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MeOMKO-reHEeTUYECKNI LIEHTP

Na6opaTopura MoneKynapHoM natonorum «feHomen»

BecnnaTHasg ropsayas MHUA:
8 (800) 333-45-38

GENOME

C KAXAbIM PA3OM Mbl OTKPbIBAEM BCE 6onblie HOBOro B MOCTOSHHO Pas3suBAlOLLLEMCA MUPE TEHOMUKU.

Tenepb Mbl caenanu AoCTynHbIM NONIHOE CEKBEHMPOBAHNE reHOMA

NPEOCTABJIIEM HOBbIN TECT

Genome UNI

Bce reHeTUyeckue Tectbl B ogHOM!

Knuunyeckoe CEeKBEeHMpPOBAHUE reHOMA Genome UNI AENaeT TO Xe, YTO HECKOJIbKO APYTnX

PaHee aparHoctmka pepkux
reHeTMYeCckMx 3a60NeBaHuM
OCHOBBIBASIACL HO MHOXECTBE
nocnegoBATENbHbIX TECTOB,
TAKMX KAK QHQSIM3 HECKOJIbKMX
MYTALMM UNKU CTPYKTYPBI
OTOEeNbHOTO reHa, NaHenemn
rEHOB, MM HA MNOSIHOSK3OMHOM
CEKBEHMPOBAHUM.

[MTouck okoHYATENbHBIX OTBETOB
3dHMMAnN AoNroe Bpemsa U He
Bceraa 6bin yCneLweH.

Tenepb ¢ nomoLLbio
KIIMHUYECKOTO NOSHOrEHOMHOTO
ceksennposanus (WGS) mbi
CMOXEM YCKOPMTb AUATHOCTUKY

M coenaTb ee fonee TOYHOM.

BapuanTsl u Hebonblume geneunn/
BCTABKM C NOBbILUEHHOW TOYHOCTbIO
B TOM YMCIiEe B HEKOAMPYIOLUNX
obnacrax reHoma

Bapmauun uncna konuii reHos (CNV)
- peneumm u aynaukaumm nio6oro
pasmepa

C6anaHcMpoBAHHbIE XPOMOCOMHBIE
QHOMONMU C TOYHBIM ONpeAesieHMEM
TO4YeK paspbIBOB

Yuactku OTCYTCTBUA rEeTePO3UTOTHOCTU
n ogHopoauTenbCkue oucommmn

BapunaHTbl B MUTOXOHAPUAIBHOM
reHome c feTeKkumen rereponnasmmm
Ha ypoBHe > 5%

SKCNAHCUS TPUHYKNEOTUAHBIX
NOBTOPOB AN 23 U3BECTHbIX
3abonesanui

reHeTU4eCKMX TeCTOB, TOJIbKO TOYHEE U 6bICTpee

¢ bonbuwe!
— <& ToJHee!
— < bbicTpee!

— ¢ Aewesne!

Genome UNI — 3to
CEKBEHUPOBAHME BCETO
reHoma (WGS), kotopoe paer
OTBETbl HA BONPOCHI, paHee

OCTaBABLUMECH HEPELUEeHHbIMMU.

Onupascbh Ha NPEeBOCXOACTBO
HOBbIX MOJNIEKYNSIPHbIX
TEXHOJIOrMI, Mbl AEenaem
coBpeMEHHbIe 3HaHUS
B 06nacTi reHOMa [OCTYNMHBIMU
AN BCeEX U B UHTepecax

Kaxkpaoro.



NOJIHOTA NCCJIEAOBAHUA

MNonHoe cexksennpoeanmue renoma (WGS)
B tecte Genome UNI npepcrasnser
BO3MOXHOCTb CAENATb TOYHbIA GHANU3 BCETO

reHoMad naunueHTa 3a ogHO nccnegoBaHuUe.

Genome UNI moxet ugeHtnbuumposats
NATOrEHHbIE OFHOHYKIEOANHTHLIE BOPUAHTHI,
nncepumn/peneumn (in/del), Bapraumm umcna
konuit (CNV), a Takxe cbanaHcMposaHHbIe
XPOMOCOMHbIE QHOMONMM, TAKME KAK
TPAHCIOKALMM U MHBEPCHM, HTO SIBASIETCS
HEBO3MOXHbIM NP MOSHOIK3OMHOM

ceksennposanmnmn (WES).

TOYHbIE PE3YJIbTATHI

Tect Genome UNI obecneunsaet B cpeaHem

30 KpaTHOE MOKPLITUE KAXAOTO YHACTKA reHOMA
u paet boree TOYHbINA Pe3ynLTaT, Yem NofHOe
cekBeHnposaHue sksoma (WES) ¢ nokpsitnem
100. Tect obecneunsaer nokasatenu

anarHoctmkn Ha 20-30 % seiwe, yem WES.

MYBOKUN AHAJIN3

Bonee mowHas GuoHndopmarnyeckas
06paboTKa ¢ UCMONb3OBAHMEM KYPHUPYEMbIX Ba3
LCHHBIX U MPOTNPUETAHBIX ANITOPUTMOB MO3BONSET
TOYHO MPUOPHUTEIUPOBATH KITMHUYECKM

3HA4YMMbI€ BAPUAHTHI.

CKOPOCTb UCCJIEAOBAHUA

Hecmotps Ha To, 4To npu nonHom
CEKBEHMPOBAHMM FEHOMA Mbl MOJTyYaEM
MHOTOKPATHO BonbLuni 06beM MHPOPMALKH,
Tpebytowmi rmybokoro buonHbopmaTUIECKOro
QHONW3Q, BPEMS! BbINONTHEHUS UCCEAOBAHMS

cocrtasnset scero 6 - 8 Hepenb.

MOJTYYUB PE3YJIbTAT
OOHAXbl, UMEEM NMOMNb3Y
CEMYAC U1 B BYAYLLEM

MauueHTsl ByayT nony4aTts nonb3y v B GyayLuem,
MOCKOJIbKY MOXHO MOBTOPHO NPOBOAMUTL AHANM3
OfHAX/Abl MOMYYEeHHbIX AAHHbIX, MPW MOSIBIIEHUM
HOBBIX 3HAHMM O CTPYKTYype M GYHKLMM FEHOMA,
nMbo B Cyyae MosiBAEHHS HOBBIX KITMHUYECKMX

NPU3HAKOB Y NAUMEHTA.

WGS oxeartbiBaet 6onbiue reHos npu 30x,
yem WES npu 100x

CrangaptHas CranaaptHas
cpepHsist ybuHa  cpepHsist ry6uHa

WGS(30x) WES(100x)

30000 —

25000 —

20000 —

15000 —

10000 —

5000 —

Yucno reHos c oxsatom bonee 95%

5 10 15 20 25 30 40 50 70 90 10

CpepaHss rny6uHa (x)

WGS BbisenseT 6onblue MUHCEPLUOHHO-
AeneunoHHbIX BapuaHTos npu 30x yem WES
npu cpeaHei rny6une 100x

CrangaprHast CrangaprHast
cpepHsis ybuHa  cpeaHsia my6uHa
WGS(30x) WES(100x)

-—

E -——— - S~
F g 0,8 —
o =
E o
g3
R 0,6 —
Iw
2 s
o T _
g 04
E g e [€TEPO3UIOTHI

s -
S 0,2 — = = = [OMO3MIOTHbIN
T

O —

[ I R e D
0 25 50 75 100 125 150 175 200

CpepHss rny6uHa (x)



Genome UNI noaxoauT NS BAWnX Mepen TecTupoBaHMeM BpaY U NALMEHT MOTYT 06CYANTL AETANN U NOAYUNTL

6onee noppobHyio MHpopMmaLmio 06 UcCNefOBAHMM Y HALIMX SKCNEPTOR.
nauneHToB, ecnu. 3T0 NOMOIXKET NOHATb MOTEHLUANBHYI0 3¢} PEKTUBHOCTL AAHHOTO TECTA ANS
KOHKPETHOro NAauUeHTa.
DeHoTHN NauMeHTa, AaHHbIe NABOPATOPHbIX

M MHCTPYMEHTANbHBIX MCCIEAOBAHMMA M/ MK CEMENHBIN aHAMHE3 ; } MonHO3K30MHOE CEKBEHMPOBAHME

CBMAETENbCTBYIOT O FTEHETUHECKOM 3abonesaHmu. BkovaeT 92% Bcex 3K3OHOB

Knunuueckas KApPTMHA NAuMeHTa npeanonaraet, 4To
MonHoreHomHOE CEeKBeHnposaHue
TECTUPOBAHME OTAENIbHOIO reHa / naHenn reHoB BpsaA nu oact
BKJIIOHAET:
OKOH4YATEeNIbHblE OTBETHI.

*  DK3OHbI

Heobxoanmo nposect anbpepeHUMasnbHYIO AMATHOCTUKY *  Wutposi

C WWMPOKKUM CNEKTPOM HACNEACTBEHHbIX 30601EBAHMN.
° MexreHHble yyacTku

3 [pyrue tectsi He BhiIsBMAM NpHuKHYy 3060n€BAHMS. * HetpaHcnupyemsbie pernonsl (UTRs)

Genome UNI teneps siBnsieTcsi raBHLIM B CEPMM TECTOB A1 NOMCKA NPUUMH Genome UNI BkniouaeT camblit NOnHbIA KMHWYeCKuit BUOMHbOPMATUYECKMI
reHeTMYECKOM NATONOrMM, KOTOpPbIE YXXe AOCTYNHbI B nabopatopuu [eHomen. QHANU3, KOTOPbIN BLISBNSET BCE PENEBAHTHbIE BAPUAHTLI AN1S NAuMeHTa

Mpu atom WGS siBnsietcst 6onee BbiCTpbIM M SKOHOMUYECKM 3G DEKTUBHBIM € NOAO3PEHMEM HO FEHETUYECKYIO NATONOTHUIO.

MCCnenoBaHUEM.

MonHoe
Knuuuueckoe

CeKkBeHMPOBAHVE NAHenel reHoB CEeKBEHUPOBAHUE Genome UNI

CEeKBEHMPOBAHWE 3K30OMa e

MokpeiTe KoAUPYIOWMX YHACTKOB PaeHomepHoe, Tonbko B obnactu PasHomepHoe
HepasHomepHoe HepasHomepHoe
reHoMa 3K30HOB MCCNEfyEeMbIX FEHOB no BceMy reHomy
Mouck BapMaHTOB B MHTPOHAX = - = +
Mowuck Bapuantos MmTAHK - - = +
Onpepenenne CNVs c Bbicoko# +
TOYHOCTbIO = - -
Onpepenexne sKcnaHcmm +
TPMHYKNEOTUAHBIX NOBTOPOB - - -
BeposiTHOCTb BbISIBAEHMS MPUUMHBI
3a60neBaHMs Np1 NOBTOPHOM Huskas Huskas Cpepnsis Bricokas
QHONM3e AAHHBIX
3abonesaHus ¢ NpenMyLLECTBEHHBIM Mopozpenue Ha CekseHnpoBaHue B kavectBe Tecta nepBoi
NOPAXEHUEM OfIHOM CHCTEMBI onpepneneHHyto npobaHpa Mnu FIMHUM Y NALUEHTOB
OPraHOB MM OAHWM BEAYLLMM reHeTMYecKyto poautenei (tpuo) € NPU3HAKAMMU
MoKa3aHHS K MCCRERoBAHHMIO CMMMNTOMOM, KOTFAid OMpeAeneHbl reHbl naronoruio, Koraa AN TOUCKA FeHOB HacneacTBeHHOro
ACCOUMMPOBAHHBIE C PEHOTUMNOM apyrve metoasl (aHanus kangupartos (GUS) npu 3abonesaHus unu
OTAENBLHOTO reHa UK OTCYTCTBMM MATOTEHHBIX NpU OTCYTCTBUM
naHenu) HepoOCTyMHbI BOAPMOHTOB B KIIMHWU4ECKM cneuunduyeckoro
3HAYMMBIX FeHaX deHoTuna.
NoBbilleHHOE NOKPbLITME TAPreTHbIX Het pekomeHpoBaHHoro He obnapaer Bonbluoi 06bemM AaHHbIX
Y4QCTKOB reHOMA MO3BONSIET Sylle nepeyHs KIMHUYECKM Npe1MyLLECTBAMM NPH TpebyeT ucnonbzoBaHms
IHpyrue ocobenHocTn BLISBMTb OAHOHYKNMOTHAHBIE M in/ del 3HAYMMbIX FEHOB CEKBEHWUPOBAHMM TOJLKO AOMOJTHUTENBHBIX
BAPMAHTbI npobaxaa BbIYMCIIUTESNbHBIX
pecypcos

AHAJIN3 OAHHbIX

[ns aHanM3a AGHHBIX UCMONb3yeTcsi NPOdECCHOHANbHBIA AATOPUTM M NAMMAGAHH, Monyuas otyer nabopatopuu Bceraa ecTb PUCK TOTO, YTO HEKOTOPBIE KIMHUYECKH

Pa3paboTaHHbIN B COOTBETCTBMM C TPEBGOBAHMAMU NPOdECCUOHANbHOM 3HQYMMbIE BAPMAHTLI HE NOMANM B OTHET. Tenepb BPAY MOXET yBUAETb BCE

accounaummn megmumnHcknx reHetmkos (ACMG) 1 accoumaumnm KnMHUYecKMx HaMAEHHbIE BAPUAHTbI B IMYHOM KABUHETE M OLEHUTb X 3HAYMMOCTb ANs

natonoros (CAP) CLLIA, 1 BkntouaeT BO3MOXHOCTb GHANM3A AAHHBIX € YHETOM NALMEHTA CAMOCTOSITENBHO.

$popmannsoBaHHoro onucanms ¢peHotuna B TepmmHax HPO. AnHortauus

BAPMAHTOB NPOBOAMTCS C UCMONb3OBAHMEM OTKPBITHIX M KOMMepUeckux 6a3 Mmes peHOTUN NaumeHTa, YTO Ha3bIBaeTCs «nepen coboii», BPaY TouHee MOXeT

aauubix (HGMD), a Takxe cobcraeHHoi 6asbl ganHbix GENOMED. onpeaenuTb 3HAYMMOCTb NOTEHUMANLHO NATOTEHHBIX BAPUAHTOB, MONYYUTH
yBEPEHHOCTb B TOYHOCTM NABOPATOPHOM AUATHOCTUKM M BLIBPATh NPABUIBbHY IO

Crporuii nopxop K oueHKe Ka4yecTsa n060paTothlx AAHHBIX NPU CTpaTer1io Ang NOCTAHOBKM OKOHYATENbHOFO AMArHO3a.

MCNONb30BAHMM NPOPECCHMOHANBHOTO NANMIANHA NO3BONSET HE TONLKO

NOBLICHTb BbISBASEMOCTb BAPUAHTOB, HO M M36eXaTh OIMEOK KOTOpbIe MOTYT B 10 e Bpems, BCceraa ecTb BO3MOXHOCTb OBCYAMTL KOHKPETHbIE BAPMAHTHI UM

BO3HUKHYTb HO CTAAMM CUKBEHCA M CHU3UTb BEPOSTHOCTb JIOXXHOMOMOXMTENbHbIX NaLMEeHTOB BO BIAMMOAEIMCTBMU cO cneunanictammn Mepmko-renetnyeckoro

pe3ynbraTos. UeHTpa ((reHOMeA» MHAHBMHYUHI:HO Unnu B pOMKUX npoekrta «KOHCMHMYM».

MpH HEOBXOAMMOCTM Mbl NPEAOCTABASEM AOCTYN KO BCEM AQHHBIM CMKBEHCA Hayuurtbcst camocTosnTenbHO QHANM3MPOBATE AGHHbIE MOIEHOTEHOMHOTO

naureHTa B yao6Hom ¢popmare Hepes nnuHbIi KabuHeT Bpaya. cukseHca Bel MoxeTe B pamkax npoekta «LLkona reHetuim».



ycnosuna TECTUPOBAHUA TPEBOBAHUSA K OBPA3LIAM

LENIbHASl KPOBb

Tect Genome UNI MoxeT 6biTb Ha3HaueH

> BMOOBPA3EL} He MeHee 2 mn BEHO3HOM KPOBH.
BPOAYOM-TEHETUKOM MK BPAYOM ApPYIroit
HAMPABJIEHUE HA e e ecrae ¢ ans (BosmoxHo mccnenosanme apyrux o6pasuos
NeuManbHOCTH B COTPYAHUYECTB
MCCNEAOBAHUE WUCCIIEAOBAHMS no cornacoeawuio ¢ naboparopueit)
BPQAYAMU-TEHETUKAMM MM CMIELManUCTAMM
no 1a6OPATOPHOM reHETHKE
B npobupky c DTA. He nonyckaetcs
3ABOP OBPA3LIA P PKy n Aomy
MCNONb30BAHWE NPOBUPKM C renapuHOM
Tect Genome UNI npoeoautcs
C MCNONb30BAHMEM CEKBEHATOPA XpaHuTL NPy KOMHATHOM Temnepartype
HOBOTO MOKOMEeHMs, 4To obecneunsaeT Win B NPOXJIAAHOM MecCTe.
T NapannenbHLI aHANM3 MHOXeCTBa XPAHEHVE U HE 3AMOPAXMBATb!
$parMeHToB reHoma. TPAHCMOPTMPOBKA
O6pasew, gonxeH bbiTb AOCTABAEH
KnuHnueckas MHTepnpetaums npumeHsercs 8 nabopatopuio «[eHomen» B TeueHme
A5 ONpeaeneHus 3HQ4YMMbIX BOPHUAHTOB Tpex AHel nocne 3abopa matepuana
OHK
I PR AL P MAHUMANHOE 100 MK BLICOKOKQYECTBEHHOM
NOATBEPXATIOLLEE TECTUPOBAHUE ANs reHomrHol HK ¢ KoHueHTpauueli
BCEX KIIMHWUYECKM 3HAYMMbIX BAPUAHTOB KOJIMHECTBO
P 10-100 Hr/mkn
NMOATBEP)KOAIOLLIEE C MCNOJIb30BAHMEM CEKBEHUPOBAHMSA
TECTUPOBAHUE no CaHrepy, XpPOMOCOMHOTO >
XPAHEHME U XpaHUTE NpY KOMHATHOM TeMnepaType

MUKPOMATPHUYHOIO AHANMU3A UNU JPYTUX
P o TPAHCTIOPTUPOBKA VT VNN, ToTey 4 o a N TeY YWY =Ter

KINMHNYECKN MPUEMNEMBIX METOA0B

sanuoaumn

O6pasubl AOMKHBI BbITh HAMPABAEHBI NO AApecy:
* . Mocksa, MNoponbckoe wocce, gom 8, kopnyc 5
CPOKU PesynbTathl TeCTMPOBAHMS rOTOBLI B TEYEHME (MeTpo TyﬂbCKQﬂ)

TECTUPOBAHUSA 6-8 Hepenb nocne nony4eHns obpasLos
3a60op 06pa3LOB BO3MOXKEH B OAHOM M3 HALUMX

pPermoHasnbHbIX °¢MC°B B ciegylowmnx ropogax:

* . Mocksa, Moponbckoe wocce, 8, kopnyc 5
Koraa mel nposogum aanus JHK * . Cankr-letepbypr, yn. lopoxosas, a. 69, aut. A
NALMEHTA HO KOHKPETHOE reHeTYeckoe * 1. Poctoe-Ha-[loHy, yn. Kosnosa, 65e
3a60neBaHKE BO3MOXHO OBHApPYXeHWe e . [Mepmsb, yn. Mupa, 94

CINYYAMHbIE Cnyy4aiHbiX Haxopaok. B aTom cnyuae mbl e 1. Exatrepunbypr, yn. lOmaweea, 10

PE3YJbTATbI COOBLLMM BAM BCE KIMHUYECKM 3HQYUMbIE * . Kasamb, yn. Mpodeccopa Kamas, 8A
pe3aynbtathl. Mbl coBeTyeM nonyuutb o

r. Yensburck, npocnekt JlenuHa, gom 18

AONONHUTESIbHYIO KOHCYNbTALMIO HALLINX ° r HOBOCM6MPCK yn BGTYTMHG 28
. v . ’

CMeuuan1cToB Mo STOMy BOMPOCY. * . Comapa, yn. Benueka, 21
N ’ N 1

* . Bonrorpag, yn. lorons, 4
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CekBeHupoBaHMe MponpuetapHbii Bannpaums 3aknioueHune
reHoma 61onHpopMaTHHECKMIt pesynbTaTos BpaYa-reHeTMKa
anropmT™

HazHnauamte Genome UNI!
MaBHBbIM TECT AN9 NOUCKA reHeTUYeCcKou NAToNIorum



