WNccneposaHue «MOJTHbIA 3K30M»
Ha3HaYaeTCA B CllyYasx:

-Ecnn Bpay nogo3peBaeT y nauneHTa HacneaCcTtBeH-
HYI NMaTonoruio, ana oNarHoCTnKn KOTOpOM
He pa3pa60TaHo OTAENIbHbIX T’EHETUYECKUNX
TeCToB.

- Ecnu TpebyeTca MoneKynsipHoO-reHeTuyeckoe
noATBepPKAeHVe ArnarHo3a, a 6onee yskocneymanu-
31IPOBaHHbIE TECTbI HE CMOTJIN BbISABUTb MPUYMNHY.

Takoe MOXeT 6bITb, eC/I y NaLMeHTa METCA
peakue MyTaumuy, He BXOAsLLME B COCTaB OObIYHbIX
IVAarHOCTMYeCKMX HabopoB.

AHQA/1U3 NOJTHO20 3K30MA NOMOXKEM 8blA8UMb peaKue,
ad Makxe He ONUCAdHHble 8 HGyLIHOLj Jlumepamype
Mymauyuu, HO moJibKO npu Haau4uu KJIUHU4Yeckou
KameHbI3a60/76‘6(ZHUFIy nayueHma.

- Ecnn 3aboneBaHrie MoXeT ObiTb BbI3BAaHO MyTaLUAMU
B HECKOJIbKUX reHax.
B Takom cryuyae cekBeHMpPOBaHMe NOMHOro 3K30Ma
6yneT apdeKTBHEE CEKBEHNPOBAHNA BCEX STUX
reHoB Knaccnyeckum metogom (no CaHrepy)
Mo OTAENbHOCTU.

]| GENETICO.RU

MNonHo3K30MHOe CeKBeHMpOBaHME B ArarHoCTnyeckom
NPaKTUKe NnoJiyuymno WnpoKoe pacnpocTtpaHeHne

BO BCEM MMpPE 3a CYET 6ECI'Ip6L|,ELI,eHTHOFO obbema
noJiy4aeMbIX AaHHbIX O reHOTUNe naymeHTa

B CpaBHeEHNWN C TPaANLNOHHbIMI MeToaaMW.

MOYEMY GENETICO

Ecd Hosenwee
G!ﬂ!a coBpemeHHoe 060pyaoBaHe

[na nccnenoBaHWi CNONb3yeTCsA BbICOKOMPOU3BO-
ouTenbHoe obopynoBaHme komnaHum lllumina,
CO cpefHVM noKpbiTuem ot 100X

Cob6cTBeHHan
nabopatopusi NGS

Next generation sequencing - ceKBeHNpoBaHMe
HOBOTO MOKOJIEHNSA

o

Oo MexayHapogaHble
o
K CTaHAapTbl KayecTBa

MonTBepkaeHue pe3ynbraToB MeTofom CaHrepa
ANA MyTaumii, aCCOLUNPOBAHHbIX C KITMHUYECKON
KapTyHOW 3a60neBaHiA Y NaUneHTa,

BKJIIOYEHO B CTOVMOCTb

{3_} OTnakeHHas
{"} cucTeMa NorncTuka

Mbl paboTaem co Bcemu pervioHamu Poccum
1 CTpaHamu GNIVXKHero 3apy6exbs

CneumnanuncTtbl C MHOTOMETHUM OMbITOM
paboTbl B 0611aCTU reHeTUKN

Bpauun-reHeTnKM MomoryT B Bbibope MeToANKN
nccnefoBaHmA 1 pa3paboTaloT fanbHENLWNIA
nopafok gencrenin. KoHcynbtauma Bpava
MOXeT ObITb MPOoBeAEHa OHMANH
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CekBeHMpoBaHMe
MOMIHOrO 9K30Ma

UTeHure Bcex 3K30HOB, T.e. 6eNIoK-KoaMpyoLLmxX
YYaCTKOB B reHome. Y yenoseka okoso 180 000
5K30HOB, YTO coCcTaBnAeT NnpuMepHO 1% ot
pa3mepa reHoma, Unun NpruénmnsnTenbHoO 30 MITH.
nap HyKneoT1aoB..

Mpwn 3ToM NprMepHO 85% N3BECTHbIX OTKIOHEHUN,
BbI3blBalOLMX HACNEACTBEHHbIE 3a6051eBaHNA,
NPOUCXOAAT UMEHHO B 3TOM YacCTM reHoma.
MosTomy nccnegoBaHme 3Kk30ma ABNAETCA

3P PEKTUBHBIM 1 BaXKHbIM MHCTPYMEHTOM
reHeTUKK, a TakKe 3aMeHAeT JoporocTosLyme
aHanM3bl OTAESIbHbIX FreHOB.

BakHenwas 3agava
reHeTUYEeCKOWN ANarHOCTUKN

YcTaHOBNEHVE HEMOCPEACTBEHHOW MPUYNHDI
3a6051eBaHNA Ha ypoBHe n3meHeHuin B JHK.

STO NO3BOJAET HE TONIbKO YTOUHUTb KINMHNYECKNIA
JVarHo3, Ho 1 JAéT ceMbe NaLNeHTa BO3MOXXHOCTb
MOJIHOCTBIO UCKNIOUYNTD PUCK 3aboneBaHWA

y OyayLinx fetel ¢ NOMOLLbIO MPenMMIaHTaLm-
OHHOrO reHeTnyeckoro TectnposaHma (M)

WA NPeHaTanbHOWM AUAFHOCTUKM.

MpubnuzumensHo y 25% nayueHmMos ¢ MOHO2€eH-
HbIMU 3a60/1e8aHUAMU MOJIEKY/IAPHbIU OUA2HO3

He Moxem 6bImb YCMaHo8 1eH K1accudeckumu
memodamu. MHozaue HaciiedcmaeHHsle 60/1e3HU
umerom 2emepozeHHyo NPUPoOy: 3Mo OMHOCUMCA
KaK K peOKUM, mak U cpdsHUMesibHO pacnpocmpa-
HEHHbIM NAMOJ102UAM, MAKUM KAK HelpOoCeHCOpHas
mya0yxocms, Hep8HO-MbluieYHble 3a60/1e8aHUS,
nuameHmMHbIU pemuHuUm.

B no0obHbIx ciydasx 0717 8vlAgaeHUA Mymayuu
mpebyemcs NpoaHaAU3UpPo8amMb HeCKOJIbKO
0ecamkos, d uHo20a bosiee COmHU 2eHO8 - 3d0duyad,
pewidemas Memooamu 8bICOKONPOU3800UMesTb-

HO20 2eHOMHO20 aHasu3sa.

@ %» 0000000

93% 77% 36%

5 NpUYnH

?8 CoBpemeHHOe
L obopypoBaHue
Ana nccnegoBaHma Ucnonb3yeTtcs o6opyaoBaHve

komnaHuu lllumina, BbicoKoNpon3BoOAUTENbHbIE
CeKBEHaTopbl:

‘NovaSeq 6000 Illumina
-‘NextSeq 550 Illumina
-MiSeq Illumina

) MNoaTBepKaeHHOoe
2 KauecTBo

Ba’kHbIM MOKa3aTeniem KauecTBa CEKBEHMPOBaHUS
CUMTaeTcs NoKpbITHe (ry6uHa CeKBEHPOBaHNA) —
KOJIMYeCTBO MPOYTEHUI KaKLOro aHanM3npyemoro
y4yacTKa, KOTOPOE MO3BOJISET BbIIBUTb BO3MOXHbIE
OLINOKYM CUMTBIBAHVIA HYKJIEOTULOB.

[MonHO3K30MHOE ceKBEHMPOBaHNE peKkoMeHyeTCA

NPOBOANTb C FYONHON NOKPLITUA HE MeHbLue 60X.
CoBpeMeHHble cekBeHaTopbl 0becneunBatoT ryouHy
nokpbITns 100x 1 6onee, N03BONAA NPOYECTb

[aXke CNOXHble yYacTKM reHomMa.

RSON

KOHCyJ'I bTalnA reHeTnKa

a4

JNa6opaTtopua Genetico NpeaoCcTaBAsSET KOMIMIEKCHYIO YCIyry
Mo MOWUCKY HacNeACTBEHHbIX 3a60NeBaHNN COBPEMEHHbBIM

1 3G PEKTNBHBIM METOLOM MOSTHOIK3OMHOIFO CEKBEHUPOBAHUS,
B COYETaHWUM C ry60KUM BMOMHPOPMATNYECKM aHaN30M
JaHHbIX 1 KJIMHUYECKOW VHTEPRPeTaLnen pesysbTaToB.

NonHbIf 3K30M BKIOYAET B cebs BCe KoavpytoLLme NocneoBa-
TeNIbHOCTY, @ 3HAUUT, TaKMe AaHHbIe MOXXHO 1 CMYCTA FoAbl
aHaNM3npPoBaTb 6MONHGOPMATUUECKMMN METOAAMM C LIENbIO
NOWNCKa HOBbIX, paHee HEN3BECTHbIX MPUUUH 3aboN1eBaHNI,

a CaMO CEeKBEHUPOBaHVe nepefenbiBaTb He HYXKHO.

noyemy Bpauy PEKOMEHAYOT NPOBOAUTD
nccnenoBaHuA B nabopatopum Genetico

o 4:) MHAI/IBI/IAyaJ'IbeIIZ noaxon K Kaxxgomy

(\7 ©  KAMHWYECKOMY CITyyalo

B kaxxgom cniyyae, Mbl aHanu3npyem pesynbrathl
CEKBEHMPOBAHMA C YY4ETOM UHANBMAYASNbHbBIX
0COBEHHOCTEN: CEMENHbI aHaMHe3, BO3pacT
MaHudecTaumm, faHHble BpauyebHOro ocMoTpa

1 OPYryX NabopaTopHbIX UCCIIeAOBaHNIA.

[na Bawero yno6cTBa, No KaXkAoW BblABIIEHHOW
MyTaLWK, Mbl NpefoCcTaBisemM OnuncaHme KnmnHu-
YeCcKoW KapTMHbI aCCOLMNPOBAHHbIX 3aboneBaHni
CO CCbIIKaMM Ha MeXAyHapoaHble 6a3bl aHHbIX.

Cob6cTBEHHbIE MeAULIMHCKNE
3aK/0YeHNs

NHTepnpeTaunio AaHHbIX NPOBOAUT KOMaHAa
OMbITHBIX 6BUONHPOPMATUNKOB 1 KIIMHNYECKNX
Bpauen nabopatopum Genetico.

Mo3ToMy Mbl MOXKeM rapaHT1POBaTb TOUHOE,
KOppeKTHOe NpefocTaBrieHre pe3ynbTaToB

B TO popMe 1 B TOM TEPMUHONOMNK, KOTOpas
NPVHATa B POCCUNCKON KIIMHUYECKOW NMpaKTUKe.

[lna nHTepnpeTaumn pe3ynbTaToB aHanM3a YacTo TpebyeTca KOHCYNbTaLus Bpaya-reHeTurKa.
M Mbl npegocTaBfifiem Takylo BO3MOXHOCTb Kak OUHO, TaK 1 OHMaliH B PeXXMME Bpay-nauyieHT Uiy Bpad-spay.
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