MUMHUMN3NPOBATb MOBOYHbIE 3O EKTDI.

MeTtoaukm NGS 3 1
M TOYHOCTb aHaIn3a, «
NCcCnenoBaHUAM U Y
B KIIMHUYECKOW MPaKT




[lpMeHeHne reHeTUKN B GBUOTEXHO/
dapMaLeBTUKeE ———

Co3pgaHune reHHo-MoaMPULIMPOBAHHOIO MHCY/TMHA
MO3BONAO NONYUYNTb IPPEKTUBHbBIN NpenapaT aas
ne4vyeHunsa guabeta, ynydwmB 6€30MacHOCTb U
OOCTYMHOCTb Tepanuu.

TpchreHHueII pa
NOBbILLEHHOMN YCTC
6051e3HAM, YTO cnocot
M CHUXKEHWIO MOoTePb MPO

BHenpeHne reHOMHbIX TEXHOOr
3¢ heKTUBHOCTL NPOU3BOLCTBA BUC
CPenCcTB U YKpenaseT NpoAoBObCT
6be3omnacHOCTb Ha rnobasbHOM ypoB

[eHeTnYecKMe MeToabl YCKOPAOT Pa3paboTKy HOBbIX
NIeKapCTB, YUYMUTbIBAA BIMAHNE KOHKPETHbIX FreHOB Ha
hapMaKOKNHETUKY U hapMaKogNHAMUKY NPEenapaTos.
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" Ponb 6Mob6aHKOB B cOBpeMeHHbIX Mep,
nccnegoBaHUaX

x

XpaHeHne 6moobpasuoB

BruobaHkM akkyMynmpytoT ob6pa3ubl
HHK, KpoBuM 1 TKaHen, 4To co3gaeT
HeobxoaouMyto 6a3y onsa NpoBeaeHUs
Pa3HOOOPAa3HbIX FEHETUYECKUX U
KNMMHUYECKNX NccneaoBaHun.

NMoppep>kKa HayYHbIX NPOEKTOB

Ncnonb3oBaHWe buobaHKOB
cnocobCcTBYET BbIABIEHUIO HOBbIX
6bMOMapKepPoB 1 MEXAHU3MOB
3aboneBaHu, ycKopsaa pa3paboTKy
MHHOBALMOHHbIX METOO0B ANArHOCTUKW.

TecTMpoBaHue

O6pa3ubl 13 6Mobe
015 oUueHKM achbhekT
6e30MacHOCTU HOBbIX
dhapMaLEeBTUYECKUX
KTMHUYECKNX NCMbITA
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| MHHOBaLUMOHHbIE TEXHOJZIOrMM aHaNMU3a U
pefaKTupoBaHUA

ICKYCCTBEHHbIN UHTENNEKT U MalLMHHOE 0byYeHMe
YNYYLLAT MHTEPNPETALMIO FEHETUYECKNX AaHHbIX.
PepakTupoBaHMe reHoMa OTKPbIBAaET BO3MOXKHOCTM
nevyeHnsa HacneacTBEHHbIX 3abosieBaHNIA, 0OJHaKO TpebyeT
CEPbE3HOro KOHTPO/IA U Pa3BUTUA HOPMATUBHOW Oas3bi.

dTnyeckue u coumnasibHble BOMpPOCHI

YpoelweBneHMe TeCcToB NPMBEOET K MacllTabHOMY

CKPUHUHIY HaceneHusa. B 1o »ke BpemMa HeobxoammMo

npenoTBpaLlaTb reHeTUYECKYIO OUCKPUMUHALMUIO U

perynmpoBaTb 3TUYECKME aCMNeKTbl B3aUMOOENCTBUSA C
| naumeHTamMu.




[eHeTUKa — KOY K byaylieMy Meguumn |

NHTerpauma reHeTUYeCcKnx nccregoBaHMi B KITIMHUYECKYIO Npa
OTKPbIBAaEeT HOBbIE FOPU30HTbI B ANArHOCTUKE M IeYEHUM, YAyYLLas Kay
XXU3HU U 300POBbE HAUUU NPU YCNOBUN STUYECKOTO UCMOJSIb30BaHUS
TEXHONOIMMN.
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