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NMNPOrPAMMA
«[eHeTn4yeckoe 3.u,oposbe
PAaboOTHUKOB U X CEMEU»




PA3SBUTUE KOMITAHUU

2018

Co3paHue
KOMMaHUu

10 cekBeHaToOpOB,

B T.4Y. ABa

2019
BHeppeHue
nporpamm
reHeTU4YeCKoOro

TecTUpoBaHuUd
6epeMeHHbIX
(HUMOT)

CTtaHuusda

aBTOMaTU3UPOBaAHHOMN
npo6onoaroToBKU
MGI SP960

MGI DNBSEQ-T7RS

\ /m:

2020

BHeppeHuMe
nporpamm
reHeTU4YeCKoOro
300pOBbSA

Ha ocHoBe
NnofiIHOreHoMHoro
CeKBeHUpoBaHUA

T

7

JlTabopaTtopHada
IT cucrtema

2021

OpdaHHble
3aboneBaHusa

OHKOIreHeTUKa

2025

2024
HUNOT
Mepycnyra

nrr

TapreTHble
naHenum

CucteMa aHanmsa reHoma

c anemMeHTamm N

EV(DGEN
4 — nOKTOpPa HaykK, npodeccopa
12 - KaHAMAATOB HayK

BbinonHeHo 6onee 100 000
reHeTUYeCKMX uccnegoBaHmm

Co3pgaHa cucTteMa 3almThbl
nepcoHasibHbIX OAaHHbIX

CdopmMupoBaHa 6a3a gaHHbIX —
35 000 reHoMoOB

CoopmMupoBaHa coBpeMeHHas
na6opaTtopHasa niatdpopma

-~ lz

-

Brno6aHk — 100 000 o6pa3uoB



HAMNPABJIEHUA OEATE/IbHOCTU

MEAULIMHCKAA HAYYHAA OBPA3OBATEJIbHAA

UCCJTEOOBAHNYA
‘ NOMHONEHOMHOE UCCNEOQOBAHWUE AJ19 300POBbIX OETEN U B3POC/IbIX
A ° NMONMHOrEHOMHOE UCCITEQOBAHUE /19 OHKOBOJIbHbIX

MOTHONrEHOMHOE UCCNEOQOBAHUE O/19 OETEN C HACJIEQOCTBEHHbIMN,
B T.4. OPOAHHbIMU, SABOJTIEBAHUAMU N YJTTIEHOB X CEMEW

HEMHBA3MBHOE NPEHATAJIbHOE TECTUPOBAHWE Y BEPEMEHHDbIX

EV(3)GEN



FreHeTUMUYECKOE 3A0pPOBbE
yenoBeka
COCTOAHUMNE 300pPOBbA YeJT1OBEKa,

onpepgendemMoe ero
reHeTUYEeCKMMUMN OCOBEeHHOCTAMM

n X BJIMAHNEM Ha CI)VI3VIL—IeCKOe,

MCUXNYECKoe 1N PenpoayKTUBHOE
6naronosiydme, a Tak>Ke Ha
CMOCOBHOCTb K apganTaLumm K
BHELUHMM YCOBUAM U CTpeccaM

,/&

- CaMaq 6(v1bIJJaFI nepcoHainanpoBaHHaad KHUIra
(B AHK 3,2 MApAa|Map HyKNeoTnaos=— 3T0 3MNH cTpaHny A4, 300M B
CpaBHEHWNU C BbICOTOU OCTaHKT/IHCKO\lZ 6awH - 540m)



FTEHETUYMECKOE 300OPOBbE PAEOTHUKOB
EV(DGEN

MonHoreHoMHoe N BUoXMMmnYeckKme ncenengoBaHmd, aHketTnmpoBsaHue

BbiaBneHmne reHeTU4YECKMX PUCKOB pPa3BUTUA 3aboneBaHn U NMPMN3HAKOB UX NMPOABI1IEHUNA

. CTtpaxoBble
PaboTtopaTtenb <« Mporpammbl: OMC, IMC, KopnopaTUBHbIE — opraHM3aLm
MegouumHckue Hay4Hble Ob6pa3oBaTefibHble

opraHmMsaumnm opraHmsaumnm opraHmsaumnum



FEHETUYECKOE 3[JOPOBbE CEMbMU EV(3)GEN

MnaHMpoBaHMe poXKaeHUa pebeHKa

KoHcynbTauma Bpadva-reHeTUKa

NHPpopMUpoBaHHbIN BbIGop 6epeMeHHOM NHPOopMUpPOBaHHbIN BbIGOp ceEMbU
MnaHMpoBaHUE M TaKTUKa BeaeHna 6epeMeHHOCTU MnaHnpoBaHUe 6epeMeHHOCTU

! !

PoxaoeHue pebeHka



PABOTHUK UJTN YJ1IEH CEMbW/ MNMOJTYHAET EV(DGEN

MepcoHanM3npoBaHHbIN

KoHcynbTauusa Bpadya-reHeTUKa Mo pe3ynbTaTaM nccnepoBaHuda
reHeTU4YeCKMM otyeT

¢ dopMMpoBaHUEM MEAULIUHCKOIO 3aK/104YeHUA U
nepcoHanusnpoBaHHOM NpPorpaMMbl NPOoPUNaKTUKN
U MOHUTOPUHI UX peanusaumm

JINYHBbIN KabUHET Ha canTe KoOMNaHuUu
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B Ccny4yae BbidB/IeHHOIo reHeTnu4eCcKoro
PUCKa pa3BUTUA 3/10Ka4YeCTBEHHOM

FeHoOM Ha undpoBOM HOocUTESe, BOCTYMHbIN
ANa nepeaHanmsa B ciiy4dae nosiBlieHus
HOBOM MHPOPMaLUU

runepTepMmUU BblgaeTca KapTouka U 6pacneTr
ons nHpopMUpoBaHUA Bpaya npu Bbibope
npenapaTta ansa o6e36onmBaHmna
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CTPYKTYPA TEHETUYECKOIO OTHETA EV(

HACNEACTBEHHBIE
3ABOJIEBAHUA

HYTPUTEHETUKA

CEPOEYHO-COCYAUCTDLIE
3ABOJIEBAHUA

HACNEACTBEHHbIE OMNYXOJIEBbLIE
CUHOPOMBbI

MHENMK €VdTO

N NLODOHHIGOD0 ANHOIhNILIHA

CIMNOPT N KPACOTA

®APMAKOIEHETUKA |

r’EHETUKA B

MYNbTUDGAKTOPHbIE NOBCEAHEBHOW XXU3HU

3ABOJIEBAHUA

KOPOHOBUPYCHAA
MHOEKLIUA

FrEHETUKA

NMPOUCXOXOEHUA

FT’EHETUMECKUWE OCOBEHHOCTMWN,
MMEIOWUNE KITMHNYECKOE

3HAYEHUE

NMPOD®ECCUOHAIBbHbIE
3ABOJIEBAHUA




NMEPCOHATMU3NPOBAHHDIE NMPOITrPAMMDI EV(DGEN
MPOOUNTAKTUKUN TEHETUHECKNX PUCKOB (DG

UHaouBMAyanbHbIXM anropmtMm obcnenoBaHusa (MeTogbl M YacToTa), pa3paboTaHHbIN

Ha OCHOB€ KITMHUNYEeCKUNX peKOMeH.u,auMﬁ, pe3ynbTatoB NOJIHOreHOMHOIro CeKBeHMNpoBaHuA,
OMOXNMUNYECKUX UCCieaoBaHNN U dHKeTnpoBaHUMA

MynbTudaKkTopHbie 3aboneBaHus:
OXXUpeHMe, caxapHblv anabeTt

2 Tmna.

PekoMeHaauum no 300poBOMYy
06pasy XU3Hu

HocutenbcTBO HacneacTBEHHbIX
OnyXoJieBbIX CUHAPOMOB: paK
MOJIOHYHOWM YXesfe3bl, paK NpocTaThl,
KOJTIOpEeKTaNbHbIN paK

PUCK pa3BUTUA HAacneOCTBEHHbIX
cepaevYHOo-CoCyaAnUCTbIX
3a6oneBaHUM B T.4U. BHE3aMHOM
cepoe4yHon cMepTn (TPoM60O3bI,
apUTMMUKN, KapanomMmonaTmm)

HocutenbcTBO

HacnencTBeHHbIX 3aboneBaHUM
ONa paboTHUKOB, NNAaHUPYOLWKMX
poXxaeHune pebeHKa

MOHUTOPUHI peanmnsaumm nepcoHarn3npoBaHHbIX NporpaMM No OHKOPUCKaM

23% 28% 6%

cnenyrT peKoMeHaauunam, nAAaHNPYIOT co6bnopatb C ANarHoCctnpoBaHHbIMU HOB006p§3OBaHMﬂMVI no pe3ysibTaTaM
npoxoaodTt obcnepoBaHusa peKoMeHaauunm pPeKOMeHOOBaHHbIX chnenosava, Ha4yaTo s1e4yeHUne



CTPYKTYPA HAYYHOIO OTYETA O FTEHETUMECKOM EV(DGEN

340POBbE PABEOTHUKOB U X CEMEW

. 244

Mepguko-gemMorpadpumyeckasa xapakTepmucTmka
pPaboTHMKOB, BOLLEALWMNX B UCCegoBaHne

2.
o |

f[eHeTn4YecKMn Npodpunb

3. &

PekoMeHOaLUnmM Mo KopnopaTUBHbIM
MnporpaMMaM CoOXpaHeHUa 1N YKpeneHunsd
300P0BbA PabOTHUKOB

&, [

PekoMeHOaLMM No pa3BUTUIO

KOPMoOpaTUBHbIX MpOorpaMm oKasaHua
MeOUNLLMHCKOWM NOMOLM C yd4eToM GOpMMPOBaAHUS
KOMMEeTEHLMM NO NepCOHANN3NPOBAHHOMN
MeauuunHe

50
OueHKa MeaUKO-3KOHOMUNYECKOoM

3PPEKTUBHOCTU MPOPUNAKTUKUN FEHETUYECKUX
PUCKOB pa3BUTUSA 3a6oeBaHNM y paboTHUKOB

10



FrEHETUMECKUUN NMPOD®UIIb B PACCYETE HA 1000 PABOTHUKOB

EV(DGEN
CTpyKTypa BbiiBNE€HHbIX FreHETUYECKNX PUCKOB
C PUCKOM pasBUTUSA C PUCKOM pa3BUTUS C pUCKaMu pa3BUTUS
750 OXUpeHUs MHpapKTa MMOKapAaa caxapHoro auabeTta
N apTepuanbHoO 2 Tmna
C HOCUTENbCTBOM . rMnepTeHsmnmn
HacnencTBeHHbIX 3aboneBaHUM
(ayTocoMHO-peLieccmnBHbIX 1 4 II
3a6boneBaHuM) 95
C PUCKOM pa3BUTUSA C HOCUTENbCTBOM C PUCKOM pasBUTUA
HacneacTBeHHbIX cepaeyHo- HacnencTBEeHHbIX 3/l0Ka4YecTBeHHOM
cocyaucTbIxX 3aboneBaHnM OrnyxosieBbIX CUHAPOMOB rmnepTepMnm npu
B T.4. C BHE3aMnHOWM (oHKOpUMCKamMK) BBeOEHUW NpenapaToBs
cepaeyHon cMepTU A9 HapKo3a

dKcnepTHas oueHKa BO3MOYXXHOM peanin3auum BbisiBNeHHbIX FeHeTUYECKUX PUCKOB Yepe3 10 neTt

NHpapKT MMOKapaa 12 8 67
ApTepuanbHas runepTeHsns 294 205 70
OXnpeHme 495 346 70
CaxapHbil anabeT 2 TMNa 108 76 71
HacnepcteeHHble CC3 14 10 71
PakK Mono4yHoM Xkenesbl 49 24 49
KonopeKTtanbHbIX pakK 31 2 6
Pak npocTaTbl 15 6 40
Bcero 1018 677 66

1



Bbicokaga noTpe6bHOCTb

840

MarHm4g

Nnoxaa nepeHOCUMOCTb

440

JTaKTO3bl

dusnyeckme Harpyskm

75

XopoLlasa NepeHOCUMOCTb
A3pPOOHbIX HArpy3okK

YepTbl XapakTepa

45

COXPaHHOCTb KOFHUTUBHbIX
crnocobHocTem

380

BUTaMUHa B12

870

KpaxMana

BbICOKa4
BbIHOC/TMBOCTb

CKMOHHOCTb K 6bICTPOMY
MPUHATUIO peLleHns

FTEHETUYMECKUWU NMPO®UI1b HA 1000 PABOTHUKOB

BUTaMmnHa D

5

rMOTEHA

XopoLuas
MblLLIEYHasa cuna

CKJTOHHOCTb K

EV(DGEN

285 N

BbICOKNM PUCK TPaBM
CYXOXXNnMnm " CBA3O0OK

BEPOATHOCTb
OOXNTUA OO0 100 JNET

aHanMTn4eckom pabore , 5 @i@
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PEKOMEHOAUWN MO KOPMOPATUBHbIM NMPOrPAMMAM
COXPAHEHUA N YKPEINJIEHNA 300POBbHd PABOTHUKOB

-

300pOBbe 300pPOBbIX

PekoMeHOauunum no

npodunakTnke
Ons paboTHUKOB C

reHeTUYECKUMU PUCKaAMU
pPa3BUTUA MYNbTUPAKTOPHbIX
3aboneBaHui

PaunoHanbHoe NnnTtaHme

EV(DGEN

ke

YKpenneHune
BnaronpusaTHble ycnoBuS

MU coxpaHeHne pU3nYecKoro

300pOBbs PabOTHUKOB TpyAa

KopnopaTuBHble NporpamMmbl
MO OKa3aHUO MegMLINHCKOMN
MOMOLLUM M co3aaHMe LeHTpa
KOMMNeTeHuMM no
nepcoHann3npoBaHHOM
MeaunumHe

MpoTnBoaencrTemne
3noynoTpebneHunto ankorona u
notpebneHuto Tabaka
paboTHMKaMM
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NOTEHUMANBbHbIM MEOAULUMHCKUN N SKOHOMUYECKUN SDDEKT . EV(TGEN
NMPOIrPAMMDI «TEHETUYECKOE 3JOPOBbE PABOTHUKOB U X CEMEWN» (e

r’EHETUYECKOE 300POBbE PABOTHMKOB

r’EHETUYECKOE 30OPOBbE CEMbU

CHwkaeTca* (3a 10 neT):

B 1,8 pas 3a6oneBaeMocTb c BpeMeHHoM yTpaTom
TPy4oCnoco6HoCTU

B 2 pPaza MHBanmnagmnsaumngd
B 3 Pa3a PUCK CMePTU OT OHKOJTOrMYeCKnxX 3aboneBaHNm

B 4 pasa PUCK cepaeUYHO-COCYAMCTbIX KaTacTpod (MHPapKT
MUOKapaa, MHCYbT, BHE3anHada cepaeyHasa cMepTb)

* JKCnepTHasa oLeHKa

. 4

dKoHOMMYeckunm adpdpektT** 3a 10 net Ha 1 000
NMONTHOreHOMHbIX UccnegoBaHmMm — 840 MIH py6.

320 MJIH py6nen gna pabotogartensd

240 MJIH py6nen ond rocygapctea

280 MJIH py6nen gois oOMOX039MCTB

** no MeToamke BLU3, PAHXUIC 1 3BoreH «MeToAmKa aHanmsa nsgepi<ek 1 Bbirod, Ana oLueHKN MeAnKo-3KoOHOMUYeckon 3ddeKTUBHOCTU MOMHONEeHOMHbIX MCCedoBaHUM»

CHMKeHMe* cnyJyaeB poxxaeHua getem
C reHeTMYecKol naTonoruei, Bkatoyas opdaHHblie B 10 pas

VBenumyeHme BbiIBNSIEMOCTN XPOMOCOMHbIX aHOManunii y Nnofa,
B TOM umcne cuHapoma fdayHa, Ha 30%

CHMKeHMe Yncna BnepBble YCTaHOBMEHHbIX CllyYaeB
3aboneBaHMa cuHOpoMoM [layHa

6onee, yeM Ha 40%

W

dKOHOMMYECKUU 2P PeKT** B nepBble 18 neT XU3HU
pebeHKa C XPOMOCOMHbIMU aHOMATUAMMU

90 MJIH pyo6nen

Ha 1000 uccnegoBaHuUM
(BbINIaTbl U3 BlOoOXKeTa Ha pebeHKa C CUHOPOMOM

JayHa, ero pogutenam (onekyHam) coctaBnatoT oT 180
0o 300 Tbic. py6nien B roa)
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COLMUATIbHbIN 3ODEKT MPOrPAMMbDI 3
«TEHETUHECKOE 30POBbE PABOTHUKOB N X CEMEWN»

Pe3ynbTaTbl onpoca paboTHUMKOB — YYaCTHMUKOB MpoeKTa

EV(DGEN

38%

npoLn obcnepoBaHue, B TOM Yucne
NnJaaHOBYIO ANCMaHCepKMn3auunto

36%

paboTHMKOB 06CyoMnNun pe3synbTaThl
nccnepoBaHMA C eYyallmM Bpaydom

32%

NM3IMeHUnIM NnMTaHmne
Ha 6bonee 3gopoBoe

10%

Hayanm 3aHMMaTbCH
CnopToM

Pe3ynbTaTtbl onpoca 6epeMeHHbIX paboTHML, npoweawwmnx HUMT

%

7%

nepecTanu ynotpebnartb
CMUPTHbIE HAMNUTKU

6%
6pocunu
KYpPUTb

95%

A0BOJbHbI
BO3MOXXHOCTbIO MPOUTH
HWMT 6ecnnatHo

88%

84%

CUMTAIOT BaXKHOU MHPoOpMaumto  cyuTatoT, uto HUTMT

O PUCKaAX XPOMOCOMHOM
aHoManuu y nnopga

OoJIHKeH npoBoANTbCHA BCEM
6epeMeHHbIM XeHWMMHaM

B 2 pa3a

YypOBeHb OoBepud
K HATMT Bblle yemM
K CTaHOQpPTHOMY
CKPUHWUHTY

15



BKJTAL MNMPOIrPAMMDI «TEHETUHECKOE 3JOPOBbE PABOTHUKOB U UX CEMEW»
B HALUNWOHAJIbHbIE NMPOEKTblI U YCTONYUBOE PA3SBUTUE KOMIMAHUNA

I'Iponon)Ku'reanaﬂ M aKTUBHaA X XM3Hb

*  peanusauua NnepcoHann3npPoBaHHbIX MPOrpamMm
NPodUNaKTUKN FreHETUYECKUX PUCKOB HA OCHOBE
MOSIHOreHOMHOIO CEKBEHUPOBAHMUS

® peannsaund oOHKOreHeTN4eCKMX NpPoeKToB

TEXHOMOTMM
30P0BbA

AKTUBHAS XXU3Hb
HAUWOHATTbHBIE

MPOEKTBI
POCCHN

*  peanusaumsa NnporpaMm MeauuUMHCKON peabunmtaumm c

y4eTOM OaHHbIX FreHeTU4YeCKnxX nccnegoBaHUM
® BK/TtOHYeHne reHeTn4eCKMX AaHHbIX B HAUMOHaJ/IbHYO

undpoByto NNathopmMy «300pPOBbE» U KOPMNOPaTUBHbIE

umndpoBble NAAaTHOPMbI MO YNPABIEHUIO 300POBLEM
paboTHMKa

Cemba

*  MpoBegeHue NOSIHONreHOMHOI o UcciegoBaHUAa U
MNrT-A cynpy>Xeckmm napam, njaaHmpyoLwmm
poXaeHue geTten

. npoeegeHune HUMT 6epeMeHHbIM XeHLMHaM

* MpoBegeHue NoSIHOreHOMHOIo nccriegoBaHus
0eTaM € nogo3peHneM Ha opdaHHble
3aboneBaHus

I/

KAZIPbI

HAUWOHANbHbIE
TPOEKTbI
POCCHM

EV(DGEN

TexHonormm 3a40poBbA

MoBbllUIeHME OOCTYMHOCTU BbICOKOTEXHOMOMMYHbIX
reHeTUYeCKUX MccnepoBaHum

cosfaHue KabUHeTOB reHeTUYEeCKOro 340pPoBba Ha
6a3e 0O6HOB/IEHHbIX LLEHTPOB 340P0BbS
dopMmpoBaHME HOBOIo CEKTOPa PblHKa YCNyr —
reHeTUYeCcKoro 340pPoBbsa Ha OCHOBE
MHHOBALMOHHbIX TEXHONOM MM

Kaapbi

nporpamMmbl 4OMNONTHUTENbHOIrO 06pa3oBaHUA No
NpeauKTUBHOM U NePCOHaNIN3NPOBaHHOM
MeguLUMHE Ha OCHOBE NreHeTU4YeCKUX
mccnegoBaHUM
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[eHeTUKQ, TAK)XKe KAK MCKYCCTBEHHbIN UHTE/I/IeKT,
6yaeT B oCHOBe riporpecca rno MHOrMm
HArpaB/IeHUAM XKU3HeOesaTe/IbHOCTU YesioBeKa.
KTo 6yneTt rnpeycreBaTb, Nosy4nT
MPUHLMNMNNAIbHbIE, KQUECTBEHHbIE KOHKYPEHTHbIE
rnpenMyLLIeCTBA MOKO/IEHYECKOIro XapaKTepa.

)) 4

B.B. I'yTnH

EV(3)GEN
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