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[eHeTU4YecKnm aHanuns Zenome —
nepcoHanbHaaA MHCTPYKLUNSA K
BalLleMy OpraHnamy

HapexHbin pyHOaMeHT O4Nna 300p0oBbA
N Ka4yecTBa U3HU
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00O «/IHCTUTYT reHOMHOIO aHanM3a» — poccuiickaa KoMnaHua (Toproeasa Mapka Zenome), cneuvanmanpyowasacs B obnactu
1CcCrnefoBaHnA 1 pa3paboToK NporpaMMHOro obecrnevyeHna o8 XpaHeHns, nepefayn n o6paboTKM reHOMHbIX AaHHbIX. HacToawni
GronneTeHb NpeacTaBnseT o6yt MHGOpPMaLMio AN1S CNELNanNCTOB O NPOAYKTax KOMMNaHuu.
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Bo3MoyHO, MMEHHO cell4ac Bbl AyMaeTe Haf,
OOHUM N3 3TNX BOMPOCOB:

HKak y3HaTb 0 BEPOATHOCTUN BO3HUKHOBEHUS
cepbe3Hbix 3aboneBaHunii, HTO6bl BOBPEMSA
NPUHATb MepbI?

Kak npoBepuTb aBnaeTech nn Bbl HocuTenem
HacnencTBEHHOro 3aboneBaHna N KaKoBbl
PUCKW O BalWnX OoeTen?

Kak pasobpaTtbcs ¢ CUMNTOMaMu, KOTopble
YXYOLIaoT Ka4eCTBO XKN3HN?

Kak HayaTb XygeTb 1 3aHMMaTbcA GUTHECOM
TaK, 4TO6bl MONYy4YNTb pesynbTaT, a He
OBUraTbCA Mo HanTU, METOO0M NPo6 1
oWn60oK?

Kak pelwnTb NpobaeMbl CO 340POBbEM KOXU U
BOJ1OC?

Kakown nyTb pelweHns Bbl BbibepeTte?

Monpete TPagNUMOHHBIM NyTEM?

ByneTte ponro n Mmy4ntenbHo coaBaTb
MHOIO4YUCIIEHHbIE aHaNN3bl 1 MOTOM MpPWU
MOMOLLW pa3HbIX Bpadel nbiTaTbCA cobpaTb
MX B O6OLLYIO KAPTUHY, YTOObI BbIABUTb
3aboneBaHuA.

HOoaTb CMMNTOMOB, KOTOPbIE MOABMAAKTCS
Ha NO3OHUX CTaouax, Korga neyeHue oyoeT
CNOYHbIM 1 OOPOrnM.

CobntopaTtb 6ecYUCNeHHbIE ANETDI
6e3pe3ynbTaTHO.

BbibepeTe nporpeccMBHYO METOOUKY —
reHeTu4ecKun aHanus Zenome?

Bbl cpasy yBuante o6LLYyHO KApTUHY CBOEro
30,0POBbA N OCOBEHHOCTU OpraHn3Ma,
CMOXETe MPUHATb 060CHOBaAHHOE pPeLLEHNE,
KaKkol chepe yoennTtb 60/blle BHUMaHWA, KaK
MpPaBWIbHO NUTATbCA U KaKol CropPT NoaxoanT
JINYHO BaM.
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KaKyto BaxXHYO MHPOPMaLLNO Bbl MOJTy4YaeTe,
cOenaB reHETUYECKNII TECT ZENOME

g OHKONnorn4yeckue 3aboneBaHun
(BnokavecTBEeHHbIE HOBOOGPAa30BaHWA pasHbiX GopM)

OHKoNnorna Ha paHHUX cTagnax AednTca apdPeKTUBHEE — C MUHMMaNbHbIMN NOCEACTBUAMN AR
opraHnama. Ytobbl CKaTb Ha PaHHUX CTagMAX CAMMNTOMbI, HYYXHO OMNpPenennTb CTENEHb pUCKa. TecT
MOKaXKeT FEHETUYECKYIO NPeapacrnoioeHHOCTb U OTBETUT Ha BOMPOC, HACKOJIbKO BbICOK PUCK MEHETUYECKN
0BYyCIIOB/IEHHbIX paKoBbIX 3aboneBaHunn.

MNMpumep: Ha ocHoBe reHOMHOIrO aHaan3a y nawumeHTa 6bis1 BbiABIEH BbICOKUM PUICK paka MOJSIOYHO
wenessbl. [is BbiAB/IeHA HOBOOOPA30BaHWM MOJIOYHOW yesie3bl HEOOXOAMMO PEryIAPHO MPOXOANTH
CKPUHVIHIOBBIE MPOLIEAYpbl (B HACTHOCTY, WeEHLLHaM ¢ MyTaunen B reHe BRCA1 HeobxoamMMo npoxoamnTb
MPT MOI04YHbIX WENE3 EXErOAHO C 25- NETHErO BO3PACTaA).

Kapauonoruueckuii npodpusb
_M':; (WIHpapKT, nHCYbT, apuTMUA 1 APYrve)

CueHapun pas3BuTUA Kapguonorndecknx 3abonesaHuni, NPUBOLOALLNX K CMEPTENBHOMY UCXOAY,
onpenensatTCA reHeETUYECKMMN OCOBEHHOCTAMU N 06Pa30M MNSHN. [eHETUYECKNA aHaN3 MOMOXET U3MEPUTDL
HacneaCcTBEHHbI PUCK U MOMOYb Bpayy nogobpaTb NpaBuiibHbie MeToAbl NpodunakTuky (B TOM Ynicre no
M3MEeHEeHUo 06pasa MU3HW) 1 ONPenENTb BO3MOMXHbIE MPOTUBOMNOKa3aHNA K Npenapartam.

lMpumMep: Ha ocHoBaHWI FEHETNYECKOIO NCCAEA0BAHISA Y NaLeHTa 6bisia BbiABIEHA HAC/IEACTBEHHASA
dopmMa runepannugeMnn - 3a601eBaHMA, KOTOPOE MOMET MNPUBOANTH K OT/IOMEHUKO aTEPOCKIEPOTUYECKIMX
OIALLEK 1 Pa3BUTUIO NLLIEMUYECKON 601e3HY cepala. bnarogapsa ganbHENLWM ANArHOCTUYECKM
rnpoLeaypam y rnaLmeHTa 6bi/10 BbIB/IEHO CYXEHVE MPOCBETa KOPOHAPHbIX (MATAMLLIMX CEPALIE) apTEPI

Y MPOBEAEHA OMEPALINA CTEHTUPOBAHWSA, YTO CHU3NIO MPaKTUYECKN A0 Hy/A NATUAETHVIA PUCK Pa3BUTUS
cepaeqYHon HegoCTaTOYHOCTY I BO3MOMHOIO MHGaPKTA.
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HeWpopereHepaTuBHble 3a60J5ieBaHUA
(PaccesHHbIV CK1epo3, yxyaleHne 3peHus, 6onesHn Anbureimepa, lNapkuHcoHa v gpyrue)

3aboneBaHuna He npmnBOoOAT K CMEPTU, HO KaTaCTpOCIDVI‘-IECKVl YXYOLWaKnT Ka4eCTBO XXN3HN. NoHnMaHne, 4yTO
€CTb HacsieocTtBeHHanA npenpacrnosioOeEHHOCTb, MO3BOJIAET COEJ1aTb BCE, 4TOODI OTOOBUHYTb aKTUBHYHO cba3y
3abosieBaHNA KaK MOXHO panbwe, Ha 10-15 neT, B TOM 4ncne ocnabuTtb npoABneHmneE CMMNTOMOB.

Mpumep: K Bpayy obpatniach WeHLHa, y MaTepyi KOTOpPo bbina 6onesHb AnbureriMepa. [eHeETNYECK
aHasn3 noKasars, 4YTo ecTb Ae(EeKTHbIV BapuaHT reHa, a AornoHNTEIbHbIE 06CIeA0BaHNA y HEBPOIOra v
HeBpOMaTosiora ycTaHOBWIY PaHHIOK CTaaunto 3aboneBaHyisa. Jledawmy Bpay cocTaBml MpoQUAaKTUYECKYHO
MPOrpamMMy, 4To rMO3BONIO OTOABUHYTb Ha4ya o 3ab0/1eBaHA Ha rOAbI.

Q MoxypeHue, duTHEC, KpacoTa
% (O6bmMeH BelecTB, MeTabo/IM3M, HE4OCTATOK BUTAMUHOB, OCOBEHHOCTU KOXKI)

leHeTnKa paeTt CYWECTBEHHYIO VlHdDOpMaLI,VHO no 3TM HanpaBEeHNAM — YEJIOBEK MNOJiydaeT pyKoOBOAOCTBO
K ,EI,eI7ICTBVHOZ KaKoe nmtaHme 6y,EI,6T OA HEero onTtnMasibHblM, KaKne (1)V|3VI‘-I€CKV|€ Harpysxku Bbl6paTb aona
ynaydweHuna dDOprI, KakKne BnTaMmnHbl NpnHMMaTb, OT 4Ero OH 6y,1:|,eT XYOETb NN HET.

lNMpumep: MeTabonm4eckui MPoguib OAHOIO U3 HALLMX KINEHTOB AenaeT ero obagateieM KOpeHacTowm

Y KperKow ¢urypel. PaHblue OH 3aHVMAaIICA CIPUHTEPCKUMY HarPy3KaMu vl He MOHVIMasI, no4YeMy Habvpaet
Bec. [locrie aHanv3a reHeTUYECKIX OCOBEHHOCTEW CMOI Mo4obpaTh ONTYMaIbHYO Harpy3Ky — BEIOCUMNEes
B cpeaHeM TeMme. HexBaTKy BUTaMUHOB KOMMNEHCYPYET HE MOANBUTEMUHHBIM KOMIMTIEKCOM, 8 KOHKPETHbLIMU

A03VpOBKaM BUTaMVWHOB, KOTOPbIE HYyXHbl €0 OpraH3My.

\’(‘ AHTUINOKUHI UccriefoBaHUA
(A (Bunonornyeckuii Bo3pacT v gsIHa TesloMep)

ViccnepoBaHue reHoMa No3BOAUNT onpenennTb Ball OronornyecKnn BO3pPacCT N CKOPPEKTUPOBATb o6pa3
HN3HW N nNevYeHme Oond 1oro, 4TOObI 3aMenJ/INTb CTapeHME N OTCPOYUTb HacTyniaeHmne Bo3pacT-3aBNCNMbIX

3aboneBaHU.

MNMpumep: Ha ocHoBaHWY aHanv3a OVIHbI TEJTIOMEP naLyeHTa 6b1/10 BbiABIEHO, YTO OO0 NYECKUA
BO3PAacT nauveHTa npesbillaeT paKTUHeCK (MoBbILEHHAA CKOPOCTb CTapeHs). BpadoM 6bis1 cocTaBieH
VHAVBUAYaIbHbIV MaH NPpOPUAaKTUYECKIX MPOLEAYP A/1A 3aMeAEHNA CTaPEHWA, 8 TaKHe raaH
ANarHOCTUKY AJ19 CBOEBPEMEHHOrO BbIABIEHNA BO3PAaCcT-3aBUCHMbIX 3a601eBaHNN.
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[1pOoyKTbl Zenom

€

B 3aBncuMoOCTM OT NOTpeBOHOCTEN NauneHTa, NpeacTaBieHbl 3 BapnaHTa

MNOJIHOFr€EHOMHOIFO aHals1n3a.

leHoM-CTapT
48 900 P

XAPAKTEPNCTUNKA

nOKprTI/Ie* rMoJsiHon nocrienoBaTesIbHOCTIU

reHomMa

MoKpbITe KOAUPYIOLLEA
YyacTu reHoMa

FeHom-CtapT

6onee 70x

HpaTHOCTb aHalIM3npyemMbiX OaHHbIX Mo

CpaBHEeHUo ¢ 06bl4HbIM [JHK-TecToM Ha

MUKpo4mnax

KnuHuyecKknn oTyeT o Hanuuum
naToreHHbIX BAPUaHTOB COMMacHo
pekoMeHpaumam ACMG/AMP

Ananuns CNV — 4yucna konui
(6onee coBpeMeHHanA anbTepHaTMNBa
MUKPOMaTPUYHOMY aHanmnay)

6onee 1 000 pas

OTYeTbl O NPONCXOXAEHUN N 30,0POBbE,

dapmaKoreHeTnKe

MNeyaTHan BEPCUA OTHETa B BUAE MNMAHLEBOIro

ypHana

LononHuTenbHblIE OTYETHI MO OHKOFEHETUKE,

onpeaeneHne AnnHbl TeEJTIOMEpP, aHanns
MVII-(pO6I/IOMa NMoJIoCTN pTa

VHavBuayanbHas KOHCYIbTaLMA Mo
peaynbTaTtaM ¢ NoApobHbIM pasGopoM

orJia4ymBaeTcA
OOMOJIHNTENbHO

leHoMm-Ba3oBbin

7X

6onee 80x

6onee 10 000 pas

orJia4ymBaeTca
OOMNOJIHNTENBbHO

FeHoM-lpeMuym

30x

6onee 100x

6onee 100 000 pas

BKJ/IlO4EHA B
CTONMMOCTb
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Kak BcA aTa nHGopmMaL s NoOMeLLaeTcs
B OOWNH TECT?

Mbl Nnpurnawaem Bac B HOBYO peanbHOCTb. MeguuHa npoLwnoro
paboTana ¢ 60SIbHLIMU N flednaia CMMNTOMbI, HOBbIV Noaxod, — paboTa co
340pOBbIMK NtoabMIN. Hawa uenb — npegoTBpalLaTbh 3aboneBaHnsa, MnNTb
OOMbLUE N C NYHLWNM Ka4yeCTBOM HU3HU. DTO HOBbI YPOBEHb OTHOLLEHUS
K cebe 1 OTBETCTBEHHOCTM Nepen cBOUMU 6nnskmmMmn. Bea nHbopmauma
O BO3MOXHOCTAX 1 OCOBEHHOCTAX BalLero opraHn3aMa 3asoeHa B reHax,
KOTOpble «MPOrpaMMmpYyoT» Ball OpraHnu3M.

MeHeTNYeCKU TecT CTaHOBUTCA BallMM 6MU1ETOM B
MPEOANKTUBHYO MEIMLLMHY  ceocenenntntttt et °

Mbl nony4aem aTy nHbopmMaLmio Npu aHanmse reHoMa n gaem Bam
MOHATHYIO MHTepnpeTaunto. OTHET O reHETUYECKOM aHann3e cTaHOBUTCA
VHCTPYKLMEN K BalleMy opraHnaMy, dyHOaMeHTOM ANF Fy6oKon 1
rnepcoHanbHOW pa3paboTKW NnaHa nevYeHna, TPEHNPOBOK, MNTaHUS,
pexuma Tpyga 1 oTAbiXa ¢ MOMOLLbIO Bpaya, AueTonora, TpeHepa,
KOCMeTo10ra, MeHeaepa no 34,0poBbIO.

[TpenmywecTBa nccnegoBaHna Zenome

1 nony4vaeTte MHPopMaL Mo cpasy No BCEM
HanpaBieHUAM, MHCTPYKLMW 08 OanbHENLWen
30,0POBOW KN3HMW.

[MpocToTa N ACHOCTb OalibHEeNLWero
ncnonb3oBaHuA. [JaHHble NogpobHO
VHTEPNpPeTUPOBaHbl — MOHATHbI BaMm, Bawemy
Bpayy, TPEHEPY, KOCMETOJIOTY.

Bbl nonyyaeTe npef- 1 NOCT- KOHCYbTaL Mo
reHeTVKa, KOTOPbIN AaeT MNONHYH
pacwndpoBKy BCe MHGopMaLmn
MaKcuMMasibHO NpUKAagHbIM GOKYCOM.

* Bbl genaete ognH paclMpeHHbIN aHann3 e  MegunuVHCKOE CONPOBOXOEHNE — OTBETbI Ha

BOMpPOCHI MO OTYeTY B fitoboe BpeMs nocre
nosyyYeHns pel3ynbTaToB 1 peKOMeHgaLunm,

K KaKuM NpoduibHbIM cheymanncTam
obpaTnTbCA 3a KOHcynbTaumen. Y Bac Ha
PYKax He MPOCTO KpacuBas KHUKKa, a MoSTHoe
PYKOBOLOCTBO K LENCTBUIO.

KomdopT, nepcoHanbHbIn Nogxon, CEPBNC —
Bbl COaeTe aHann3 goMa 1 nepeaete HalweMmy
Kypbepy. HUKakux odepenein n MHBa3nBHbIX

npouenyp.
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Y710 npouicxoguT.c BaMy nocne aHanmsa
enome?

* Bbl He TepsieTe BpeMa — obpalllaeTeck cpasy e BmecTte c gmnetonorom paspabaTtbiBaeTe
K- NpOodUIbHOMY Bpady C UCYepTibiBaOWEN NpaBWIbHYO CUCTEMY NUTAHUA 1 NogbupaeTe
NHpopMaLMEN O pUCKaxX Ballero OpraHnsma, BUTaMUHbI, YTOObI HAXOONTBLCHA B ONTUManbHOMN
4TOObI paspaboTaTb NPOrpaMMy NPoPUNaKTUKN dopmMe 1 BbITb SHEPTNYHbIM.

nnn ne4v4eHnmd Ha paHHe|7| ctagunn.
° YJ'IY‘-ILIJaeTe Ka4yeCTBO XXU3HWN — SHEPI A,

° dPutHec OaeT pe3ynbTaTbl — NPOFPaMMbl 300pOoBbE N aonroneTne, Kpacorta n
TPEHNPOBOK COCTaBAAKT C YHETOM BalUnNX npuBieEKaTesIbHOCTb, CEKCYasibHaA aKTUBHOCTb
FEHEeTNYECKMNX OCOBEHHOCTENN. n nponoJiKeHme poaga.

Kak npoxoguT npoLecc:

nepBM'-IHaﬂ KOHCYJibTaLuua

MopnucaHue porosopa u onnarta

Mpues)kaeT Kypbep ¢ NPOGUPKOMN A1 3a6opa CJIIOHbI U1 KPOBM,
OTBO3MT B labopaTopuio

Boipenenmne JHK

AHanus meToaoM BbICOKONMPOU3BOAUTEJIbHOINO CEKBEHUPOBaHUA

BuouHpopmMmaTHUiecKana o6paboTKa gaHHbIX

¢OpMMpOBaHMe oT4HeTa U KOHCYJIbTaluUuA Bpavda-reHeTuka
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Kak BbygeT BbIrAneTb Ball OT4HeT?

[MoNHbIN rEHETUYECKNIA aHaIN3 BKJTKOYaET pe3ynbTaTbl NCCieaoBaHMa no
cnenyrowmm HanpaBneHUaM:

M AHanu3 Ha HacJieaCcTBeHHble MOHOreHHble
3aboneBaHun

0 Pucku pasBuTUa MysibTUPaKTOPHDbIX
/0 3aboneBaHuUM
PucKu pa3BUTUA OHKOJIOFMYECKUX
3aboneBaHuUM

% NHpuBupayanbHasa peaKuusa Ha
—i JieKapCTBEHHbIe cpeAcTBa

N\ Oco6eHHOCTH OGMeHa Bel,ecTB AJia Bbioopa

% ONTMMAsIbHOW AMUETbI U CMOPTUBHbBIX YNpPa)KHEHUMH
Q OnpepeneHne 3THUHECKOro

558 NMPOUCXOXAEHUS

TexHmn4yeckan 6asa: B Kakol fabopatopunm
NPoOBOOATCA NccnenoBaHma Zenome?

MoNHbINA LMK aHanmsa reHeTUYeCKNX OaHHbIX

ot BbigeneHna JHK oo HenocpencTBeHHO
CEKBEHMPOBaAHWA NPOBOOUNTCA B
cepTudurumpoBaHHon nabopatopuu B LieHTpe
NeHoMHbIX TexHonornn HUN TpaHcnAaLMOHHOMK
MeauuuHbl Preoy BO PHAMY um. H.N.
Muporoea Munsppasa Poccuun. GriomaTtepuan
nauneHToOB He OoTrpaBiseTcs 3a pybex, a
reHOMHble JaHHble XpaHATCSA B 3awdppoBaHHOM
BUAE Ha cepBepax, PU3NYECKN PachONIOHEHHbIX Ha
Tepputopun Poccuiickon @epepaumun.
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B0O3MOXXHO, ¥ BaC BO3HUK/N 3TV BOMPOCHI:

* Yem Ball reHETUHECKUM aHaNU3 Ny4lle ApPYyrux, 6osee geweBbixX?

B reHeTnyeckoM aHanuse BayHa rnybuHa aHanusa. bonee gelwesble TECTbl — 3TO B3rNAL n3gasneka, npu
KOTOPOM MOTYT ObITb NPONyLeHbl BaXkHble aeTanu. Mbl npegnaraeM nogpo6HbIA U CKPYNye3HbIl aHanns
reHoMma, roe Kaxkgas getanb MMeeT BaxHoe 3HayeHune. B pesynbraTe Bbl NosyvyaeTe ncyepnbiBatoLLyto
nHdopMaL Mo 0 BalleM opraHu3Me cpasy Mo BCEM BaXKHbIM HarnpaBrieHNsM.

e 3auyeM MHe 3HaTb TaKue NOAPOGHOCTU O CBOeM opraHu3amMe? A BAPYr BbIACHUTCH YTO-TO
cTpawHoe?

Mbl npepiaraeM CMOTPETb Ha FEHETUYECKIMIA aHann3 ¢ no3nunm «fMNpenynperxaeH, 3Ha4nT BOOPYMHeH». 3Has

reHeTn4YeCcKn oByCIOBIIEHHbIE PUCKU, Bbl CMOXETE NPeAOoTBPaTuTb 3aboneBaHne, o06paTnUTbCA K Bpayy Ha

paHHEeN cTagum 1 ynydwinTtb KadecTso 10-15 net MunsHm.

* Tlosly4eHHbIN OTHET CMOryT NOHATb TOJIbKO CreuuaamcTbl?

OTueT cocTaBJIEH TaK, YTOObI ObITb MOHATHBIM U MOME3HbIM KaK BaM, Tak 1 crieumnanncTam. B HeM ecTb obLwunni
610K O BaleM opraHnaMe, 6onee getanbHasa MHPopMaLms, a TakKe nHopMauma O Bpaya v gueTorsora.
Mpn HEOBXOAMMOCTIN — 3aK/Ito4YeHNEe BpaYva No NoBO4Y CaMbiX BaXHbIX 6/10KOB MHOpPMaLLMK, YTO AenaTtb
Jarnblue — BCTaTb Ha Y4eT 1 genaTtb npegnucaHHble aHanusbl U npouenypbl. OT4eT HanmcaH MakcMMasnbHO
MOHATHbLIM A3bIKOM, MPU 3TOM COLAEPHMUT CCbISTKN Ha NEPBOUCTOYHNKN — HAY4YHble CTaTbh N pa3paboTKN.

e TleHeTuMuecKuM TecT — 3TO AuarHo3? MHe yXke COBCEM He HYXXHO OyaeT XxoauTb no Bpa4yam?

HeT, reHeTn4yeckunin aHanns — aTo dyHOaMeHT B NnpaMnae guarHocTukin. [Npn BbiIsBNeHN NpobreMHbix chep
Bbl CMOXXEeTe NPOBECTN Y3KONPOUIbHYO ONarHOCTUKY, COAaTb HYXHble aHann3bl 1 06paTUTbLCA K CreLnanncTy.
[eHeTNYEeCKNI TECT MOMOXKET BalleMy nedvalweMy Bpady 6osiee TO4YHO NOCTaBUTb AnarHo3 n HasHa4dynTb
Tepanuto, yNpoCcTUT pa3paboTKy nporpaMmbl NpodunakTUHeCKNX Mep Ui nevyeHmns. To He 3aMeHa BpaYa, a
NnoMoLLb OJ1A HEro.

e TleHeTMuecku# aHanus Zenome MOXXHO cpeniaTb TosibKo B Mockse?

Mbl paboTaem no Bcell Poccuiickon ®epepaumn, B Benapycu n KasaxctaHe. K BaM Bble3aeT Kypbep
co cneuvanbHon npobupkon. OHa CoOXpaHUT Ball reHeTUYECKUIA MaTepuran 00 nepefadn ero B Hally
nabopatoputo B MocKse.




Zzenome

https://zenome.store

https://vk.com/zenomeio

https://www.facebook.com/zenomeplatform

+7 (926) 467-87-82

info@zenome.io


https://vk.com/zenomeio
https://www.facebook.com/zenomeplatform
https://vk.com/zenomeio
https://www.facebook.com/zenomeplatform
https://zenome.store/
https://zenome.store/

&Z zenome

https://zenome.io

© 2020 Zenome, Inc.



