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' MwuH3gpasa Poccum



Lienn:

e O3HAKOMUTBLCHA C NPUHLMNAMN NepCoOHanNM3npoBaHHOW MeauLVHbI

* [lokasaTb, Kak TEXHOIOMMNU MEHSOT NOAX04 K NeYeHno opdaHHbIX
naTonornuu

o0y BO BonrTMY Munsgpasa Poccum



YpPOBHU NpOPUNAKTUKNA

[TpodmnakTnka MoXxeT ObIThb:

* [lepBnYHON — [0 3a4aTuUS U BO BpeMS DEpEMEHHOCTU

* BTopnyHon — Ha aTane paHHen ANarHoCTUKMK

e TpeTu4HoOu — npenynpexneHme OCnoXXHeEHNN y D0STIbHOro
KoMnnekcHbIM noaxod No3BOMsSET YMEHbLLUNTb TAXECTb 3abofieBaHun.

o0y BO BonrTMY Munsgpasa Poccum



[lepBuyHasa npodunnakTmka: reHeTu4eckoe
KOHCYITbTUPOBaHUE

* [lepBnYHas npodunakTmka reHeTM4eCcKknx 3aboneBaHnin HarnpaBreHa
Ha npeaynpexaeHne BO3HUKHOBEHMS NaTOMNOrMn eLle 4o 3a4vaTtus
pebeHKa. KnoyeBbIM NHCTPYMEHTOM NPOdOUNaKTUKN ABNSETCH
reHeTM4YecKoe KOHCYNbTUPOBAHUE CYNPYXECKUX Nnap, XKenarwLwmx
3aBeCcTun JeTeun.

* Llenb reHeTn4eCcKoro KOHCYNbTUPOBAHUA — OLIEHKA pUCKa nepenayu
HacneacTBeHHbIX 3aboneBaHnn 6yaywnmm NOTOMKam u
npeaocTaBreHne pekoMeHgaunm no MMHMMMU3aumMm BEPOATHOCTH
poXxaeHus bonbHOro pebeHka.
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KTo Hy)XXgaeTca B reHeTU4YeCKOM
KOHCYNbTUPOBaAHUN?

PekomeHayeTcsi 06paTUTLCA 3a KOHCYNbTaLMEN CEMbSM, UMEIOLNM BbICOKUA PUCK POXAEHUA AeTeN C
HacneacTBeHHbIMU 3a00neBaHNAMU, TAKUMU KaK:

CEMENHbIE NCTOPUN HACNEeACTBEHHbIX 3aboneBaHun;

Hann4ymne aByx um bonee Heyada4HbIX MOrbITOK BblHALLNBAHUA 6epeMeHHOCTI/I;

NPUHaANEXXHOCTb CYyMnpyroB K 3STHUHECKUM rpynnam C rnoBbilLUEHHLIM PUCKOM HaCJ1€e4CTBEHHbIX bonesHen;

BO3pacT matepu ctaplue 35 rner.
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CKPUHUWHT KaK MHCTPYMEHT NPOodUNaKTUKN

* [IpeHaTtanbHbIn (buoxmumunyeckumn, HAT)

* HeoHaTarnbHbIN (Ha 5—7 3abonesaHnn n bonee)

» PaclwumnpeHHbin (Metabonutbl, goepmeHThl, JHK)

e CKPUHWHI NOMOraeT BbISIBUTb NATOMOMMI0 40 MNOSABNEHUS CUMNTOMOB.
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HeunHBasnBHble TexHonorum n HATT

 HAMNT — ananuns ceoboaHon [HK nnoga B kpoBn matepn. TOYHOCTb
bonee 99% ona tpucommn. Micnonb3yetca Ha cpokax oT 10 Hegeneb.
[To3BONSAET CHU3UTL YNCINO MHBA3UBHLIX NPOLEOYP U PUCKNK
OCIOXHEHUN BepeMeHHOCTN.
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HeoHaTanbHbIX CKPUHUHT U ero paclinpeHune

* B PO ckpuHUHr BKNtovaeT 5 3aboneBaHun: OKY, runotmpeos n ap.
Oyt NMNOTHLIE NPOEKTLI MO BKIHOYEHUIO nmMmyHogeduuymtos, CMA n
MyKoBUcUMAo3a. [IpuMeHseTca Macc-CnekTpoOMeTpUsa U
MONneKynspHaa guarHocTuka.
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YTO Takoe nepcoHann3npoBaHHas
meanumuHa?

* [lepcoHanuanpoBaHHaa MmegunumHa — 3TO NOAXO4 K NEeYEeHUo U
npodounakTnke 3aborieBaHn, OPUEHTUPOBAHHbLIN Ha YHUKambHbIE
XapaKTepUCTUKN KaXXOoro otaenbHoro nauyneHTa. aHHbi noaxoa

npeanonaraeT MHanBuAyarbHbIN NOADOP TepaneBTUYECKUX
cTpaTerun, OCHOBaAHHbIX Ha reHETUYECKMX OCODEHHOCTSIX, 0bpase

XN3HU N (paKTopax oKpyxawLllen cpedbl KOHKPETHOro YefioBeka.
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Peanunsauusa nepcoHann3npoBaHHOU
MeanLUUHbI

Ha cerogHAWwWHWM OeHb nepcoHalsibHble I'IpOC*)I/IJ'II/I 3400P0BbA CTAHOBATCA ﬂ,OCTyI'IHOIZ TEXHOSIONMEN. YXe co3aaHsbl
KOMMeEPYECKN OOCTYrHble NMPOoAYKTbl AJ14 aHalin3a reHoTurna 4YesfioBeka, KoOTopble nomMmoraroT spady I'IOLI,O6paTb
onTtnMmalsibHoe nekapctso N AO3NPOBKY.

Mpumepbl ycnewHoro NnpuMeHeHUs NepcoHanM3MpoBaHHOW MeAULUHDI:

TapreTHas Tepanus pakoBbIX OMyXOJfiel, OCHOBaHHAasA Ha 3HAHUN MYTUPOBAaBLUNX FEHOB.

|/|H£I,I/IBI/I,EI,yaJ'IbHO FIOLI,O6paHHbIe peXMbl XUMmnoTeparnmm 1 nyquon Tepanun.

NekapcTBa, paspaboTaHHble creLlmanbHO A4S onpeaenéHHoro reHeTn4eckoro Npoduns naunexTa.

Wi DUy DUV DU IVIY IVIVIRsHppaBa rruLLurivi




[ eHOMHbIe TexHonornn: WES n WGS

* PazpaboTka HoBeuLwmnx TexHosnorum cekBeHnpoBanus OHK oTkpbina
HOBbLIE FTOPU30HTbI A5 NOHMMAaHUA YCTPOUCTBA YE0BEYECKOro
reHomMa 1 ponu reHeTu4yecknx doakTopoB B BO3HMKHOBEHUN
3aboneBaHun. Cpean MHHOBALMOHHBIX METO0B BbIAENATCA ABa
Beaywinx noaxoga: Whole Exome Sequencing (WES) n Whole
Genome Sequencing (WGS).

« ObnacTb NPUMEHEHNS ITUX TEXHOMOINMNU BECbMa LLUMPOKA U BKITIOYaET
OVarHOCTUKY HacneacTBEHHbIX 3aboneBaHnn, U OEHTUUKALINIO HOBbIX
reHOB N BapMaHTOB, aCCOUMMNPOBAHHLIX C pa3nnyHbIMU
NaToSI0rM4YeCKMMUMN COCTOAHUAMMU, a TaKKe OTKPbITUE YHUKANBHbLIX
bromapkepoB A5 NepCoHNPULUNPOBaAHHOW MEONLIVHDI.

o0y BO BonrTMY Munsgpasa Poccum
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LLIBRRARERR L TR R R b R G S I S R RS S SRR et G W W Y
Whole Exome Sequencing (WES) \

LELRRLLE ARG GRS L B R R SRS O R L R LR G RRE E N W N B W \\

* WES dbokycupyeTtcs MpeuMyLLecTBa: MeHee Bbicokasi cTOUMOCTb [
NCKIMTIOYUTENBbHO HA 9K30HaxX — N MeHblLEee BPeMS OXMAAHUS pe3ynbTaToB Mo
cpaBHeHuto ¢ WGS; noaxoauTt ans
yHacCTkax reHoMa, KOAMPYLNX BbISIBIIEHMS BOMNbLUMHCTBA MOHOMEHHbIX
bernkn. IK30H COCTaBMNSAET OKOIO 3a60neBaHwi.

1-2% OT NONHOro reHoma, Ho
cogepxunT nopsigka 85%
N3BECTHbIX NaTOreHHbIX
MyTaL M.

HepocTtaTkn: orpaHN4YeHHOCTb 30HbI
MOKPbITUS (HE MOKPbIBAET NHTPOHbI U
PEryNATOPHbIE 3NIEMEHTHI); MOXXET MPONYCTUTb
Ba)KHbl€ BHE3K30HHbIE MyTaLINN.

i . EORN T T N A N T Y A S

TR R AN A T A
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LLIBRRARERR L TR R R b R G S I S R RS S SRR et G W W Y
Whole Genome Sequencing (WGS) \

LELRRLLE ARG GRS L B R R SRS O R L R LR G RRE E N W N B W \\

* GS npeaoycmaTpuBaeT NnonHoe
YTeHne BCeX OCHOBaAHUW reHoMa MpenmyLecTBa: NoKPbITUE BCEX %6naCTef/‘l
reHomMa, YHMBepCcalibHOCTb N TMOKOCTb
4yernoBeka, BKtoYasa 3K30HbI
! ! NPUMEHEHUA.
MHTPOHBI, NOBTOPSAOLLIMECS
nocnegoBaTenbHOCTU U
HEKOONPYIOLLNE PETNOHBI.

I."'-

HepoctaTtku: 6onbline pacxoabl u
ONINTENbHOCTb NPOBEAEHUS aHanNu3a;
bonbumre o6beMbl AaHHbIX TPEOYHOT MOLLHbBIX
BbIYNCIIUTENBbHbIX PECYPCOB AS19 aHanmsa.

i . EORN T T N A N T Y A S

TR R AN A T A
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dapmaKkoreHeTUKa 1 noabop Tepanun

« DapmaKkoreHeTKa aHanu3npyeT, Kak Bapuaunm B reHax BNnAOT Ha
9(PPEKTUBHOCTb U TOKCUYHOCTb JIEKAPCTB.

 [lpnmep: myTtaumm B CYP2D6 BnnaoT Ha metabonnsm
aHTUAenpeccaHToB, aHanbreTUKoB, MPOTMBOOMYXONEBLIX NpenapaTos.

o0y BO BonrTMY Munsgpasa Poccum
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MHanBuayanbHble DMOMapKeEpPLI U
MOHUTOPUHT

* buomapkep — M3amMepumMbIN NoKasaTernb, KOppPenupyrLwun c
HanMynem uUnm oTCyTCTBMEM onpederieHHoro 3aboresaHns nmbdo
CTENEHBLIO ero akTMBHOCTU. Knaccudukauma bnomapkepon
pa3Hoobpa3sHa n BKIto4YaeT MmopdomeTpuyeckme, pyHKUNOHaNbHbIE,
MOJEKYNApPHble U TeHeTU4Yeckne MHONKATOoPbI.

o0y BO BonrTMY Munsgpasa Poccum
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MHaneuayanbHble OMOMapKepbl MOTYT
BKITHOYaTb:

JKcnpeccus reHos.

bernkoBbie npodunu (NpoTeombl).
InureHeTn4yeckme mogndukaumu.

AKTUBHOCTb MUKPOdOJSIOPbI KULLIEYHUKA.

OOy BO BonrfMY Munsgpasa Poccum
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[TpmMeHeHne nHamBmnayanbHbIX
bnomapkepos:

[1lpeackasaHne pucka MHapkKTa Mmokapga Ha OCHOBaHUK
YPOBHEN XONECTEPUHA N BOCMANUTENbHbLIX MapPKEpPOB.

OnpegeneHne yCTOM4YMBOCTU DaKTEPUN K aHTUBMOTMKAM Ha

OCHOBE 3KCl1pecC-aHalin3a reHoma 5036yn|/|Ten$-|.

OnTumMmnsaumsa pexxmva npnéma nekapcTs B 3aBUCMMOCTU OT
aKTMBHOCTUN DepMEHTATUBHbBIX CUCTEM OpraHmM3ma.

o0y BO BonrTMY Munsgpasa Poccum
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3akiroyeHue

PaccmoTpeB TeMy NpodunakTukn n nepcoHann3npoBaHHON MeanLMHbl NPU PeaKUX reHeTUYECKNX
3aboneBaHUsAX, Mbl NPULLMAN K BbIBOAY, YTO AaHHAA obnacTb CTPEMUTENbHO Pa3BMBaETCS U
npuobpeTaeT BaHOe 3Ha4yeHne ans obLecTBEHHOro 34paBoOOXpaHeHNs.

COBpeMeHHbIe TEXHOJ10IN'MnN, TakKne Kak reHeTu4eckoe KOHCYJibTUpoBaHue, HeoHaTalbHbIW
CKPUHUHI 1 nNepCOoHarmm3npoBaHHbIE NMOAXOAbl K N1Ie4HEHNIO, NPENOCTaBNAKOT pealibHble
MHCTPYMEHTDbI A4 npeaorBpaleHnd TAXerblX NocsieaACTBNN HaCrieCTBEHHbIX bone3Hen un
yrnyvuweHna KadyectBa XN3HU NauneHTOB.

OpHako HeoBXoaMMO pewwnTb psa NpobriemM, CBA3aHHbIX C OpraHn3aumen perynspHbiX
obcnenoBaHun, co3gaHneM eamHon MHOPMaLNOHHON 6a3bl 4aHHbIX 1 0Decre4YeHneM paBHbIX
YCIOBUI JOCTYNa K Ka4ecTBEHHbIM Ycryram 34paBoOXpaHeHus.

OnTManbHbIM peLleHeM CTaHET 00 beaNHEHNE YCUITUI YYEHBIX, MPAKTUKYOLLMX Bpaven u
npencTtaBUTENEN BNACcTW, HanpaeBneHHbIX Ha peanuaaunio MacTabHbIX MPOEKTOB MO OXpaHe
300pOBbSA OyayLINX MOKOMNEHWUIA.

TOnNbKO KONMEKTUBHbIE YCUINNSA CMOTYT NpeoaoneTb UMerLmMecs nperpagbl U NOCTPOUTb
9 PEKTUBHYIO cMCTEMY BOPLOLI C PEAKUMY FrEHETUYECKMMM 3a00MeBaHNSIMM, COOTBETCTBYIOLLIYIO
MEeXOYHapOaOHbIM CTaHOapTaM U TpeOOBaHUSIM POCCUNCKOro 3aKOHOAATENbCTBA.
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