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NabopaTopuna MoneKynapHOM NaToornm «feHomMeny»

MeauKo-reHeTU4YecKmnin UeHTp

GENOME

BecnnaTtHaga ropayvyad JTMHMA:
8 (800) 333-45-38

C KAXAbIM PA3OM Mbl OTKPbIBAEM BCE 6onble HOBOrO B MOCTOSIHHO PA3BUBAIOLLLEMCA MUPE TEHOMUKN.

Tenepb Mbl cAenanu AOCTYNHbIM NONTHOE CEKBEHMPOBAHNE rEHOMA

MPEOCTABJI9EM HOBbIM TECT

Genome UNI

Bce reHeTyeckue Tectbl B ogHOM!

Knunnueckoe ceksennporaHnme renoma Genome UNI genaet 1o xe, 4To HeCKkonbko Apyrmx

PaHee aparHoctmka pepkux
reHeTM4eCKMX 3a60neBaHMMt
OCHOBbIBASIACh HO MHOXECTBE
NOCNeAOBATENbHbIX TECTOB,
TAKMX KOK QHONKU3 HECKOJbKMX
MYTQUUM UK CTPYKTYPbI
OTAENbHOTO reHa, NaHenemn
FeHOB, UM HA NONIHO3K3OMHOM
CEKBEHUPOBAHMM.

[Mouck okoHYATENbHbIX OTBETOB
30HMMAN OOJITOoe BpemMa U He

BCcerna 6bin ycrneweH.

Teneps ¢ nomoLpo
KIMHMYECKOTO NOHOTEHOMHOTO
cekeeHnposanus (WGS) mbl
CMOXEM YCKOPHTb AUArHOCTHKY
u coenatb ee bonee TOYHOM.

reHeTn4eCKmMX TeCToB, TOJIbKO TOYHEE U 6bICTpee

¢ bonbuwe!
BapuaHTsl u He6onblume aeneuun/
BCTGBKM C MOBLILIEHHO| TOYHOCTBIO
B TOM YMCIie B HEKOAUPYIOLMNX
obnacrax reHoma

— ¢ TouHee!

—— < bbicTpee!

Bapuauun uncna konuii reHoe (CNV)
- peneuun u gynavkauum nio6oro
pasmepa

— ¢ Aewesne!

C6anaHcUpPOBAHHBIE XPOMOCOMHbBIE
QHOMOMU C TOYHBIM ONpeaesieHMeM

TOYEK pA3pbLIBOB Genome UNI — ato
CEKBEHVUPOBAHME BCETO

reHoma (WGS), kotopoe gaer

Yuactku OTCYTCTBUA reTepPO3UroTHOCTU

U OQHOPOAUTENIbCKUE AUCOMUU OTBETbl HA BOMNPOCHI, paHee

OCTaBABLUMECHA HEPELUeHHbIMU.

BapuaHTbl B MUTOXOHAPUANIBHOM
reHoMe ¢ fieTeKumen rereponnasmmm
Ha ypoBHe > 5%

Onupascbk Ha NPEeBOCXOACTBO
HOBbIX MONEKYSIPHbIX
TEXHOJIOTUI, Mbl Aienaem

COBPEMEHHbIE 3HaHUS
AKCNAHCUS TPUHYKS1€OTUAHBIX

NOBTOPOB ANS 23 n3BeCcTHbLIX B 0651aCTH reHoMa AOCTYNHbIMU

3abonesanmii ANsl BCEX U B UHTEPECcax

KaXaoro.



NMOJIHOTA NCCJIEQOBAHUA

MonHoe cekseHnpoeanue reroma (WGS)
8 tecte Genome UNI npeacrasnser
BO3MOXHOCTb CAENATb TOYHbIN AHANU3 BCETO

reHomMa naunueHTa 3a ogHo nccnegoeaHue.

Genome UNI moxet ngeHtmeuumposarts
NOTOreHHLIE OJHOHYKNEOANHTHBIE BAPUAHTEI,
urcepumnn/peneumnn (in/del), sapraumm umcna
ko (CNV), a takxe cbanaHcHposaHHbie
XPOMOCOMHbIE AHOMAMM, TAKME KAK
TPAHCNOKALMM U MHBEPCHM, YTO ABASETCS
HEBO3MOXHbIM MPU NOFHO3K3OMHOM

cekseHnposaHmm (WES).

TOYHBIE PE3YJIbTATbI

Tect Genome UNI ob6ecneuneaet B cpegHem

30 kpaTHOe NoKpbITUE KAXAOIO Y4aCTKA FeHOMA
v naet Boree TOUHbIN PE3YNLTAT, YEM MOHOE
cekseHuposanme akzoma (WES) c nokpbitnem
100. Tect obecneunBaet nokasarenm

amarHoctmkn Ha 20-30 % seiwe, yem WES.

rMYBOKUN AHATAU3

Bonee MowwHas BruoHMdpopmaTHyeckas
06paboTka ¢ UCNONb3OBAHUEM KYPHUPYEMbIX 6a3
AQHHBIX M TPONPUETAHBIX ATOPUTMOB NO3BONSAET
TOYHO NPUOPMUTEIUPOBATH KIMHUYECKM

3HAYMMbl€ BAPUAHTHI.

CKOPOCTb UCCJIEAOBAHUNA

Hecmotps Ha 1o, 4TO NpU NonHom
CEKBEHWPOBAHWM FEHOMA Mbl MOMTYHAEM
MHOTOKpPATHO H0onbLuMit 06bem MHPOPMALUH,
Tpebytowmi rmybokoro GUOMHPOPMATUHECKOTO
QHANM3A, BPEMS BbINMOIHEHUS MCCIEROBAHMS

coctasnset ecero 6 - 8 Hepens.

NOJTYYMB PE3YNbTAT
OOHAXAbl, UMEEM MONb3Y
CEMYAC U1 B BYOYLLEM

MauneHTs 6yayT nony4ate Nonb3y U B ByayLiem,
MOCKOJbKY MOXHO NOBTOPHO NPOBOAWTL AHANU3
OfHQX[bl MONTYYEHHbIX AAHHbIX, MPU NOSBIEHMUM
HOBbIX 3HAHMWI O CTPYKTYPE U GYHKLMM FEHOMA,
16O B CNy4ae MOSIBNEHUS HOBbIX KIIMHUYECKMX

MPM3HAKOB Y NALMEHTA.

WGS oxeartbiBaet 6onblue reHos npu 30X,
yem WES npu 100x

CranpaptHas CranpaptHas
cpeaHsist mMybuHa  cpepHsist my6uHa
WGS(30x) WES(100x)
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CpegHss rny6uHa (x)

WGS BbisBnsieT 60nblue MHCEPLUOHHO-
AeneunoHHbIX BapuaHtoB npu 30x yem WES
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I'Iepen TEeCTUPOBAHUEM BPAY U MALUEHT MOryT °6CYAHTI: AeTasnu U NoNy4YuTb

Genome UNI nogxoaut ansa sawmx

6onee noapobHyio MHPopmaumio 06 UccNeaOBAHNM Y HALLMX IKCNEPTOB.
nALmMeHToB, ecin: 97T0 NOMOXKET NOHATb NOTEHUMANbHYIO0 3¢ PEKTUBHOCTL AAHHOTO TEcTa Ans
KOHKpPEeTHOro nauueHra.

®enotun nauMeHTda, AaHHble J106OPOTOprIX

lNonHo3K30MHOE CeKBEHMPOBAHUE

N UHCTPYMEHTAJTbHbIX nccnegoBaHmi M/IAJ'IM CEMEMHbIM aHaOMHEe3 IS
CBMAETENbCTBYIOT O TEHETUHECKOM 3a60neBaHum. }

SK30M

sknovaet 92% Bcex 3K30HOB

Knuuuueckas KApTMHA NAuMeHTa npeanonaraet, 41o
MonHoreHomHoOE CeKBeHuposaHue
TECTUPOBAHME OTAENbHOIO reHa / naHenu reHos Bpaa nu oact
BKJIIOYQET:
OKOH4YdATENbHbIE OTBETHI.

*  DK30HbI

Heobxoanmo nposect anddepeHLmansHyio GUarHocTuky *  WHtpoHsi

C LIMPOKMM CMEKTPOM HACNEACTBEHHBIX 3060NEBAHMIA.
*  MexreHHble y4acTku

3 Opyrve tecTsl He BhIsBUAM NpHuKHY 3a60neBaHus. * HertpaHcnupyemsie pernonsl (UTRs)

Genome UNI tenepsb sBnseTcs raBHbLIM B CEPMM TECTOB A1 MOMCKA NPUUMH Genome UNI Bkntouaet cambiit NonHbIA KNMHUYECKMit BUonHbopMmaTHyeckmit

reHeTUYeCcKOM NAToNormHm, KOTOpbI€ YXe AOCTYNHbI B HOGOPOTOPMM reHOMeA. aHanus, KOTOpI:Il‘:i BbISIBJISIET BCE PesIeBAHTHbIE BAPMAHTLI A1 nauMeHTa

Mpu stom WGS siensietcss 6onee BbicTpbIM M 5KOHOMUYECKM 3P DEKTUBHBIM C NOAO3PEHMEM HA FeHEeTHYECKYIO NATONOTHIO.

UccneaoBaHUEM.

MonHoe
= Knununueckoe
CeKBEHUPOBAHUE NAHENEN rEHOB CcEKBEHUPOBAHUE Genome UNI
CEKBEHWUPOBAHME 3K30MA
aK3oMa
MokpbiTHe KOAMPYIOWMX YHACTKOB PaeHomepHoe, Tonbko B obnactu PaBHomepHoe
HepaeHomepHoe HepaeHomepHoe
reHoMa 3K30HOB MCCIIEflyeMbIX FEHOB no BCEMY FEHOMY
Mouck BapUAHTOB B MHTPOHAX o - = +
Momck Bapuantos MTIHK o - - 4=
Onpepenenne CNVs c Bbicokoit +
TOUHOCTBIO - - -
Onpepenexne skcnaHcum +
TPMHYKNEOTUAHBIX NOBTOPOB - - -
BeposiTHOCTb BbISIBNEHMS MPUUMHBI
3a601€BaHNS NPHU NOBTOPHOM Huskas Huskas Cpennsis Buicokas
aHanuse AaHHBIX
3aboneBaHus ¢ npenMMyLLECTBEHHbIM Mopospenue Ha CeksenuposaHue B kauecTtBe Tecta nepsoi
MOPAXEeHUEM OHOM CUCTEMBI onpepeneHHyio npobaHaa Mnu NIMHUM Y NALUEHTOB
OPraHoOB MM OJHWUM BEAYLUMM reHeTU4ecKyo poautenei (tpuo) € Npu3HaKamu

CAUMMTOMOM, KOraa ornpepnesneHbl reHbl naronoruvio, korga AN NOUCKA reHoB HacnencreeHHoro

Moka3saHus K uccnenoeaHuio
3abonesanus unm

Ipyrue ocobenHocTn

ACCOLMMPOBAHHBIE C PEHOTUMOM

lMoBbiLueHHOE NOKPbITUE TAPTETHBIX
Y4QCTKOB FeHOMA NO3BONSET yYLue
BbISBMTb OAHOHYKIMOTHAHBIE M in/ del
BAPMQHTBI

npyrve metogasl (aHanus
OTAENLHOTO reHa Mnu
naHenu) HepOCTYMHbI

Her PeKoMeHaOoBAHHOTO
nepeyvyHs KIMHHU4YeCcku
3HAYMMbIX reHOB

AHAJIN3 OAHHbIX

kanaupatos (GUS) npu

OTCYTCTBMM NATOFEHHBIX

BAPWOHTOB B KITMHMYECKM
3HOUYMMbIX FeHaX

He obnapaer
NpenMyLLECTBAMM NpK
CeKBEHUPOBAHMM TONBKO
npobaaa

Npy OTCYTCTBUM
cneuuduyeckoro
deHoTuna.

Bonbwoi 06bemM BAHHbIX
Tpebyer ucnonbzosanus
AOMOJSIHUTENbHBIX
BbIYMCIIUTENbHBIX

pecypcoB

ﬂﬂﬂ aHaAM3a AAHHbLIX UCnoNb3yeTca I'IpOd)eCCMOHOI'IthIﬁ QNITOPUTM U namnnnaimx,

pa3paboTaHHbIN B COOTBETCTBMM C TPeBOBAHMIMM NPOdECCUOHANbHOM
accounaumm meprumHckmx reHetkoe (ACMG) 1 accoumnaumm knuHMueckux

natonoros (CAP) CLLIA, u eknio4aeT BO3MOXHOCTb QHANM3A AAHHBIX C y4ETOM

$opmannsoBaHHoro onucanms peHotuna B TepmmHax HPO. AnHorauus
BAPMAHTOB NPOBOAMTCS C MCMONb3OBAHMEM OTKPBITHIX M KOMMepUeckux 6a3
aauHbix (HGMD), a takxe cobcreenHol 6asbl ganHbix GENOMED.

Crporuit noaxop K oLeHKe KayecTsa 1abopaTopHbIX AAHHBIX NPK

UCNONb3OBAHUN I'IpOd)eCCMOHanHOFO NAMnNAAMHA NO3BOSISIET HE TONLKO

MOBbLICUTb BbISIBJITEMOCTb BAPUAHTOB, HO U n3bexarts ownbok KOTOpbl€ MOTYT

BO3HUKHYTb HA CTAAUU CUKBEHCA U CHU3UTb BEPOATHOCTb JIOXKHOMOJIOXHTENbHBIX

pe3ynsLTaTos.

an H606XOJJMMOCTM Mbl NpeaoCcTaBnsemM AOCTYN KO BCEM AAHHBIM CUKBEHCA

naumeHTa B yao6Hom bopmate yepes AMUHBIA KABMHET Bpaya.

I'Ionyuon oTyer ﬂO60pOTOpMM BCeraa eCcTb PMCK TOro, 4To HeKOTopbie KIMHUYEeCKHU

3HAYMMbI€ BAPUAHTLI HE MOMNAJIU B OTHET. Tenepb BPA4 MOXET yBMAETb BCE

HaMAEHHbIE BAPUAHTbI B IMYHOM KGBMHETE M OLLEHNTb MX 3HAYUMOCTb Ans

NAUMEHTA CAMOCTOATENbHO.

Nmes d)eHOTMI'I NnauMeHTa, 4YTO Ha3biBAETCH «nepen C060l"‘1», BpA4 TOYHEe MOXeT

onpeAenyTb 3HAYMMOCTb NOTEHLMANLHO MATOTEHHBIX BAPUAHTOB, MONYUUTh
YBEPEHHOCTb B TOYHOCTH TABOPATOPHOM AMArHOCTUKM M BEIBPATH NPABUILHYIO

CTpATeru1to Ana noCTaAHOBKM OKOHYATEJSIbHOro AMArHo3a.

B 1o xe Bpems, BCceraa ectb BO3SMOXHOCTb O6C)’AHTL KOHKpeTHble BaAPMAHTbI MU

NAUMEHTOB BO B3AUMOAENCTBMM CO CNELUANCTaMH MeAMKO-F&HeTM‘leCKOrO

ueHtpa «leHoMen» MHAMBMAYANLHO MAKM B pamMKax npoekTa «KoHcunmuym».

HG)’HMTBCH CAMOCTOSATEJ/IbHO AHQIM3UPOBATbL AAHHbIE MOJIEHOreHOMHOro

cukseHca Bl moxerte B paMkax npoekrta «LLlkona reHeTHKn».



YCnosua TECTUPOBAHUS

HANPABJIEHUE HA
MCCNEAOBAHME

TEXHONOrng

NOATBEPXKAAIOLLIEE
TECTUPOBAHUE

CPOKH
TECTUPOBAHUS

CNYYAMHBIE
PE3YJIbTATbI

;
L

CekBeHuposaHue
reHoMma

Tect Genome UNI moxeT 6biTb Ha3HaueH
BPQYOM-TEHETUKOM MN1 BPAYOM APYroM
CNeunanbHOCTH B COTPYAHMYECTBE C

BPAYAMMU-TEHETUKAMU UNN CNELNANTUCTAMHA

no NabopATOPHON reHeTHKe

Tect Genome UNI npoeogutcs

C MCNONb3OBAHMEM CEKBEHATOPA
HOBOTO MOKOJEHMs,, YTO obecneunsaet
napannenbHbIM AHANU3 MHOXECTBA

¢$parMeHToB reHoma.

KnuHnyeckas MHTepnpeTaums npumeHsercs

Ang onpeaeneHns 3Ha4nMMbIX BOPUAHTOB

Mei perynsipHo nposoanm
noATeepxparollee TeCTMPOBAHME NSt
BCEX KIIMHUYECKM 3HAYMMBIX BAPUAHTOB
C MCNONb3OBAHMEM CEKBEHUPOBAHMS

no CaHrepy, XpPOMOCOMHOTO
MMKPOMOTPUYHOTO AHANM3A MU APYTHX
KIIMHUYECKM NPUEMNIEMbIX METOLOB

BANMAALMM

Pe3y]‘|bTOTbI TECTUPOBAHUSA TOTOBLI B TEHEHNE

6-8 Hepenb nocne nonyyeHus obpasuos

Korpa mbl nposoanm ananma [JJHK
MALMEHTA HA KOHKPETHOE reHeTUYEeCcKoe
3060neBaHNE BOBMOXHO OBHAPYXEHME
CNY4aiHbIX HOXOAOK. B aTOM cnyyae mbi
COOBLUMM BAM BCE KIMHUYECKM 3HAUMMbIE
pesynbTatel. Mbl coBETYEM MOYYUTL
LOMOSNHUTENBHYIO KOHCYNBTALMIO HALLMX

CneunanmnucTos nNo sToMy BOnpocy.

MponpuetapHbiin
61oMHPOpMaTUUECKMH
anropmT™m

TPEBOBAHUA K OBPA3LIAM

BMOOBPA3EL,
ana
NCCNEQOBAHUA

3ABOP OBPA3LIA

XPAHEHUE U
TPAHCIMOPTUPOBKA

MWUHUMAJbHOE
KOJIMYECTBO

XPAHEHUE U
TPAHCIMOPTUPOBKA

LLEJIbHAS KPOBb

He meHee 2 mn BeHO3HOM KpOBM.
(BoamoxHo uccnenosanme ApYTMXx 0bpasLos

no cornacoeaxuio ¢ naboparopuen)

B npobupky ¢ 9TA. He ponyckaertcs

MCnonb3oBAHUE npo6l4p|<l4 C renapMHoOMm

XpaHWTb NpM KOMHATHOM TemnepaType

WM B MPOXNAAHOM MECTE.
HE 3AMOPAXWBATb!

Obpasew, gonxeH bbiTb fOCTABNEH
B nabopatopmio «[eHomeny» B TeueHHe

Tpex aHen nocne 3abopa matepuana

AHK

100 MK BbICOKOKAYECTBEHHOM
reHomHol [HK c koHueHTpauuei

10-100 ur/Mmkn

XpaHWTb NpM KOMHATHOM TemnepaType

M1 B NPOXNAAHOM MecTe

O6pasubl 4OMKHLI 6bITh HANPABNEHLI MO Aapecy:

* . Mocksaq, lMNogonbckoe wocce, aom 8, kopnyc 5

(meTpo Tynbckas)

3a6op 06pasLoB BOZMOXXEH B OAHOM U3 HALUMX
perMoHansHbiX 0p1COB B CrieAyIOWMX FOPOAAX:

* . Mocksa, Mogonbckoe wocce, 8, kopnyc 5

e . Cankr-lNetepbypr, Jurosckuit npkr., 110

e 1. Poctos-Ha-[ony, yn. Kosnosa, 65e

* r.[lepms, yn. [asers 3sesna, 67

* r. Ekatepunbypr, yn. lOmawesa, 10

* . Kasans, yn. ®Pyunka, 42

e . YensabuHck, nn.

Pesontoumu, 7

* . HoBocnbupck, yn. BatytnHa, 28

e . Camapa, yn. BeHueka, 21

* . Bonrorpag, yn.

[t

Banupaums
pesynbTaTos

Anrapckas, 13/24

ik

3aknioueHme
BpaYa-reHeTHka

Haznauamte Genome UNI!
[MaBHbIM TECT AN NOUCKA reHEeTUYeCcKou NAToNorum



