O630p M KNo4YeBble
TeMbl 3TUKWU

MeaAULMHCKOW
reHeTUKHu

M3yyeHme 3TMYEeCKMX BOMPOCOB MeaMLUHCKOM reHEeTUKW ang
COBPEMEHHOro 340aBoOOXPaHEeHUS.




MeaAUuMHCKAas reHeTuKa m ee
3HQYUMOCTDb

MeOonumHcKaa reHeTuKa nccnenyet
HacreaocTBeHHbIe 601e3HU,
ONArHOCTUKY W leYyeHne, Mo3Boa
npenoTBpaLlaTbh M KOHTPONMNPOBATb
3a60/1eBaHMNA Ha PaHHMX CTagmnax

Pa3BUTUA.




Knio4yeBble 3 TU4YeCKue Bbi30OBbI B
MeaANUMNHCKOMU NreHeTUuKe

MaHunnynmpoBaHme
reHeTn4YeCKoOUu
MHPOPMaLMEN NMOPOXKOAET
BOMPOCHI O rpaHuMLax
BMelLlaTe/1IbCTBa B
HacneaCTBEHHOCTb U
BO3MOXXHbIX MocnencTBmax
a9 oyaoyLwmx MoKoNeHmm.

HepaBeHCTBO O0OCTYyMa K
OMArHOCTUKE U
KoMMepUumanmnsauma IHK-
OaHHbIX CO30atoT PUCKU
OVNCKPUMMHaLUNU U
310ynoTpebneHmim ¢ TIMYHOM
MHPOPMaLUMen.




Keuc: iInarHocTnkKa 6one3Hu
[EHTUHITOHA U 3TUYeCKue HI0aHCDObI

[eHeTUYeCKMM TeCT BblaBNAET PUCK CeMbe TPpYOHO MPUHATb peLleHune,
0a3BUTUA BoNe3Hn [eHTUHITOHA 3a KOMY coobLaTb pe3ynbraTbl, YTO
rogbl 00 MPOABIEHUA CUMMTOMOB, YTO BbI3blBAET MCUXOOrMYecKkme
CO303aET Ba)XHble BOMPOCHI TPYOHOCTU U STUYECKME pa3Hornacmga
MHPOPMUMPOBAHMA NaLMEHTa U cpenun Bnn3KnxX.

NoanePIKM.




MHPoOpMUpPOBaAHHOE corflacue npwu
reHeTU4YeCKoOM TeCTUPOBaAHUM

[MaumeHT 06493aH NoayYnTb
YETKYIO MHDOPMaLMIO O Lenax
1 BO3MOXXHbIX pUCKax
npoBeaeHnsa aHanmsaa, YToobl
OCO3HaHHO MPUHATbL peLueHme.

HepoctaTok MHOOPMUNPOBAHUS
MOYKET MPUBECTU K
HapyLUEHWMIO NpaB YenoBeKa U
OCJTOXXHUTb topunanyeckme
OTHOLLEHMA Mexay CTOPOHaMMU.




[eHeTnYyecKme gaHHble
coaepyaT YyBCTBUTENbHYHO
MHPOPMaLMIO, KacatoLLytoca
He TONbKO NayuuneHTa, HO U
ero 6mxxamLumx
POACTBEHHUKOB.

2.

HapylweHune
KOHPUMAOEHLUMANTbHOCTU
MOXXET BbI3BaTb
CTUIrMaTU3auUMIo, MOTEPIO
PabOTbl NN OTKA3 B
MeONLMHCKOM CTpaxoBaHMN,

3.

Bo MHOTMX cTpaHax
MCMONb3YIOTCH
3aLlUMLLEHHDBbIE 6a3bl OaHHbIX
N OOCTYMN K MHbOopMaLMNK
BO3MOYKEH MULLb C corrmacms
naLmeHTa.




[eHeTN4YecKada MHPoOpMaLLMA U
ceMeunHas 3TUKa

PacKkpbiTue ceMeMHbIX TauH

[eHeTn4YecKoe TeCTUPOBaHME YacTo
BbIAB/IAET CKPbITblE CEMEMHbIE
OBCTOATENDBCTBA, HANPUMED,
HeyCTaHOB/IEHHOE OTLLOBCTBO MU
PUVCK HAacneacTBEHHbIX 3aboneBaHUI.
2TO TpebyeT AeNMKaTHOro Nogxoaa B
KOMMYHUKaLLMW.




O6pa3Lubl M AaHHbIe
NaLMEHTOB XPaHATCS
ans
NPOOOSIKUTENTbHbIX
mccnegoBaHMmM M
KOMMEPYECKOro
NPpUMEeHeHUd C
Nonyd4eHnem

oTAeJIbHOIO COIlJ1aCUH.

2.

CNMOYXHOCTb KOHTPOJIH
3a NX
NCIOJIb3OBaHNEM
Bbl3blBa€T OlNNacCceHU1d
OTHOCUTESJIbHO
MNEMBaTHOCTM A
9TNYHECKOIO
coobnogeHus NnPeaB
HOHOPOB.

YacTHOe BnageHme gaHHbIMU U
BO3MOXXHbIW OOCTYMN TPETbUX ML, 6€e3
corflacma naumeHTa TpebyeTt
YCUNEHWSA 3aKOHOOATENbHOM 3aLUUThI.

2PPeKTUBHOE
perynmpoBaHue
HeobxooMMO 014
6anlaHca Mexxay Hay4YHbIM
MNPOrpPeccom u
cobngeHeM MMYHbIX
Nnpas.




CTaTnUcCtTuKa: ypoBeHb AOBEpPUSa U
ONnaceHuu B cpepe reHeTUKmn

B JoBepue u onaceHusi B cthepe reHeTukn (%)
70
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B Poccnun noBepure K reHeETUYEeCKUM

OaHHbIM HMKe, yeM B CLLUA n EC, uTo 20
B/INAET Ha pa3BUTUME OTpPacC/IN.
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BbICOKMI YpOBEHb O6ECMNOKOEHHOCTU
TpebyeT YKpeneHMsa 3aKoHoOaTeNbCTBaA U
MNPO3PaYHOCTN PaAbOTbI JTabopPaATOPUMN.




3aKkoHopaTenbcTBO PO B 0651acTHn
reHeTUYEeCKoOU MHPoOpMaLIUN

3aKOHbl PO yeTKo [lepenava . HapylLueHMe NpaBa Ha
PernaMeHTUpPYT cOop reHeTn4YeCKou KOHPUMAOEHLUMANTbHOCTb

N XpaHeHue MHDOPMALUU TPETbUM reHeTn4YeCcKom
reHEeTUYECKMX OaHHbIX, nvLaM orpaHmyeHa u MHDOPMaALLMM BNEYET 33
obecrneymBad NpaBa 0OMYyCKaeTca TOMbKO C COBOM cepbé3Hble
MaLMEeHTOB Ha MNOOTBEPXKOEHHDBIM aOMUHUNCTPATUBHbIE U
MHPOPMUMPOBAHME U corflacmem BnagenbLa YFO/TOBHbI€ HaKa3aHM4.

Colrrflacume. HaHHDbIX.




[eHeTn4yeckasa AMCKpMMUUHaLUMUA:
PUCKMN U MePbl 3aLlLTDI

[eHeTn4yecKad
ONCKPUMUMHALLMG NPOaBIAETCH,
Korga pabortogatenu nnu
CTPaxoBble KOMMaHWU
MCMONb3YOT MHPOPMaAL MO O
HacneOoCTBEHHbIX
3abo1eBaHMax o9 OTKa3a B
npuemMe mnam NoBbILLIEHNN
TapunPpoB.

CoumanbHaa m3onaumnsa m
CTUrMaTmM3aumng numu, C
HacrencTBeHHbIMM
MNaToONOrMAMM YBENMNYUYMBAIOT
MCUXONOrMYECKYIO Harpysky u
MNOpPOXKOatT HEOBXOOMMOCTb
rocyaapCTBEHHOM MoaOe PyKU
1 NpocBeLLeHus.




Bpay-naLuuneHT: OCO6eHHOCTU B
MeAULMNHCKOU NFreHEeTUKe

[loBepue Mexxay BpayoM U
NaLMeHTOM aBNAeTCS
KtoYeBbIM 019 MPaBUSIbHOM
MHTepnpeTaLnm
reHeTUYeCKMX JaHHbIX U
OKa3aHu4
KBaIMOULMNPOBaAHHOM
NoOOE KU B CITOXHbIX
STUYECKUX CUTYaLMNEAX.

PacnpocTtpaHeHme
ONCTaHLMOHHDBIX
KOHCYMbTaLUMM M OHMANH-
TECTOB CO30a&éT HOBbIE
BbI3OBbI, TPEOYOLWME OT
crieymanmcrtoB cobnaoeHms
STUNYECKUX CTaHOapPTOB B

LIMPPOBOU cpene.




TexHonorng CRISPR-
Cas9 oTKpbIBaeT
BO3MOYXXHOCTU
MCrpaBneHns
HacneOCcTBEHHbIX
0epeKTOB Y
SMOPUMOHOB U
B3POC/IbIX, MOBbILLAA
NepCrneKTUBLI
neyeHumsa m
NPOPUNAKTUKN
3abo51eBaHUN.

2.

STnYyeckmne bapbepbl
CBA3aHbl C

BMelLlaTe/IbCTBOM B
3apoablLueByYHO TMHUNIO
N PUCKOM CO30aHUNS
TaK HAa3blBaeMblX
«ON3aNHEPCKUX
oeTem», YTo Bbl3blBaeT
oraceHuMsa no nosoay
reHeTUYEeCKOro
HepaBEHCTBA.

CyLLECTBYIOT PUCKU
HenpeaBUOEHHbBIX U3BMEHEHUIN U
OONTTOCPOYHbIX 9PPEKTOB, KOTOPbLIE
MOryT MOBIMATb HA rEHOPOHA,
OyayLLMX MOKOSIEHMM U BbI3BATb
HeXXeaTenbHble MoceacTBUS.

MeayHapoaHble
KOMUCCUIN OOMYyCKatoT
pedaKTMpoBaHMe
SMOPUNOHOB NNLLDL MNP
OTCYTCTBUW aJIbTEPHATUB,
noayvyepKmMBad
HEOOBXOAMMOCTb CTPOroro
perynmpoBaHma u
MOHUTOPUHIA TaKMX

npoLenyp.




DTC-TecTbl NO3BONAOT
rpakxgaHaM CaMOCTOATENbHO
MnosiydaTb MHPOPMALMIO O
CBOUX F’EHETUYECKUX PUCKAX
6e3 obpalleHna K Bpady, 4To
yBenmymBaeT
oCcCBeOM/TIEHHOCTbL O
30pP0OBbE.

2.

OOHaKO OTCYTCTBUE
MeOUNLUMHCKOW
MHTepnpeTaumm u
BO3MOXXHbI€ OLLMOKMU
NPUBOOAT K HEBEPHOM
caMoOMarHOCTUKeE U
N3NNLWHEMY BECMOKOMNCTBY Y
nosib3oBaTeneu.

3.

PocT pblHKa DTC-reHeTUKM
COMPOBOXOAEeTCA PUCKAMU
YTEUKUM MNYHbIX OaHHbIX U
TpebyeT yCUneHMna KOHTPOS
a4 3aWUThl
KOHPUOEHUMANTbHOCTU U
npaB notpedutenen.




[eHeTn4YecKoe KOHCy/1bTUpoBaHMUe:

noaaepXKa

N MHPOpPpMaLLUA

Ob6ecne4vyeHue
MHPOPMUPOBAHHOIO BblI6Opa

[eHeTUYeCKMne KOHCYTbTaHTbl MOMOratoT
NnaumMeHTaM NoHATb CYyTb HAaCNeOCTBEHHbIX
3a60/1eBaHNM N BO3MOXHbIE PUCKU. DTO
noaaep»XMBaeT OCO3HaHHOE MPUHATHNE
PEeLUEHNIN C YYETOM STUUECKUX U NTUYHbIX
aCMeKToB.

' :
g b i

Pa6oTta ¢ SMOLMOHAaNbHbIMU U
coLManibHbIMM BONpocamMm

KOHCyJ'Ile/IpOBaHl/Ie BKJTIKOHaET
NCNXONIOIrMYeCKYHO rnogaep>ky, rroMoraeT
MnauneHTaM M CeMbdAM CIrpaBUNTbCH C
TpeBOFOVI N CITOXXHOCTAMU, CBA3AHHbIMIA C
pe3y/ibTaTaMM NI’eHETNHECKNX TECTOB.

i @*«V w{_x

MeXxauncumninHapHbIX noaxon,
B NMpPaKTUKe

OnbIT MOKa3bIBaET, UTO KOMaHObl 13 Bpaqeﬁl,
MNCHNXOos10roB M KOPMNCTOB obecrneymBatoT
KOMTIINMeEKCHOE ColrpoBoOoXaeHume,
CI'IOCO6CTByF| STMHHOMY N KOMTIETEHTHOMY
o6cny>+<v|Ba|—|mo MnauneHTOB.



f[TeHeTUn4YeckKkue AaHHbIe aeTen:
3TUYECKUe U riopuamnyecKme acneKrbl

TecTnpoBaHMe oeten TpebyeT
OCOBOOM OCTOPOXKHOCTU, TaK KaK
CKa3blBaeTcqd Ha UxX byayLlemn
aBTOHOMWU M NpaBe Bbibopa B
3pe/iloM BO3pacTe.

[To Mepe B3pocneHna getemn
Ba)XHO MOCTEMNeHHO
MHDOPMUMPOBATb UX O
pe3ynbraTax M 0COBeHHOCTAX
reHeTUYeCKOro cTaTyca,
noanep»xXmBad
MCUXONOrMYecKyo aganTaLuio.




dTUNYEeCKHue Bbi30Bbl: CTUrMAaTU3aLUMUAa U
COLaJIibHaA NoaoAaepPIXKa NallMeHTOB

. Jltoon c . Heobxoaunmbl Mepbl . [logoep)Xka ceMen um

HacneaCcTBEHHbIMU UK MHKTFO3MBHOCTMU, NaunMeHToB Yepes
peoKnNMU HamnpaBAeHHble Ha coumanbHble Cy)XObl U
reHeTUYECKNMMU MHTErpPaLMIo MaumMeHToB 6naroTBOpuUTENbHbIE
3a60/1€BaHNAMM YaCTO B OOLLECTBO, @ TaKXKe opraHmM3aunm
CTa/IKMBAtOTCA C obpa3oBaTeSibHblE CMoOCoOOCTBYET
npenB3aTbiM NporpaMMbl AN CHUMXKEHUIO
OTHOLWIEHWMEM U 60pPbObl C MUDaAMU U CTUIrMaTM3aLmMm U
coLuManbHOM npenpaccygkamMu. POPMUMPOBAHUIO
N309LUMEN, YTO TOJIEPAHTHOIO
ycyryonaet npobnembl obLlecTBa.

300P0BbA U MCUXUNKMN.




[Tpeyn3amoHHada
MednLMHa OTKPbIBAET
HOBbI€ TOPU30HTHI B
NepcoHaIM3nNpPOBaAHHO
M neyeHunmn, onmpasachb
Ha nHOMBUMAOYyalbHble
reHeTndyeckume
OCOBEHHOCTU
NnaLMeHTOB.

2.

MaccoBbI CKPUHWHT
N ONOBAHKUHT
npenocTaBNatoT
OrPOMHbIE AaHHbIE,
TpebyroLwme CTPOormx
HOPM
KOHPUOEHLMANTbHOCTH
M NpenoTBpaLleHns
310ynoTpebneHmnn.

NoeHTndPmMKaumsa nnyHocTm no AHK
NopOXXOaeT BOMPOChbl aHOHUMHOCTU U
NpaBa Ha YaCTHYIO YXU3Hb B YCITOBUAX
PA3BUTUA TEXHOOI NI

PaACMNO3HaBaHWMA OaHHDbIX.

[TpMeHeHMe
MCKYCCTBEHHOTIO
MHTENNEKTa MOPOXKOAET
aTUYecKme npobremo,
CBA3aHHbIe C
MHTepnpeTaumemn
reHeTNYeCcKou
MHPOPMaLNN U
BO3MOYXHbIM

MCKa)XeEHMEM PEe3Y/1bTaTOB.




bnoaTnyeckKkue npuHUMnNbl B
MeaAULMHCKOMU reHeTuke

[MPUMHLMN aBTOHOMMM
yBaXXaeT cBob6oay BbI6OPaA
NaLMeHTa, rapaHTMpysa
NpPaBoO NMPUMHMMaTL peLleHnd
Ha OCHOBE MOSTHOWM U
MOHATHOW MHPOPMALLMN.

[MToMHUWMM CcripaBed/IMBOCTU
TpebyeT paBHOMo AOCTyMNa K
reHeTUYEeCKMM
obc1egoBaHMAaM UM JIeYEeHU IO
BHE 3aBNCUMOCTU OT
COLUMANTbHOIO NMONOYEeHWS
NN PUHAHCOBbIX
BO3MOXXHOCTEMWN.




dTUUYEeCcKue oCHOBDI
MeaAULUHDbI byayuiero

OTMKa MeaNLUMNHCKOM MreHETUKM GOPMUMPYET OCHOBY OTBETCTBEHHOIO
obpalleHna c MHbopMaL e, obecnedymBas 3aLlLMNTY MNpPaB N PaBEHCTBO,
YTO KPUTUYHO O/19 YCTOMYMBOIO Nporpecca 340aBoOoOXpaHEHUS.




