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COTPYOHWYECTBO C KPYMHEVWWM MEOVLIMHCKMI LIEHTPAMY

IMMONPYROWNE NMO3NLUNIN HA PbIHKE

BbicokMIn ypoBeHb NpodheccnoHan1amMa NnoaTBePXXAeH NapTHEPAMU U KITMEHTaMM

MHoronpoubHbIA MEANLIMHCKNA ®rBHY «MennKo-reHeTn4ecKumin BY3 «[I'Kb No13

[pynna KkoMnaHun «MaTb 1 guTs»

XONANHI «CM-KNNHMKa» HayYHbIA LeHTp» M. H.®. drnaTtosa»

N MHOIME OPYTUE...

EBpONencknm MeanLMHCKNN NHcTuTyT [eTckom HeBponormm ®rbY «Poccuinckas neTckas
ueHTp (EMC) 1 Inunencum uMmenn C. Jlykum KNMHMYeckas 6onbHULa» M3 PO

MbI cylecTByeM B MHTepecax naumeHTa. Yenosek, ero 300poBbe, cHacTbe U 6raronosnyyme, yBepeHHOCTb B 3L0POBOM byayleMm Ans

cebs n cBoen CeMbM — MPUOPUTETHAA 3a4a4a A8 KaXA0ro U3 Hac. Mbl NPUMEHSEM NyYllne LOCTMXKEHUS MUPOBOW MEANLIMHCKOM
NPaKTUKK, 06y4asch N COBEPLUEHCTBYACH B BEOYLWMX LEHTpax Mupa.




TEXHOJOI M TEHOMHOI'O AHAJIN3A

Cob6cTBeHHas nabopaTopusi, Nydllne cneumanmcTbl, CaMoe CoBpeMeHHoe 060pyaoBaHMe, CEMUHAPLI U BEGUMHApPBI, aBTOPCKME CTaTbU

MeTo[ onpeneneHna HykneotTua-
HOM nocnepoBaTenbHocTM [IHK
1 PHK. TecTnpoBaHue ncrnosnb-
3yeTcsa ANd OOHOBPEMEHHOr 0
aHanmsa Noc1efoBaTeIbHOCTEN

60MbLIOrO KOIMYECTBA FEHOB UIN

BCero reHomMa

KopoTkune cpoku
npoBefeHUs
nccnepoBaHNM

TapreTHoe
CEKBEHUpOBaHMe

MeTon, No3BONSIOLLMIA C BbICO-
YaKLlen TOYHOCTBIO ONpPenenaTh
M3MEeHeHVe NocnenoBaTenbHOCTH
HYKJ1€OTUIOB B MCCleayemMoMm
y4acTKe reHoMa, YacTo Mpu Ha-
JIMYUM MPU3HAKOB KOHKPETHOI O

3a601eBaHus

dnoopecueHTHas

rmépuamnsaums
in situ (FISH)

HanexHbin MeToa onpeneneHus
XPOMOCOMHBbIX HapYLIeHWIA
B OMpefeneHHbIX Y4acTKax reHo-
Ma. Vlcnonb3yeTca B KIIMHUYECKOWN
reHeTvKe, NpeHaTanbHoOM AnarHo-

CTUKE N OHKOJ10Ir N

Bo3MOXHOCTb NpoBecTU

aHanm3 a4 nauneHTa U3

noboro ropoga Poccum

MonHOreHoOMHbIM MeToa Ans onpe-
neneHnst HecbanaHCMPOBAHHbIX
CTPYKTYPHbIX MEPECTPOEK XPOMO-
COM. Vicnonb3yeTcs B NOCTHATasb-
HOW, MpeHaTanbHOM AMAarHOCTUIKE,
B AMArHOCTVKE NPUYMH NoTepwu

6epeMeHHocm n B OHKOJIOTMA

becnnaTHas Kypbepckas
JOCTaBKa 3aKJIloYeHUn
rno Bcen Poccum

MeTo[L WMPOKO UCMONb3yeTcA
B OMONIOMMYECKMX NCCNefoBaHMUSAX,
a TAKXe B Me,EI,I/ILI,I/IHCKOI?I NMPaKTUKe

0S8 OMArHOCTUKIK 3a601eBaHnin

NHdopmMaumoHHas
nopaep»ka 24 yaca




HATPABJIEHWNA OEATEJIbHOCTW

Halwa Munccusa 3aknwyaeTcs B npenocTtaBJjieHNN BpadaM U rNnaumeHTaM KOMIIJIEKCHbIX

N 3KOHOMUNYECKN 3C|3C|DeKTI/IBHbIX reHeTUYECKNX UCCNEeaoBaHUN

HACJIEACTBEHHBIE
3ABOJIEBAHUA U
XPOMOCOMHAA
NATOJIOIUA

FEHETUKA U 30OPOBbE

JlabopaTopHas onarHocTmka OueHKka pu1CKOB pa3BUTKA
HacneacTBeHHbIX 3ab6o1ieBaHUN, HacneacTBeHHbIX 3ab6oneBaHnmn
MUKPOAENELMOHHbIX CUHOPOMOB, ABNAETCA NepBbIM Warom K nobepe
HOCUTENbCTBA MyTaLUM Hag HUMU




HEVMHBA3MBHbIN MPEHATAJTbHbIN CKPUHUHI

be30nacHbIN 1 TOUHBIM TECT C 9 Hele b bepeMeHHOCT M

HenHBasVBHbIM NpeHaTanbHbIM CKPUHWHE - 3TO BbICOKOTOUHbIM 6E30MaCHbIN HEMHBA3VBHbIN
OHK-TeCT, KOTopbI A3eT BaXHYIO MHADOPMALIMIO O HEPEMEHHOCTM Ha PAHHEM CPOKE.

HEWHBA3MBHOE OIPELEJIEHWE MOJIA TJO0A

TecT Ha onpepeneHe nona dyaywero pebeHKka

HerHBasmeHoOe onpeneneHue nofa nioaa - 910 reHeTn4eckm 1abopaTopHbI MeToA
AVArHOCTUKK, NO3BOSMSIOLMM MO KPOBW MaTepu onpefeniTb Nof MioAa Ha PaHHUX CPOKaXx
6epeMeHHOCTU C TOYHOCTHIO 10 99%.

HEWHBA3VBHOE OlNPEOEJTIEHNE
PE3YC-®AKTOPA TIJ100A

bbiIcTpoe 1 6e3onacHoe VICCeaoBaHye

Pe3yC-KOHMIIMKT — 3TO CEPbE3HOE OCTOKHEHE 6EPEMEHHOCTU, KOTOPOE B HEKOTOPbIX CIIy4asix
MOMET MPUBOANTL AaXe K rbenn nnoaa.

Ecnu 6yaywmm pebeHok MMeeT OTPULIATENbHbIM pe3yCc-dakTop, Kak 1 MaTb, PUCKa pesyc-
KOHMDIMKTa HET. HemHBasMBHOE onpeneneHmne pesyc-daktopa nnoaa ABnseTCs TOYHbIM

1 6€30MacHBIM UCCNENoBaHMEM, PE3YIbTaT KOTOPOrO MO3BOAAET ONTUMMUIMPOBATL TaKTUKY
BeeHUA 6EPEMEHHOM MEHLLMHBI.

HEVNHBASVIBHAA [TPEHATAT IBHAA

HAATHOCTIKA




KIMMHNYECKOE CEKBEHNPOBAHWE

CaMbl COBPEMEHHbIM METOL, AMArHOCTUKIM HACNEACTBEHHbBIX 3a60/1EBaHUM

} TapreTHoe } MonHOreHoMHbIN > CekBeHupoBaHue } MaHenn
ceKBeHUpoBaHue aHanus 3K30Ma reHos
KOHKpeTHble obnacTu MaKCHMasbHO MOSHbIN BbiAB/IEHME MyTaLMN Pa3paboTaHbl
reHoMa Ui OTAeSbHbIX Habop [aHHbIX O CTPYKType B [IHK, KoTOpbIe 005 OMarHOCTUKM
reHoB reHeTr4eckoro Matepuasna ABMNAIOTCA NPUHMHON rpynn 3abonesaHnin,
HacneacTBeHHbIX 60NE3HEN,  06beAMHEHHbIX KAKUMU-TO

npeapacnoiOXXeHHOCTH OOUWMMK CUMMTOMaMM
K 3a60M1eBaHNAM

XPOMOCOMHbIN MUKPOMATPUYHbLIA AHATNS

BbiiBIEHME HAPYLWEHMIN CTPYKTYPb! YiCa XDOMOCOM

} XMA TapreTHbIn } XMA cTaHpapTHbIN } XMA paclumpeHHbIn

JlabopaTtopHoe NoaTeepxaeHve [narHoCcTuKka BCex 1N3BECTHbIX Bce Menbyaniuve CTpyKTypHble

CcneummryecKkmnx CMHAPOMOB MUKPOAENELMOHHbIX CYHAPOMOB 1 HaPYLWEHNA Kak CPean y4acTKoB
CUHOPOMOB, CBA3AHHbBIX C @yTOCOMHO-  C M3BECTHOW KIIVHUHYECKOM
LAOMUHAHTHBIMK 3a6011€BaHUAMMN 3HAYMMOCTBIO, TaK U cpedy Apyrux

Y4aCTKOB reHoma

CKPUHNHI HA HACJIEACTBEHHbBIE 3ABOJIEBAHUNA

[epBbii War K 300p0BOMY pebeHKy

} 5 3a6onesaHun, 101 3aboneBaHue, 2500 KNMHMYECKN 3HAUUMBIX
15 MyTaumn 400 MyTauwmit reHos, 20000 MyTauwii

HACJIELACTBEHHBIE SABOJIEBARHIA

N XPOMOCOMHAHA TTATOJTO! A



HACIEOCTBEHHbIN PAK

BbisBIEHME MyTaLMM, OTBEYAIOWIX 3@ PA3BUTME HACNEACTBEHHBIX (DOPM PaKa

5-10% BCex Clny4YaeB paka HOCAT HaCNeACTBEHHbIN xapakTep. MHhopMaumsa O Hamymm y
naumeHTa MyTaumm, OTBeYaloWLX 38 Pa3BUTME HACTIEACTBEHHbBIX (DOPM paka, MOXET NMOMOUYb BpaYy
OUEHWTb PUCK Pa3BMTUA 3a00NEBaHNA, @ Takke 0acT BO3MOXKHOCTb OOCYANTb C NaUMEHTOM Mepsbl
MO paHHen OMarHOCTVKe MW NPeaoTBPaLLeHMIO 0OPa30BaHKsA OMyxXOsu.

MOJEKYTAPHbLIV MPO®WINb OMYXOJN

[penckasaHme aMmeEKTVBHOCTM NPOTMBOOMYXONEBOM Teparni

OHKOKapTa: 1MarHOCTUYECKIIM TECT, OHKOCKaH: XpOMOCOMHbIM MUKPOMaTPUYHbIN
OCHOBaHHbI Ha MeToae cekBeHVpoBaHua OHK aHanv3, NO3BOSAOLWMM ONPEAENUTL HanMune

M HaMpPaBMEeHHbIV Ha BbIfBNEHWe MyTaumi B 50 neneunm 1 aMnimukaumi 1 BbIABATL YHaCTKM
reHax, aCCoUMMPOBaHHbIX C Pa3BUTMEM DaKa. C NOTepey reTepo3nroTHOCTM B OMYXON.

WIHgbopmaumsa o HanM4Ymm B OMyX0sm MyTaumm 1 06 U3MEHEHN YACIIa KON ONpeaesIeHHbIX reHOB MOXET MOMOYb
BPA4y OLEeHUTb MNPOrHO3 pa3BUTUS 3a60/1€BaHUA 1 BbI6pATb Hanbosiee achheKTUBHYIO MPOTUBOOMYXONIeBYI0 Tepanuio.

KXNOKOCTHASA BUOTNCUNA B OHKOJ10I A

HOBaA HeVHBAa3MBHAA TEXHOSIOMMA OeTEKUMMN OrnyxoJeBbIX 6MOM8DK€DOB B KPOBM

CancerDetect CancerMonitor

PaHHsAsA AMarHOCTMKa Pas3BMTHAS OMyXOny MOHWTOPWHI Pa3BUTKSA OMYXOSIU, a Takxke

Y NaLUVEHTOB, BXOAAWLX B FPYNMY BbICOKOrO onpepnenenHe adeKTUBHOCTU Ha3Ha4aeEMOWM

prcKa 06pa3oBaHKVIsA paka. Tepanun y 605bHbIX C AMArHOCTUPOBAHHbBIM
PaKOM.

O6a TecTa npenycMaTpuBarT MOSIEKYIAPHOE UccenosaHvie AHK a5 BbisBaeHWsS MyTaLuii,
acCoUMMPOBAHHBIX C PA3BUTUEM OIMyXOJIN.

ORKOJIOI VA




YcTaHOBIEeHMEe OTLUOBCTBA CpoOu4Hble nccnepoBaHus,

VIP nccnepoBaHumsA

OTBET Ha BOMpOC,

BOJSTHYIOLIMIA MHOT X Lna Tex

KTO CrewmnT y3HaTb

YcTaHoBJIeHMe MaTepUHCTBA
BO3MOXHOCTb aHOHUMHOIO

I KayecTBeHHbIN, YOOOHbIN, nposeneHnsa nccrnenoBaHmA
HaOEeXHbINA TecT

I Mbl Ha CTpayxe Bawew

YcTaHoBneHmne poacTea C KOHCMAEHLIMABHOCTY

LPYrMMU YfieHaMn ceMbU
[MpoBeneHue aHanmsa no

Pe3ynsTaT, KOTOPOMY HeSb34 peweHuto cyna
I He NMoBepUTH

I MNpu3HaHWe pe3ynbTaToB CYAOoM —
MﬂleHTMCl:)MKaU.Mﬂ J'”/lLlHOCTM [MOKa3aTesIb BbICWEro Ka4ecTBa

¥ 6e3ynpeyHon penyTaLmm
Mo Habopy reHeTUYeCKnxX I v peryren
MapKepoB

KaXaplin YenoBeK yHUKaeH.
Mbl 3HaeM 3TO HaBEPHAKA

YCTAHOBJIEHE OTLIOBCTBA 1 POLCTBA




NPEMMIMNNAHTAUMOHHOE NEHETUYECKOE
TECTUPOBAHWE (MNI'T) SMBPNOHOB METOOOM
NEXT GENERATION SEQUENCING (NGS)

[03BOMSAET ONPENENUTL FeHETUHECKMI CTaTyC aMOPK1OHa, NyTeM aHan1sa Ymca Beex
XPOMOCOM, [10 NepeHoca B NOSIOCTb MaTKM, 1 B MOCAEAYIolEeM PDOAMUTL 3A0POBOMO Masblla.

[Moka3zaHua K [NI'T: Mpenmywectsa MNINT
MeTonoM NGS:

CaMonpom3BOsbHbIE BBIKUABILIN . [o3BonseT NpoaHan 3npoBaThL BCE XPOMOCOMBI
aMOpPMOHa C TOYHOCTBIO CBbIle 99,98%

Bo3pacT eHuwyHbl 6onee 35 net

HepassuBatowmecs 6epeMeHHOCTH
CHWXAET PUCK POXKAEHMS pebeHKa C XPOMOCOMHBIMM

Bo3pacT My»xunHbl 6onee 40 net
aHoManVAaMKM (HanpuMep, ¢ CMHOPOMOM [ayHa)
HekoTopele hopMbl MyXCKOro 6ecrnnogmsa

. . CHWXaET PUCK POXKAEHWVISA ABOVHM

PoxxaeHve pebeHka C HaCNeaCTBEHHOW NaTonornen
HocuTenscTBo poaMTENAMM XPOMOCOMHbIX aHOMASNI CHVXEET P1CK CaMOMPOUSBOSEHbIX BEIK/MbIEN

[lse 1 6onee Heynad npn KO CHIKaET PUCK MPEepbIBaHKA 6epeMeHHOCTM

Bbi60p aMbproHa 6€3 XPOMOCOMHbIX
aHOManui - CylecTBeHHO YBENUUMBaET
WaHChl Ha ero MMNaHTauuio

1 pOXKAEHVE 300POBOro pebeHkal

cnrr BE3MIT

[PEVMITTTAHTAUMORROE [ EHETYECKOE

TECTMPOBAHWME (TI'T) SMBPVIOHOB METOOOM NGS




[NMPEMMYLLECTBA PABOTbl C HAMWU

MoHMMaeM Bawwu noTpebHOCTU 1 3apaun. PaspabaTbiBaeM M BbICTpaMBaeM COTPYOHNYECTBO
C Ka)XObIM NapTHEPOM B MHAMBMAYASIbHOM NOPSAKe ANS AOCTUXKEeHUA Bawunx uenen.

ConpoBoXaaeM 06CNyXMBaHME NaLUMeHTa OT MOMEHTa NMpea3akasHbIX OHMAaNH-KOHCYNbTaLM
L0 NOJyYeHUs pe3ynbTaToB.

FapaHTUpyeM MHDOPMAaLIMOHHOE COMPOBOXAEHMe naumeHTa/J1MY HeobxoanMbIMM MaTepmanamMm
O COBPEMEHHbIX MeTOAAX MeHETUYECKOro TECTUPOBAHUA.

CTporo cobnofaeM NpUHLMMbI BpavebHOM TalHbl U HepasrflaweHns MeauuMHCKON MHdopMaLni.

MpepnnaraeM MHAMBUAYASIbHbBIA NOAXOA U LEeHOBYIO MONIUTUKY OJ1A KIIMEHTOB, @ TakKe MHTEePAKTUBHbIE
CEepBUCHI: NOJTIyYEeHNE 3aKIIOYEHMA U KOHCY bTauum B call ueHTpe, Ha canTe 1 no e-mail.
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