


I'quemy reHeTuyeckan 0e30NacHOCTb KAaCaeTCA Ka)KAOrro

/—

Bpo>xgeHHble HapyLeHns

M HacneacTBeHHble 6oNne3HM OCTaloTCH
3HaYMMOW MeanuUMHCKON Nnpobnemoun,
a COBPEMEHHbIE TEXHONOMMM OatoT HOBbIE
BO3MOXXHOCTU N HOBblE PUCKW. [103TOMY
reHeTn4Yeckaqa 6e30NacHOCTb Ba*<Ha

N ONd 300Pp0BbA YeNoBEKA, U ONA STUYECKUX
peweHnin obuiectaa.




3awunta AHK

[eHeTnYeckaa 6e30nacHOCTb
PAaCCMaTPUBAET, KaK COXPaHUTb
HacneacTBEeHHbIN MaTepuan

OT NOBPEXAEHUIN U CHU3UTb AeNCTBUE
thakTOpPOB, NOBbLILLAKLLMNX
BEpPOATHOCTb MyTaUUI, Ha YPOBHE
KNEeTKW, OpraHn3aMa 1 nonynauunun.

KoHTponb TexHonormnu

K reHeTnyeckon 6e3onacHoCTU
OTHOCUTCA U perynupoBaHune [HK-
TeCTUPOBaHWA, PENPOAYKTUBHbIX
NPOrpamMm 1 peaakTMpoBaHUA reHoMa,
YTOOblI HOBbIE METO4bl MPUHOCUNN
NoNb3y U He co3aaBanu
OOMNONTHUTENbHbIX YrPo3.

YTto nu3yvaeT reHetTnyHecCkan 0e30nacHOCTb

PaHHAaa pnarHocTuka

OHa BKNOYAET BbigBNEHNE
HacneacTBeHHbIX 6onesHewn

Ha PaHHUX CTaauAX, Korga nevyeHue,
HabnogeHne n NpouUnaKkTnKa
OCNOXXHEHMNN 0COBEHHO 3P PEKTUBHDI
N NOMOratoT N3bexkaTb TAXKENbIX
nocnencTBnin onsa CEMbM.

NpaBa yenoBeka

OTpenbHoe 3HaYeHne MMELOT 3alnTa
reHeTUYeCKNX AaHHbIX, COXPAaHEHNE
PENPOAYKTUBHOIO 340P0BbS

N HegoNnyLeHne oUCKPUMMHAaLNUN

no pe3ynbTtataM HK-nccnegosaHmm
B yuyebe, paboTe n cTpaxoBaHUN.

leHeTUYeckoe
KOHCYNbTUpPOBaHUeE

Ba)kHaqa 3agavya — NOMOYb CEMbAM

C NOBbILWEHHbIM PUCKOM MOHATH
HacnegyeMocTb 3aboneBaHus,
BO3MOXXHble CUeHapuu ANa NnoToMCTBa
N JOCTYNHblEe MeAULMHCKMNE peLleHns
6e3 naBneHna M CTUrMbI.



MyTareHHbie (pakTopbl B NOBCEAHEeBHOU CpeAae

dusmnueckne sBospencreuns

NoHun3npyouwiee nanydeHue,
PEHTreHOBCKME Ny4n

n ynbTpadmnoneTt cnocobHbI
noBpexxaatb Mmonexkynbl JHK.
OnacHocTb Bo3pacTaeT

npu oNNTENbHOM

NN HEKOHTPONNPYEMOM
BO34eNCTBUN, OCOBEHHO

6e3 cobntoaeHna npaBua 3aWKUThbl.

Xnmunueckue MYyTarlreHbl

KoMnoHeHTbl TabayHoOro obiMa,
HEeKOTOpPblE NECTULNAObLI, TAXKENbIE
MeTaN/bl U MPOMbILWNEHHbIE
PacTBOPUTENN MOTYT HapyLaTb
pPaboTy KNETOK M NOBbIWATb
BEPOATHOCTb FrEHETUYECKUX
OWMOOK Npu oeneHunwn.

Buonornyeckune PUCKU

HekoTopble BUPYCbl CNOCOOHbI
BCTPaMBaTb CBOW MrEHETUYECKUN
MaTepMan B KNETKM XO3AMHA

N MeHATb UX paboTy. ITo co3gaeT
yCNoBMA ANA NoBpexKaeHNI
HacnNeancTBEHHOro MaTepmana

N HapYyLWeHWN pa3BUTUSA.

Cpepa noscepHeBHOM
U3HU

Puck cBa3aH He TONbKO

C pegKknMmM aBapmuamMu,

HO N C OBbIYHBIMU CLLEHAPUAMM:
KYPEHNEM, CONMNTHEYHbIM
N3NYyYEHUNEM, MEOUNLIMHCKNMU
npoueaypamm n 3arpa3HeHnem
BO3ayxa BONM3un
MNPOMbILLITIEHHbIX 30H.




OcHoBHble rpynns! (pakTopos, nospexaatowmnx AHK

IHnarpaMmma NoKa3sbIBAET, YTO BHELWHSAS
Harpy3Ka Ha KNeTKM Yalle cBA3aHa

C XUMUNYECKUMU N PU3NYECKNMU
BO30EeNCTBUAMMN.

Hanbonbluyto NpodrnNaKkTUYECKYo oTaauy
O30T MePbl NPOTUB YNPaBNAEMbIX
BHELWHWX PaKTOPOB, TOrga

KaK BHYTPEHHME OLNOKU

N HacneacTBEHHbIE MPUYUNHBbI TPEBYIOT
CKPUHWHIa n HabntoaeHus.

YyebHasa obobLyarolyasa cxema no reHeTnyecKom
6e3o0nacHocTn; b6e3 Yncg1o0BoM CTaTUCTUKU
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CpasHeHue OCHOBHbIX Yrpo3 reHeTnuyeckomn 6e3onacHoCTH

Tabnunua Noka3bliBaeT, OTKyOa
BO3HNKAET PUCK, K HEMY OH NPpUBOAONT
N HACKOJIbKO €ro MO>XHO
ROHTPOIMPOBATL I'IpOCbl/lJ'IaKTl/lKOVI ®akTop UcTouHUK MocnepcTtena | Ynpasnsel
MM MeaANUMHCKUM HabnoneHneM.
npouenypbl, nospexkaeHue
YacTb Yyrpo3 MOXHO 3aMEeTHO CHU3UTb Paavaums POREAYP AHE 4ACTUUHO
NPOoUNAKTUKON, @ YaCTb — TOSIbKO =il
BblAB/IATb 3adpaHeEE N COMPOBOXAOATb
C noMoUlblo reHETNHYECKOTI O TabayHbIl AbIM KypeHue A XOPOLLIO
KOHCY/IbTUPOBaHUA. NOPOKN
HaC}'Ie,EI,CTBeHHbIe reHeTn4yecCckume yvepe3
poanTen
MYyTaunu 60oNe3Hn ONalrHOCTU
O6obuieHne no matepmasaam LLKOIbHOMN T KNEeTOYHble _
6140/70”/1[/1 U MeauLMHbI OKCUKaAHTDbI npon3BoacTBo NOBPEsKaCHNS vepe3 KOH




HacneAcTBeHHble Done3HU Kak OMOoAO

f'nyecCkasl

ncCco

LuManbHaA NnpooAemMa

N3MeHeHue
B HacnencrBeHHOM MaTepuane

HacnenctBeHHble 60N1€3HM BO3HUKAIOT
N3-3a MyTauunin B reHax

nnn xpomocoMax. OHM yacTo
NPOABNAOTCA PaHO, TPEOYIOT TOUHOM
OVArHOCTUKKN N HEPEOKO
COMPOBOXKAAlOT YeNOBEKA BCIO KU3Hb.

IOnutenbHoe neveHune

[pn Taknx 3ab6oneBaHNAX BaXKHbI
He pa30Bble Mepbl, @ MOCTOAHHOE
HabnoaeHwe, Tepanus, AneTa
NN 0COBbIN peXXMM. ITO oenaet
60/1€e3Hb YacTblo MOBCEAHEBHOM
*N3HUN CEMbBMN,

Harpyska Ha ceMblio

Pogutenam n 6nmM3kmM npmxoanTcs
NAaHNPOBATb NeYeHne, NoceLleHNS
Bpayven n bbitoBon yxoa. [1osaTomy
HacnencTBeHHasa NaToNorna BNMaeT
He TONbKO Ha NayMeHTa, HO 1 Ha BCIO
CEMEWNHYIO CUCTEMY.

MNpuMepbl 3aboneBaHn

K n3BecTHbIM HacneaCcTBeHHbIM
HapyLWEHNAM OTHOCAT MYKOBUCLNO03,
dbeHnnKeToHypwuto, remodomnuio,
cnHgpoM [layHa n HekoTopble hopMbl
MbllweYyHon anctpodpumm. OHun

PAa3/1MYaloTCA MO TAXKECTU U cnocoby
NOOAEPXKK




Kak BO3HUKaeT reHeTun4yeckun puck

CxeMa noka3bIBa€eT NyTb OT MyTareHHoOro BO34enNcTBnUsS MM Hac1eaCcTBEHHOM 0CObeHHOCTM K 6one3HU
N NPounIaKTUKE.

MoBpexaeHne N3meHeHne HapyleHune MameHeHue varHocTtunka
(0] Ka a b

o OHK reHa? oenka npu3Haka M NevyeHne
aKTop puUcka

CKPWUHUHT
[NpodunakTmka Ha6mofeH e
N KOHCYNbTUPOBaHMe




Pel'lpOAyKTl'lBl-lble TEXHOANOTIUN: BOIMOHKHOCTU N OTIpaHUvHEeHnA

[Momouwib Nnpn 6ecnnoguun

3KCTpaKopr|opaanoe onnoaoTeBopeHNeE N AOHOPCKMNE
nporpamMmmbl AaOT WaHC CEMbAM, KOTOPbIE HE MOIYyT 3a4adTb
eCTeCTBEHHbIM NyTEM. ,D,J'I‘Fl MHOIMX 3TO HE TOJIbKO
MeONUNHCKAA, HO N XXU3HEHHO Ba>XHadA NMogaeprKKa.

[MpoBepka amMbprnoHoB

[MpenMnnaHTaunNOHHAaA reHeTuYecKkaa AMarHoCTUKa NoOMoraeT
CHU3UTb PUCK Nepeaayn TAaKenowm HacneacTBeEHHOM 6one3HMN.
OpHaKo TOYHOCTb TECTOB He abCcoNoTHA, NO3TOMY PeLleHns
TPebyoT OCTOPOXKHOCTU U KBAaNNPULUMPOBAHHOW
NHTEepnpeTauun.

KoHTponb KavecTBa

Takne npouenypbl 3aBUCAT OT NabopaToOpPHOM TOYHOCTH,
cobnroaeHna NPOTOKONOB M oNbiTa cneunannctoB. OWwWnbKK
Ha Nto6boM 3Tane MoryT NOBNNATb Ha BblIbop aMBpPUMOHa

N Ha AanbHENLWNA NPOrHO3.

dTNYecKana rpaHumua

[NaBHbIM BONPOC 3aKNOYaeTCA B TOM, FAe 3aKaH4YMBaeTCcH
NleyeHmne N HauMHaeTCca reHeTn4ecknin otbop. 3To ocobeHHOo
Ba*KHO, KOrga peyb naetT o CTOMMOCTM Npouenyp

N OOCTYNHOCTM AN9 PA3HbIX CEMEN.




JENC

«[eHeTUYecKne HOXKHNUbI» AN TOMHOW
MeaANnUUHDbI

CRISPR-Cas no3BonaeT HaxoanTb HY>KHbIM
yyacTtok [JHK n mMmeHatb ero TouHee, yeM MHOrme
npexHwe Metoabl. 119 MOHOreHHbIX
3ab60n1eBaHUM 3TO OTKPbLIBAET peanbHY0 Hagex<ay
Ha NeYeHne NPUYMHbI, a HEe TOSIbKO CUMMTOMOB.
Ho TouyHOCTb He 03HaYaeT nonHoW 6e3onacHoOCTU:
pe3ynbTaT 3aBUCUT OT KMETKU, LLeSIn U KaYyecTBa
KOHTpPONS.

Korpa ncnpasneHne CtaHosnTCcA pUCKoOM

Ha>ke npn ycnewHoM peaakTUpOoBaHUN
BO3MO>XHbl BHELLe/1eBblE MU3MEHEHWNS, MO3aNLU3M
N HENONTHOE UcnpasneHne gedekTa.

Ecnn BMewaTenbCcTBO NpoBOANTCS

B 3apOoAbllUeBbIX KNETKAX, UBMEHEHUS MOTYT
nepenTn byayuwmm nokonerHmam. [Noatomy
Ka*kgaa Takaa npouenypa Tpebyet ocobeHHOo
CTPOron NPOBEPKU N STUYECKOWN OLLEHKMW.

Hayka, KoTopasa TpebyeTr
OTBETCTBEHHOCTWU

Pe,ﬂ,aKTMpOBaHMG reHoMa y»Xe Ctajio CMMBOJIOM
HOBOro aTana 6uonoruu: YYEHbIE YMEIKT

HE TOJIbKO YHNTATb HaCNneaCTBEHHYIO
l/IH(bOpMaLI,MI-O, HO N BMeWNBaATbCA B HEE.
O,D,HaKO MMEHHO MO3TOMY O6LLI,€CTBO OOJIMXKHO
06CV)-K,EI,aTb rPeaHnubl 4ONYCTUMOTO, YTOODI
nporpecc He onepennn 6e30MacHOCTb U npaBa
YeJ10BEKa.

(
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ATNueckune BonpocChbl reHeTUYeCKuX TeXHONOrnm

DTUKA reHeTUKN TpebyeT He TONbKO

3 PEKTUBHOCTU, HO N CNPaBEOINBOCTM:
0CO6EeHHO Ba)XHO, KTO MPUHMUMaET
PeLlEeHNE, KTO HECET PUCK U KTO NONy4daeT
OOCTYM K HOBbIM BO3MOXXHOCTAM.

Hanbonbluyto noagep XKy noayydaroT
MeOMNLUMHCKMN onpaBaaHHble Uesn, a cCaMble
OCTPbl€ CNOPbl CBA3aHbI C YYYLEHNEM
NPWU3HAKOB U HacnegyeMbiMn
N3MEHEHUNAMMN.

O606LeHNE NONOXKEHNIN TEMbI; SKCNEPTHAS
OL/eHKa 3Ha4YNMOCTM 3TUYECKMX BOIMPOCOB

I




"eHeTnueckan nupopmaumna n puck AMCKpuMnHaummn

/L‘lYBCTBVITeJ'Ibele AdHHDbIE \ /Ol'laCHOCTb yTe4yeK \

[eHeTnYecKkn pesynbTat cnocobeH NokasaTb
HE TONIbKO COCTOAHME 300P0OBbA YeN0BeKa,

HO N BEPOATHbIE PUCKWM N9 €ro POACTBEHHUKOB,
NO3TOMY OH TpebyeT 0COBEHHO CTPOrow 3aLuUThI
N OrPaHNYEHHOro OocCTyna.

/PMCK ANAa Kapbepbl

PaboTopatenn n ctpaxoBble KOMMNAHUM MOMyT
NONbITaTbCA MCMOb30BaTb NrEHETUYECKNE

cBeaeHna ona otbopa KNMEHTOB UK COTPYAHUKOB,

XOTA TaKMe NPaAKTUKN NOAPbIBAOT paBHble NpaBa
N 0oBepue K MeguumnHe.

/
~

NHdbopMauma ns bmobaHKoB 1 KOMMEPYUECKUX
cepucoB JHK-TectnpoBaHna MoxkeT nonacTtb
K TPETbMM NNLLAM, ECNN HAPYLLUEHbI NPaBKNa

XpaHeHuns, WndpoBaHNa UK Nepeaavn JaHHbIX.

/

/I'IpaBo Ha BblIGOp

YenoBek 0onXeH NOHUMaTb, KTO BUOUT ero
reHeTuYecKkne gaHHble, C KakoW LeNnblo OHU
MCNONIb3YIOTCA U MOXKHO /1M OTKa3aTbCS

OT UX nepepayn 6e3 yuepba ong MegnumMHCKON
MNOMOLLW.

AN




IlpodhbunakTnka reHeTnyeckux puckos

KntoueBble MePbI MPOMPUNNAKTUKNA MOMOTIaloT

CHN3NTb MYTAlreHHYIO Halrpy3Ky N BOBPEMH Mepa MNpumep S deKT
BblABUTb HacneaCcrBeHHbIE HapPyLWEHUNA.
OTka3 5 MeHbLue
NpodunnakTnka apheKTMBHa NOTOMY, UTO OT KypEHNS RIS ALl MyTareHoB
YMeHbLWaEeT PUCK O0 NoABIIEHNA bonesHu
N aenaer Me,EI,VlI\_JI,VIHCKyI-O MNMOMOLWb bonee BakuMHaLms [1podhmnakTrka MeHbLie
cBoeBpeMEHHOWN. NHEKL NI 6LNOPUCKOB
XPOMOCOMHbIE PaHHee
CKPUHWUHI
HapyLleHns BbliBfIeHME

ObobLlieHne maTepmana npe3eHTaumm




Cucrema npodpunakTMKn Ha YypoBHE rocyaapCTBa

[locnegoBaTe/IbHOCTb MeP OTPpa>XKaeT CBA3b 3KOJI0OINmmn, MmeanumnHbl, rpaBa N rNnpocBelleHUA.

Yuér
HacneacTBEHHbIX MapLupyT
6onesHemn

MOHUTOPUHT CaHuTapHble CKPUHUHT KoHcynbTaums 3awmTa MpoceelleHne
KOHTpPOJb

MyTareHoB HOPMbI rpynn pucka reHeTuka OaHHbIX HaceleHunsa




3HaHNA Ha ypoKax

LLIKonbHbIN KypC Bronormm o6 bACHAET HacNeaCTBEHHOCTD,
MyTaunm n PakTopbl PUCKaA, MOMOraa NogpPoCcTKaM OTAMNYaTb
Hay4YHble haKTbl OT MUAOB M MOHMMATb LIEHHOCTb
NPodUNNaAKTUKN.

NMpumep cembu

[loBepeHne B3pOC/bix BNMAET CUNbHee NtobbiX 3anNpeTos:
OTHOLLEHWNE K KYPEHUIO, aIKOrO/1t0, CaMoIeyeHunto

N NpodmnNakTUYecKnMM ocMoTpaM PopMUPYET Y NOAPOCTKA
peanbHble XN3HEHHbIE OPUEHTUPBI.

CeMenHbI aHaMHe3

3HaHWe HacneacTBeHHbIX 3aboneBaHW B ceMbe NoMoraeT
BOBpeMa 06paTUTbCa K Bpayy, YTOYHUTb PUCKU

M HEe OTKNaablBaTb o6cnenoBaHMe, ec/im eCTb OCHOBaHUA
ona HabnwopeHua.

JInyHaqa OTBETCTBEHHOCTb

[ToHMMaHMe PenpPoayKTUBHOIO 340P0BbA N BeperkHOoro
OTHOLLUEHWNA K OPraHn3My yUuT NPpUHUMATL pPeLleHns, KOTopble
Ba*KHbl HE TO/IbKO cenYac, HO 1 ANa yayLwmMx NOKONEHUN.

(
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lNpunoputetHbie Mepbl cHukeHnna reHeTuueckux yrpos |
I

[TpnopuTeT 3aBUCUT HE TONBbKO

OT MacwTaba yrpo3bl, HO 1 OT TOTO,
HaCKONbKO ObICTPO Mepa AaET pe3ynbraT
N HAaCKOJZIbKO OHa O0CTYynNHa

nna 6onblWMHCTBA NoOen.

CaMbIMM CMNBbHBIMW OKA3bIBaOTCA Mepbl
MaCCoOBOW NPOPUAAKTUKN N MPABOBOW
3aWNTbI: OHN CHUXKAOT PUCK LIMNPE

N HagekHee, yeMm
y3KOCMeunann3npoBaHHble peLlleHns.

ObobLyeHne maTepuana Npe3eHTaumm;
PaHXXNpPOoBaHWE No NPomnIaKTUHECKOMN
3hhEKTUBHOCTMU




MexxayHapoAHOe peryamposaHue reHeTUYeCKMnx

NCCAneAOBaHUN

BuosTnka Kak o6WnNn a3biKk HaYKKH

Ha MexxayHapoaHbiX BCTpeYax YUYEHbIE U IOPUCTbI
0OCYy>K0aloT HE TOSIbKO HOBble METOAbl, HO N FPaHULLbI
X NpUMeHeHua. [1oKyMeHTbl Mo BUO3TUKE HAaNOMUHAIOT,
4yTO 6€30MnacHOCTb, MHDOPMNUPOBAHHOE cornacue

N HegonylweHne OUCKPUMUHALNN OO0NXKHbl CTOATb BbllUE
CKOPOCTW 3KCNEepUMEHTA.

Korpa nabopatopua ctraHoBMUTCA NpeaMeToM
npasa

Bo MHOrmx crpaHax pegaktnpoBaHMe 3apoablleBON NMNHUN
YeNoBeEKa 3aMnpPeLLEHO UMK XKECTKO OrpaHnYeHo. IT0
pPeLleHne OTPa*KaeT OCTOPOIKHOCTb: U3MEHEHNA MOTYT
3aTPOHYTb ByayLWnX geTen, a 3HauuT, TpebytoT bonee
CTPOron NpoBepPKU, YeM 0ObIYHbIE MEAULIMHCKNE




[ paHnua MexAy NOAL30ON U PUCKOM B reHeTuke

[NMonb3a Nnpu pokasaTenbcTBax Puck npu cnabom KoHTpone
TexHonornga onpaBAgaHa, Korga oHa Ecnun 6e3onacHOCTb He OOKad3adHa,
NoOMOraeT NoaTBepaAnTb AMarHos, a NOCNeacTBMA HEeQOCTAaTOYHO
YTO4YHNTDb HaC}'Ie,EI,CTBeHHbIl\/JI PUCK N3YyHEHDLI, BMEWaTETIbCTBO MOXXET
U Bbl6paTb neyvyeHmMe, oOCHOBaHHOeE noBpegnTb NaunNeHTY, CO30aTb

Ha pea/ibHbIX OadHHbIX, NNOXXHblE OXXKNOaHNA N YCUNTNTb

d HE Ha Npeanono>XeHnadax. counasibHoOeE HEPaBEHCTBO.

OcTopOo)KHOCTb ANa 6yaywmnx
NOKONEHNN

Ocoboe BHMMaHWe TpebyeTca TaMm, rae
N3MEeHeHUa MOryT NepeaaBaThCs
NOTOMCTBY: B TaKMUX CNy4vaax owmnbKa
3aTparMBaeT He OQHOro Yesl0BeKa,

a BClo Byayulyto NMHUIO HacneaoBaHMA.
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lToka3aTeAu oUueCHKU reHeTuuyeckom 0e3onacHoOCTH

[loka3zaTenn No3BONAIOT OLEHUTb
COCTOSIHME 300P0OBbA HAaceneHuns,
SKOJIOMMYECKYIO Harpy3Ky

N HAOEXHOCTb NPaBOBON 3aLLNTbI
ONAaHHbIX.

[eHeTnYeckaqa 6e30MacHOCTb
onpenensaeTca He OAHUM MPU3HAKOM,
a coyeTaHMeM MegunLUNHCKUX,
SKONOrMYECKMX N NMPaBOBbIX
MHOVWKATOPOB.

Nokasatenb Y10 usmepsaer 3aueM HY>KHO

Bpo>kaeHHblie Cnyyau OueHKa

aHoOManuu Y HOBOPOXKOEHHbIX 30,0p0BbA

MyTareHHas OueHka
3arpasHeHune cpeabl

Harpy3kKa PUCKa

Ob6obuieHne maTtepmana nNpe3eHTaumm

YTeukn OaHHbIX

HapyweHua 3awnTbl

OueHka npaB




L)

leHeTnueckan 0e30nacHOCTL
HauuHaeTCH
C OTBETCTBCHHOCTM

3awmTa HacneacTBeHHOM MHdopMaunm TpebyeT NpounakTUKM, paHHEN ONarHOCTUKM,
3TUYECKOro KOHTPO/IA TEXHOMOMMIA 1N YBaKEHUA K NpaBaM YenoBeKa. ViIMeHHO Takoi
noaxon AenaeT foCcTuxKeHna 6uonorum 6esonacHbIMU oNa 6yayLMX NOKOMEHUN.




