R —

[eHeTUKa n 300poOBbeE YesTIOBEeKa: 0630p
K/1IOYEBbIX TEM YPOKa

[eHbl POPMUPYIOT 300PO0BbLE, @ MOHVMaHMe
acneacTBEeHHOCTM NoOMOraeT NpeaynpexxaaTb 601e3HN.



OT MeHpenda K reHOMYy 4yesfioBeKa

OT onblTOB MeHaensa 00 paclunPpoOBKM reHoOMa
HenoBeKa HaykKa nokasana, Kak nepenaroTcd
MPU3HAKM 1 NMoYeMY BO3HUKAIOT 6OMNE3HM.
Ctpyktypa OHK, oTKpbITaa B 1953 roay, v NpoekKT
«[eHOM YenoBeka» caefiajiv BO3MOXXHOM
NepCcoOHaANU3NPOBaHHYIO MeOUNLUHY.




OCHOBHbI€ NMOHATUSA: NreHbl, FreHOM, MyTaLlUM

MyTauma — nobdoe ycTtondmpoe

[eH — 370 yyacToK JHK, HecyLumnm [eHOM — MoJ1HAa COBOKYMHOCTb n3IMeHeHme nocnepoBatenibHocTK AHK,
MHCTPYKLIMIO O19 CUHTE3a 6enka nnm HacneacTBEHHOM MHPOPMALIMKU KOTOPOE MOXET nepenaBaTbcsa
PYHKLMOHanbHoOM PHK; yepes OpraHm3Ma, TO eCTb BECb Habop ero MOTOMKaM M MHOrga CyLwecTBeHHO
SKCMpeccuto reHoB 3Ta MHPopMaLma IHHK BMecTe ¢ reHaMM 1 ydacTKaMu, MEHATb PEHOTUM, TO ECTb
npeBpaLlaeTca B NpPMU3HaKM opraHmM3mMa KOTOpPble Y4aCTBYIOT B perynaunm mx HabtoJaeMble CBOMCTBA Ye/10BEKQ,

N perynmpyeT paboTy KIeToK. PaboTbl M HacIegoBaHMA MPU3HAKOB. BK/tOYAd 300P0OBbEe N pPa3BUTUE
opraHmMama.




[eHeTUYecKue 3a6on1eBaHUA: KNnaccuPmKaLuma n YacToTa

MoHOreHHble 601e3HM CBA3aHbl C U3BMEHEHMEM OOHOIO
reHa; OHM XOPOLLO MOAOATCA NreHETUYECKOMY aHanmsy.
[MorMepbl — CepPnNoOBUOHOKIETOYHAA aHEMMA N KMCTO3HbIN
dMbPO3, roe HapyLleHne ogHoOro 6enKa Bbl3biBaeT
BblpaKeHHbl€ CUMMTOMbI.

MHoropakTopHble 601e3HM GOPMUMPYIOTCA NPU COYETaHNIU
HacneaCcTBEHHOM MpPepacrnoNOXeHHOCTM N PaKTOPOB
cpenbl. Tak pa3BMBAtOTCA AMABET 2 TMMNa U aTEPOCKIePO3,
roe o6pa3 XM3HM 3aMEeTHO BIMNAET Ha PUCK.

XPOMOCOMHble 3a601eBaHNA BO3SHUKAOT M3-3a NTNLLHMKX,
HeO4OCTaLWMX NTU MePEeCTPOEHHbIX XPOMOCOM. ['pu
cCnHOpoMe [layHa nmuwHaga 21-a XpoMocoMa BNNFET Ha
Pa3BUTMNE OPraHM3Ma M COMPOBOXOAETCA XapaKTepPHbIMK
KIMMHNYECKMMIN MPU3HaAKaMN.

Mo oueHkam BO3, BpoyXOEHHble 601e3HM BbIABAAKOTCA Y 2—
3% HOBOPOXKOEHHDbIX, HO YAaCTOTa CUTbHO Pa3/IMYaEeTCH
MeXay CTpaHaMmM 1 NnonynaunamMm. Ha a1o BAMAIOT
CKPUHWHTI, MegunuUMHa U reHeTn4yecKasa CTPYKTypa
HaceneHusa.




99,9%

Hebonblaa gona pasnmndmm B JHK

onpenenaeT BHELHOCTb, OOMeH BeLLeCTB, reHOMa y pa3H blx ,rl loneﬁ

PUCK BonesHen 1 peakL Mo Ha fleKapcTBa.

coBMaaaloT

NHGRI (National Human Genome Research Institute)




Buabl MyTaLMM U X NOCNeaAcTBUA

Toye4yHaa MyTauud

MeHgaeTca ogHa napa OCHOBAHUIM, N 3TO MOXXET U3MEHUTb OOHY
aMUWHOKMCOTY B 6enKe. KnaccnyeckmnMm npnMep — ceprnoBMOHOKIETOUHAA
aHeMu4, cBA3aHHaa C 3aMeHOM B reHe remMormiobumHa.

HNeneuunqa

YyacTtok [ HK BbiNnagaeT, MO3TOMY MreH UK ero YacTb NepecTaeT paboTaThb.
TaK pasBMBaeTCa MyKOBUCLMOO03 npu geneynm B reHe CFTR; KpynHble
aeneummn Bbi3biBAtOT M Bonee TAXKENble CUHOPOMbI.

Odynnukauua

PdparMeHT XpOMOCOMbI YABaMBAETCH, N KOMUW reHa CTaHOBUTCA 6onblLue
HOPMbI. 9TO HApPYLUAET O03UPOBKY OE/KOB, @ MHOrOAa CO34a€ET Chblpbé A4
3BOMOUMNM HOBbIX GYHKLINI.

NHBepcuUa

Yyactok [HK pa3BopaymBaeTca Ha 180 rpagycoB 1 BCTpamBaeTca 06paTHO
B XpOMOCOMY. ECiiv pa3pblB 3aTparmMBaeT BaXKHbIM FreH, ero paboTa
HapyLlaeTcs, daXke ecnin konmyecTso AHK He MeHgeTcq.

TpaHcnokauusa

CDpaFMeHT nepemMellaeTcd Mexay XpoMoCcoMaMM, HTO MOXKET Pa3pbliBaTb
NreHbl M1 MEHATb X Peryndaunto. Mono6Hble I'IepeCTpOl;IKl/l BCTPEYHAKOTCA U
B HacnegCTBEeHHbIX CMHOPOMaX, N NP HEKOTOPbIX ONMYXOJ/19X.




OCHOBHbI€ 3aKOHOMEPHOCTU HacleaoBaHUSA
3a60n1eBaHUN

[Mpn ayTOCOMHO-OOMWHAHTHOM HacegoBaHMM 601e3H MU
OOCTAaTOYHO OOHOIro MyTaHTHOIO annend. Ecnm ogunH poaunTenb
reTepo3nroTeH, a BTOPOWM 300P0B, PUCK O/ Ka)XO0oro pebéHka
0Obl4HO cocTaBnaeT 50%; npmnmMep — 60n1e3Hb XaHTUHITOHaA.

AYyTOCOMHO-pPELIECCMBHbIE BOTE3HU MPOABNAIOTCA TOSTbKO MPU OBYX
MYTaHTHbIX annensax. Y OByx HOCUTENeM BEPOATHOCTb POXOEHNS
6ONbHOIro pebéHkKa paBHa 25%, a reTepPo3nMroTHOro HoCUTeNa —
50%; npumMep — PEHUNTTKETOHYPUS.

[Mpon cuenIeHHOM C NoJSIOM HacnegoBaHUM OedEeKTHbIM MreH 4acTo
PACMONOYEH B X-XPOMOCOME, MO3TOMY MallbdMNKKM BONEetoT YaLle.
19 reModunnmm pmUcK 3aBUCUT OT TOro, ABNAETCA M MaTb
HOCUTENbHULEW.




Knaccundoumkauuma HacneacreBeHHbIX 3a601eBaHUM:
CpaBHUTENbHAadA Tabaumua

Tyn

Mpumep

YacTtoTta

MOHOIreHHble

CepI'IOBI/I,D,HOK]'IeTO‘-I Had aHEMUA

7-10/1000

XPOMOCOMHbIE

CuHpgpom JayHa

1-2/1000

MynbTUdakTopHble

CaxapHblii anabet 2 Tnna

3Ha4YnTEsIbHO BblLllE

BO3, 2023

CpaBHeHMe NoKa3bIBAET, YTO pa3Hble rpynmbl
HacneacTBeHHbIX 6ofIe3Hen oTInYatoTCS
MEeXaHM3MOM M YacTOTON. MHOorodakKTopHble
dopPMbl BCTpPeYatoTca 3HaYMNTEIbHO Yallle,
4YeM MOHOMeHHbIE N XPOMOCOMHDbIE.

MynbTrdaKTOpPHbIE 3a6oneBaHna Hanbonee
PacCnpPoOCTpPaHEeHbl; X PUCK OCOBEHHO
3aBUCUT OT BO3pacTa M GaKTOpOB cpebl.




Kak reHbl u cpena BMecTe GOpMUPYIOT 3A40pPOBbE

Korpa Bo3ayx ycunmBaeT
HacneacTBeHHbIU PUCK

Y pe6éHKa eCTb HacJieACTBeEHHad npenpacrioJlIooXeHHOCTb K
acTMe, HO BoJie3Hb MPOABJTIAETCH OCOOEHHO TAXXKeso B ropoae
C 3arpﬂ3HéHHblM BO34YXOM. BOobixaHMe yactuu, m
Pa3fpaxakowmXx BeleCTB MNoBbllLaeT BOCTraJieHNne
OblXaTeJIbHbIX I_IyTel;I, a Yy 4yBCTBUTEJIbHbIX netem CUMMATOMbI
BO3HMKAKOT PaHbLLUE N HYallle.

Tapernka, KoTopasd MeHAeT aKTUBHOCTb reHOB

[locne nsMeHeHnsa paymoHa B CEMbe HE MEHHAETCH
nocnegoBaTenbHOCTb JHK, HO MeHaeTca paboTa MHOMMX reHOB.
[MMTaTeNnbHble BELECTBA, M3ObITOK caxapa 1 aeduunt
BUTAaMMHOB MOTYT COABUIaTb SNMUIEHETUYECKME METKMU, BIMAA HA
OOMEH BeLLEeCTB U A0NTOCPOYHbIM pUCK 6one3sHen. Noatomy
OOWMHAKOBbLIV reHeTU4YeCcKnim GoH He BCceraa o3HavaeT
OOWNHAKOBbLIV Pe3ybTaT.

Ctpecc KakK PaKTop, KOTOPbIXA HENb31
UrHOPUPOBATb

XPOHUNYECKNI CTPECC HE CO3OAET HOBYIO MYTaLIMIO, HO
CMOCOBEH U3MEHUTb PEryNaLMIo FreHOB Yepes ropMOoHasbHble
N AMUreHeTn4YecKMe MexaHM3Mbl. 9TO MOMOraeT OObACHUTD,
no4yeMy y oaHUX Ntogen HacneacTBeHHas
MpenpacnoioXXeHHOCTb K 601e3HM peanmn3yeTcs ObiCTpee,

yem y Opyrmx.




CoBpeMeHHble MeToAbl UccnenoBaHUA reHEeTUYECKUX
HapyLUeHUW

a

nupP

[ToNMepasHaga LenHaga peakuma
MO3BOJI9ET MHOTOKPATHO
YBENUNYNTb HY>KHbIW yd4acTok [HK
M3 Manoro obpasuya. 1o
MOMOraeT ObICTPO OOGHAPY>KMBATb
MyTaLLMK, NOATBEPXKOaTb AMArHO3
M aHaNM3npoBaTb
Hac/lle4ACTBEHHbIE BapMaHThI.

p=4

CekBeHupoBaHue AIHK

MeTon onpenenaeTt
nocrnenoBaTebHOCTb
HYK1€O0TUOOB M BbIABAAET Aa)Ke
ToYyeyHble namMeHeHusa. OH
OCOBEeHHO BaykeH, korga 6one3Hb
MOXYXET ObITb Bbi3BaHa Pa3HbIMU
MyTaLMAMM B OOHOM M TOM XKe
reHe.

=

leHeTYecKue
MUKpPOYUNDbI

MUMKpPoOUMMnbl OOHOBPEMEHHO
MNPOBEPAOT MHOXECTBO
N3BECTHbIX BapmaHToB AHK.
Takow nogxon ynobeH ang
CKPUHWHIa, OLLEeHKMU
HOCUTENDbCTBA M MOUMCKA YacCTbIX
HacnegCcTBEHHbIX U3BMEHEHUI B
OOMbLUNX BbIOOPKAX.

BuonHdpopMaTmMKa

KoMMbloTePHbIVM aHanm3
noMoraeT o6paboTaTb OrPOMHbIe
MaCCUBbl FEHOMHbIX OaHHbIX U
CBA3aTb HaMOEHHbIE BapWaHTbl C
pUCKoM bonesHun. bnarogaps
3TOMY Bpay NosiydaeT OCHOBaHMe
ona paHHen NpPodPUNaKTUKN U
TOYHOIO MPOrHo3a.




MOHOreHHble 3a6051IeBaHUA: NpUMepbl U OCO6EHHOCTW

MoOHOreHHble 601e3HM BO3HUMKAOT N3-33
MyTaunMn B OOHOM IreHe N 4HacCTo lNnepedakoTCH
Mo K/ITaCCNHYeCKMM 3aKOHaM HacllieaoOBaHNYH,
K HUUM OTHOCHATCH CeplnoBMOHOK/TIETOYUHAH
dHEMUH, CIDeHVIJ'IKeTOHypl/Iﬂ N
MYKOBUNCUMNOO3, XOPOLWO OrNnmMCaHHbIE B
MeOdUNHE.

NX pacnpoCTpaHEHHOCTb COCTaBNAET
npuMmepHo 7-10 cnydaeB Ha 1000
HOBOPOXOEHHbIX, MO3TOMY pPaHHee
BbiABIE€HME OCOOEHHO BaXKHO B
HeOoHaTaNlbHOM CKPUHWHIE, OJ19 CEMEN C
OTAroweHHbIM aHaMHE30M U Fpynn purcka.

[eHeTn4YeCcKniM aHanms3 NomMoraeT
NnoOTBEPAUNTb AMArHo3, NogobpaTb OUETY,
NeKapCTBa M TaKTUKY HAbMOOEHWA, a TaKXKe
OLLEHUTb PUCK Nepenadm 6onesHu
MOTOMCTBY M HEOOBXOOMMOCTb
KOHCYNbTUPOBAHMA POOCTBEHHUMKOB Y
Bpaya-reHeTmKa.




MynbTUdaKTOpPHbIE 3a601€eBaHUA: FrEeHETUKA U cpeaa

MynbTUdaKToOpHblIe 60e3HM Pa3BMBAOTCA HE M3-3a OQHOro gedekKTa, a
KaK pe3yfibTaT HAaKOMIEHHOIO BIIMAHNA MHOTMX FrEHOB, MO3TOMY UX
MNPOoaBIEHMA 0ObIYHO 3aBUCAT OT COMETAaHUA HAaCNEeOCTBEHHOCTU U
obpa3a XKU3HW.

K ymcny Takmx 3aboneBaHmiM OTHOCAT caxapHbi gnabeT 2 Tmna,
rMMNEePTOHUIO N aTEPOCKIEPO03; OHM YAaCTO GOPMUPYIOTCA MOCTEMNEHHO U
MOTYT ONro NpoTeKaTb 6e3 Bblpa)XeHHbIX CUMMTOMOB.

[MnTaHne, PUsmyeckasa akTUBHOCTb, XPOHUYECKNI CTPECC, COH U
BO30EeMNCTBME TOKCMHOB CMOCOBHbI YCUTMBATb UM OCNabnaTb PUCK,
M3MEeHAa BEPOATHOCTb 3aMycka 60ne3Hun ga)ke Npu HacneacTBeHHOM
NPenPacnonoXXeHHOCTM B Oa/lbHENLLEM CYLLIECTBEHHO.

IMEHHO MO3TOMY NMPodUNaKTMKa 30eCb ONMpPaeTca Ha 340PO0Bble
MPUBbIYKM: KOHTPOb Macchl Tena, PerynsapHblie Harpy3Ku, CHMXKeHune
CcTpecca M 0TKa3 OT GaKTOPOB, YCKOPALLMX COCYANCTbIE N OBMEHHble
HapyLleHuna.




[eHeTUYEeCKUN NONTIMMOPDU3M U ero 3HaYEeHUe

[eHeTUnYeCcKMM NoTIMMoOPPU3IM — 3TO
CyLLeCcTBOBaHMe B Nonynaumm
HECKOJIbKMX BapMaHTOB OOHOIO reHa;
TakuMe pasnmyma He aBN9oTCS
601e3Hbto, HO CO3aatoT
MHOMBUOYaNbHble OCOBEHHOCTU
CTPOEHUSA M PaboTbl OpraHM3aMa.

OHM BIMNAIOT Ha peaKL Mo Ha
NleKapCcTBa, BOCMPUMMMUMBOCTDL K
MHPEKLIMAM N OOMEH BELLECTB,
MO3TOMY OAMH M TOT YKe npenapaTt Uimu
PEXUM MUTAHUA MOXKET OENCTBOBATL
Ha Ntogen no-pasHoMmy.

Knaccumyeckme npmMepbl — BapUaHTh
reHa MAOA, cBg93aHHbIe C
OCOBOEHHOCTAMMU perynaumm
noBeneHma, U red PTC, onpenensatowmm
CMOCOOHOCTb YyBCTBOBATb FOpeYb
deHnNTnoKapbammaa B y4ebHbIX
nmcecrnegoBaHMax.




Kno4yeBble MeXaHU3Mbl SaNMUFreHETUKU

MeTunuposaHue JHK

Job6aBneHmne MeTunbHbIX rpynn K JIHK 06bl4HO CHUMXKaET
aKTUBHOCTb MeHa, He MeHAa ero nocs1egoBaTeNbHOCTb. TaKoOW
MeXaHWM3M MOMOraeT KJ1IeTKaM «BKJ/TKoYaTb» U «BbIK/1HOYATb»
HY>XHble MPOrpaMMbl PasBUTUAG B pPa3Hble Nepmnogbl.

Moavndumnkaumm ruCToHoB

I3MeHeHne 6eKOB-T’MCTOHOB MEHSAET YMaKoBKY XPOMaTUHa:
OOHW YyYaCTKM CTAHOBATCA OOCTyNHee O/19 CYUTbIBaHUA, Apyrme —
MeHee aKTUBHbIMU. DTO BaXXHO 419 pOCTa, AndPepeHLMPOBKN U
OTBETa Ha CTpecc.

Ponb MUKpOPHK

MunkKpoPHK MoryT nogaBndaTb CMHTE3 6efIKOB, a NMUTaHue,
TOKCUHbI U OINTENbHbIN CTPECC CNOCOOHbI MEHATb UX PabOTY.
[TO3TOMY anureHeTnyeckme a3pPeKTbl HEPEOKO COXPAHAOTCA
OOJIro Nnocse Bo30encTBumg.




lfeHeTUYecKUue PpaKTopbl PUCKA U OHKOJNTOMrNYeCcKue
3a6oneBaHuUA

[Mow HacneOcTBEHHOW NpenpacrnofioXeHHOCTU B KeTKax
HaKanIMBaTCa M3MEeHEeHMa, KOTOPble MOBbILLAOT
BEPOATHOCTb 3/TOKaYeCTBEHHOIO NepepoOXKAeHUS; PUCK
BO3pacTaeT He Y BceX, a TOSIbKO Mpwn coveTaHMnm
HECKOTbKMX BUONTOrMYEeCKMX YCIOBUN.

CeMeNHbIM ageHOMaTO3HbIM MOMMO3 NMOKa3blBaeT, KaK
oHa HacneacTBeHHaa olMbKa MOYKET Pe3KO NOBbICUTb
OHKOIOTMYECKUNI pUCK; 6e3 HabntogeHMa OH MPUBOOUT K
MHOXECTBEHHbIM MOoNMnamM KMLeYyHnKa n Tpebyet
PAHHEro KOHTPONA.

CuHOopoM JTn-OpayMeHm cBA3aH € MyTaumen TP53, a
HacNeOcTBEHHbIM PaK MOJTOYHOW efle3bl M ANYHUNKOB — C
namMeHeHnamMmm BRCAI 1 BRCA2Z, HapyLwalWMMM KOHTPOS1b
OeneHna M pocTa KNEeTOK.

1o oueHKaM, okono 5-10% OHKOMOrMYeCcKmMx 3aboneBaHmMm
MMEIOT FEHETUYECKYIO MPEaPaACnONOXEHHOCTb, MO3TOMY
CEMEWHbIN aHaMHE3 N MOJIEKYNAPHOE TECTUPOBaAHME
MOMOratOT BbIABUTb MPYMMbl MOBbILLEHHOIO PMCKaA Ha
paHHeM 3Tane.




daKTOopbI HacneaACcTBEHHON MMMYHHOM perynaummm

O

f[eHbl UMMYHHOIO
oTBEeTa

KomMmnnekc HLA, reHbl
MMMYHOIMOBYNMHOB, LUMTOKNHOB
N PELENTOPOB ONPenenaroT, KaK
OpPraHM3M pPacrno3HaeT
Uy>KepoOHble CTPYKTYPbI A
KOOpPOANHUMPYET MUMMYHHbIV OTBET
Ha MHPEKLMN 1N NMOBPEXXOEHUS
BHYTPEHHEW Ccpeabl.

a0

HacnencrBeHHble
MMMYHoaePpUnLUTbI

HacnegcrBeHHble OedeKThl
OTOENbHbIX 3BEHbEB MMMYHUTETA
MOIYT BbI3bIBaTb TAXESblE
MMMYHOOEDUUMTBI, BKTOYAS
SCID, npwn KOTOPbIX OpPraHmn3m
OCOBEHHO YA3BMM K MOBTOPHbIM
M OMACHbIM MHPEKLIMAM C
paHHero OeTcraa.

AYyTOMMMYHHbIE
HapyLueHus

N36bITOUYHAA UM OLLMOOYHAYS
aKTUBaALMA MMMYHHbIX TeEHOB
MOBbILLUAET PUCK aYTOMMMYHHbIX
3abosieBaHMIM, TaKMX KakK
CMCTEMHAa KpacHaa Bo4YaHKa U
caxapHbiM gnabeT 1 TMNa, Y
NpPeapPacrnonoOXXeHHbIX TIoOeWN.

Q

OunarHoctTukKka m
CKPUWUHUHTI

AHanNM3 HacneaCTBEeHHbIX
BapMaHTOB NMOMOIaeT YTOYHUTb
OMarHo3, OLeHUTb PUCK A9
POACTBEHHUKOB U MCMOIb30BaTb
CKPUHWHI TaM, rae paHHee
BbliB/IeHWE CYLLECTBEHHO MeHaeT
MPOrHO3 e4YeHns B ByayLeMm.




TOUYKMN poCTa NepcoHaInN3InpoBaHHOU MeAULLUNHDI

TapreTHoe ne4yeHue

JleyeHune nogbupatoT MO MOMEeKyNaPHbIM OCOBEHHOCTAM
OMyXOnn, YTOObl BO3OEMCTBOBATb HA KOHKPETHYO MULLEHDb U

YMEHbLLUNTb BAMAHWE Ha 300PO0Bble TKaHW. DTO MOBbILLIAET
TOYHOCTb TEPANMM B paae CrlyYaes.

dapMaKoreHeTU4eCKUM nopoop

[eHeTnYeCcKMe pasninymga BAMGIKOT Ha TO, KaK OpraHm13M ycBamBaeT
1 0Oe3BpPEXXMBAET IEKAPCTBA, MO3TOMY aHa/lM3 reHOB MOMOraeT
BblOMPaTb 003y N N36eraTtb NMLLHMX MOBOYHbIX 3PPEKTOB MPU
ONNTENTbHOM MPUEME.

KnnHunyeckasa noJsib3a

[MprMepOoM CNYXUT TpacTy3yMab npun HER2-nonoXXutenbHOM
paKe MOMOYHOW »ere3bl: npenapaTt 3PekKTMBEH MUMEHHO Y
MaLMEeHTOB C COOTBETCTBYOLLLEN OUOMULLEHBIO M MOAOEPXKMBAET
MNepPCOHaANMN3NPOBAHHbLIM MOAXOO K NeYEHNIO B OHKOMOTNI.




NMopaaoOK FreHETUYECKOro KOHCy1bTUPOBaHUSA

MHTepnpeTauma un

C60p ceMeUHOro aHaMHesa peKoOMeHaauunm

feHeTUYeCcKoe TeCcTUupoBaHue
CneumanmcT BblACHAET 3ab601eBaHNg Y CeMbe OObACHAIOT pe3yrbraThl,

POAOCTBEHHWMKOB, BO3PaCT UX NMOABJIEHUNA U [1TO MOKa3zaHMAM MNPOBOOAT aHAJTN3 NHK, o6cy>1<ﬂa+oT BapWMaHTDbI Ha6J'II-O,EI,eHl/I‘FI,
MNOBTOPHEMOCTb CllyHdaeB B CEMbE, YTOODI KOTOprl;I YTOUHAET HaJllIM4YMne MyTaLI,l/H;I, I_IpOCI)l/IﬂaKTl/I KU U MNNaHNPOBaAaHWMA
OLLEHUNTb BO3MOXHbIW XapaKTep NnoMoraeT rogrsepntb oNarHO3 1 6epeMeHHOCTl/l, YTOODI peleHnH
Hac/1ieoOBaHNA M BblOEJINTb (baKTOpr onpenesintb BEPOATHOCTb Nnepenaydm NEMHMMarimMcb OCO3HaHHO N Ha OCHOBE
PUNCKa. NMPEPMN3HaAKa OETAM. Hay4HbIX OaHHbIX.




IdTNYECKHMNEe m npaBoBbIE€ aClNeKTbl NeHeTnkm e MmeamumHe

[eHeTnYecKoe TeCTUPOBaHME OO/MHKHO OCTaBaTbCA 00OPOBObHbIM:
YesIoBEK MMEET MpaBo NMOHMMATb Leflb MccnegoBaHms, BO3SMOXHbIE
nocnencTBma N 0ObeEM CcBeaeHMM, KOTopble ByayT Mony4YeHbl O ero
300P0OBbe N POOCTBEHHUMKAX.

He MeHee BaXXHbl MPUMBATHOCTb M 3aLLMTa OT AUCKPUMUMHAL MK,
YTOObI JaHHbIE O HAacNeaCTBEHHbIX PUCKaX HE NCITOJIb30OBaJ1NCb
MNPEOTUMB MNMauneHTa B O6pa3OBaHl/Il/l, pr,EI,OyCTpOPICTBe NI
CTpaxoBaHWW, 5TO HEOOINyCTUMO.

MexxayHapoaHble OOKYMEHTbl M HaLMOHabHble HOPMbI 3a0at0T
PAaMKWM OTBETCTBEHHOIO MPUMEHEHUA reHeTn4Yeckom nHpopMaLmu;
B Poccum ob6cyKgatoTca BOMPOChI XPaHEHWA OaHHbIX,
MHPOPMUNPOBAHHOIO COMMacma M OBLLLECTBEHHOIO KOHTPOMS.




[eHeTnKa MeHdeT
MeaAULIMHY Y)XXe ceroaHs

[eHeTnKa yrke BNmMaeT Ha NPodUNaKTUKY, AMAarHOCTUKY U
neyeHue, a eé 3HaHUg NoMoratoT NPUHMMaTb
0H60OCHOBaHHbIE pelleHnsa o 300PpoBbe. YeM Bbille
bunonormyeckasa rpaMoTHOCTb, TEM OTBETCTBEHHEee byaylilee

MegunLMHbI 1 ObLLLEeCTBa.




