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NMPELUN3NOHHAA MEAULIMHA

NEPCOHA/IM3UPOBAHHAS
MEAULMHA

TPAHC/IAUNOHHASA BUOMEAVULUHA




B CWIA «MHnumnaTnea no 1o4HOM MeauuuHe» (PMI) Obiaa 3anyuwiena B 2015 .
Ha 3tu yenn 6110 BbigeneHo HemHorum Bonee 200 max aonn. MHnuuaruesa
HanpasaeHa Ha 1o, 4Tolbl B OHyayuem npoBecTH aHaM3 MeAULMHCKNX
BaHHbIX 1 MAH. NAUKNEHTOB.
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MeauLMHbI NPpUHATHI B Huaepnanaax, ®paHumm, 3CTOHUM, Oanun,

Tblmll\ym reHe Kue “ 13 eBpONeNCKMX CTPaH HAUWMOHANbHbIE NPOTPAMMb! TOYHOM
k Liseunn.




BO3MOXHOCTW NEPCOHANM3UPOBAHHOM MEMLIVHI

Paunorarsnoe neenite
Goneoit wa cowcoe

AATVOR KSR RO

MpeankTHenan (npeacxasanmne)

NpogunakTuueckas (npegynpemxaenue)

NepcosanmanposaHHan
(wHanengyanusaums)

NaprucunaTussan (B3anmogeicrene)




- NOUCK
KNAWHUKO-AMArHOCTUYECKOrO PeLleHus ¢ y4eTom
WHAVBUAYANbHBIX 0CODEHHOCTEN nauueHTa

- OTAANAeHNE HACTYNNeHIs
3abonesaHna U NaToNOrMYecKMX COCTOSHUIA W UX Nporpecca nyTem
PaHHen AUarHoCTUKN U NPOGUNAKTUKHN

Tiporios saxBolmmny npETR CUepTa Bacesems Joum s 04-2030 roax
(Woeekd Health Suistics, 20%)

METCOAME MCGERYIRPROR TTRETHEN MOGHD AAMET YCTAVSDANTS
IFLIMCBOXOATENOCTE K ORFLILYINHNY Loy
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OXBaTbIBaeT BCe pa3febl
MeAULIMHbI: OHKOJIOTHIO, KAPAMO/IOTHIO, UCC/IeA0BaHNS B
00/1aCTH reHOMMKH, MONEKYIAPHOI Ouonoruu,
HeipodMoNorum, MHKeHepHOH OMoNorMn,NPon3BoACTBA
NeKapCTB, KY1bTUBUPOBAHUA KNETOK, OMOMHPOpMaTUKK
W NOANTUKK B 0061aCTH 3ApPaBOOXPAHEHUS

KAnHHueckast
nj)yu,mueumnhuasl NPaKkTHKa
Hayka

- YCTAHOB/IEHNe
nNpo¢peCCMOHANLHOIO KOHTAKTa MeXAy Bpayamu-
KAMHULMCTAMM U HAYYHbIMKU PAabOTHUKAMK
CBAI3aHHbIX C MeULMHON 001aCTAX C Uenbio
AKTUBHOTO NepeHoca (TPaHCAALUKN) AAHHDBIX
COBpeMeHHbIX PyHAAMEHTANbHbIX UCCNeJ0BAHUN,
NPOACHAIOLMNX MEXAHU3Mbl OCHOBHbIX
meTabonnyecknx NpoueccoB n UX HapyLweHui (1
BO3MOXXHOCTM UX KOPpeKuuH),

«Bench-to-Bedside» n «Bedside-to-Bench» — ot
TEOPUU K ICYEHUIO M OT IeYeHUs K TeOpUM.

— MeXAUCUMNIMHAPHANA
MeaHLMHA, OCHOBAHHAA HA AOCTWKEHUAX
¢un3nonorum, MoneKynsipHou
Ononormmn, reHeTUKM M MeauUMHBI U CO3aHHAA ANn
obecneyeHusn BbICOKOW 3P PEKTUBHOCTH OKa3aHUA
MeaULIMHCKUX YCAYT.




[MLP B pexxnme peanbHOro BPEMEH!

BblCOKOpa3pelarwmn aHann3 nnasneHus npoaykros MLP
(High resolution melting - HRM)

MeTog MyAbTUNAIEKCHOM 1MTa303aBUCMMON aMnandukaumm
(Meltiplex Ligation-Dependent Probe Amplification - MLPA)
Linpposon MLP (Digital PSR)

CekBeHUpoOBaHMe HOBOTO rnokoneHns (NGS)
TexHoN0rMn NONHOreHOMHOT0 cekseHnpoBaHng (WGS)

OaHOHYKNeoTUAHbIe nonumopdusmbl
SNP

SNP cocramamor onono 90

% ecei

Yenoseveckon

reHeTMYeCKON

MIMESNUIMBOCTH

Ob6napymeno Gonee 10man,  *

SNP

ACCOUMMPYROTCA C
NOBBILIEHHBIM DHCKOM
PRABMTHA

MNSTHGETOPHANBHBIX W
OMKDNOTHHCINX

zabonesanwnit




leneTuxa
25000 renos

ToxcuxkoAorua

1000 AexapcTs »
TOKCHHOB

IpancxpuntTommxa

42000 rpascxkpunTOs

buomapkepbl - 0CHOBa \\
ePCOHa/IN3MDOBAHHOM MeAMUNKbI

Guomapkepbi
AnaauTHka 00beKTUBHOON peaensembie Nporeomuxa
14000 sewecrs XapakTepUCTHKK, Cayxaume 85000 nporennos

MHAWKATOPaMKU HOPMAbHOTO
WU NaToNI0rNYeCcKoro
npouecca nmbo

¢apmakonornyeckoro oreera
\ Ha Tepanuio

Muxpobuoaorus Mertaboaomuxa
300 natorexos 5000 meTaboanTOB

AabopaTopus
1 300 anaansos







10-50 JIET NPONC
3SMEHEHUE KNETOYHOIC
METABOJ/IU3MA U
HAKOIJIEHUE

BMOMAPKEPOB CTAPEHUSA

20%-30% B/IUAHUE
FEHETUYECKOIO ®AKTOPA

70-80% - BHEWHWE

bUOMAPEKPbDI LleHHOCTb u3mepenus [lporHo3mpoBaHue UCX0A0B
NospexpgeHve xpomocom/[JHK  Hu3Kas cTapeHue (CpeaHu YpoBeHb)
AnnHa Tenomep HWU3Kas CMEPTHOCTb (CpeaHnii YpoBeHb)
Penapauunsa AHK HU3Kas

CKOpPOCTb X0AbObI BbICOKas CMEepPTHOCTb
banaHC B no3e cTos BbICOKas CMEpPTHOCTb
Cuna xBata BbICOKas CC3, cMepTHOCTb
HOeKc macchl Tena BbICOKas CE3

MblweyHas macca BblCOKas CMEpPTHOCTb




CXEMA NEPCOHA/IM3UPOBAHHOWU UATHOCTUKU

OCHOBHbIE 3TAIlbI: ITAMbI MAEHTMGMKAUMH n
1) Onpenenexne COOTBECTBMA NAUMEHTA & BHE/IPEHUS HOBbIX BUOMAPKEPOB
MCXOAHBIM KpUTepuaMM uenecobpasHocTi \ S  OyHpameHTanbHOe M3yyenne "oMUKC
NepCcoHaNN3NPOBAHHOTO NOAX0AA IeYeHNs | . Q| TSXHONOMIA HaKonneHme u

2) KauectseHHbiii 3a60p 6uonornueckoro GronHpopmaLuoHHasn 06paboTKa AaHHeIX
Matepuana ans aHanusa ngeHTuduKaunn Hosbix bromapkepos

‘OUeHKA UX BHUAHWA Ha KnMHKyeckue
3) BbiGOp BbICOKYHYBCTBMTE/IbHOTO TecTa WEXQb

Guomapkepos < — ‘ ‘ BHEAPeHUe B KIMHWYeCKYIo NpakTHKy

JPOTHDHEMUMNR ACHEHCHPHRIX DY NAUNSHTOR S | WO NeYEMNS

4) KayecTBeHHasn MHTENpeTaumns noay4eHHbIx MOHMTOPHHT 3PeKTUBHOCTI Tepaniu

AAHHbIX : ,
: Common diseate patient group— identify patients with
5) Onpe.qenelme ONTUMANLHOM crparermm specific monogenic condition — better treatment PaspaloTka i NpoBeIeHNe NPOPHIAKTHYECKHEX I

y JeqeSHBIX BN €ILCTB
NeYeHuns Diabetes 1 BMemar
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- HOBBIE NMPEANOCHINKU AN NEPUOLEHKU POIN
JIABOPATOPHOWN MEAULIUHbI B KIUHUYECKON
ANCUMUINIUHE, OBYC/IOBJIEHHBIE PA3BUTUEM HOBBbIX
TEXHOJIOTUWA, NPUHLMNOB JOKA3ATE/IbHON
MEAULWHbBI U BOJIEE HEOBXOAUMbIM
MYJIbTUANCLUUNIMHAPHBIM B3AUMOJENCTBUEM

« BPAYHAM K/IMHUUUCTAM HEOBXOAUMO MNMOMOYb
COPUEHTUPOBATHCHA B MHOTOOBPA3UN JIABOPATOPHbIX
TECTOB

« 3A NOCNEAHEE BPEMSA KOJIMMECTBO JIABOPATOPHbIX
TECTOB YBEJIMYE/NIOCb HA 30 % U HACHUTBAET bOJIEE
3600

« BPAYU UCIIbITBIBAKOT HEYBEPEHHOCTD IPU
HA3HAYEHWUU TECTOB -14,7%

« MPU UHTENPUTALUU PE3YJIBTATOB B 8,3%

BONPOC 0 NOAroToBKe 1abopaTopHbIX
CNeymanucToB no CneuuaibHbIm
nporpammam no npuHUMUny
NOArOTOBKM KAMHWUYECKUX NaTO/10T0B,
npoBejeHne OLeHKN COBOKYNHOCTH
AMATHOCTHYECKOW MHpOpPMaLMK U
NOAroTOBKE peKoMeHAauuii no
NepCcoHaIM3NPOBaAHHON ANATHOCTUKE
M Tepanum....




Pa3BuTe MoneKkynapHoi reHeTUKU U NepcoHaIM3MPoBaHHOMN Tepanuu B OHKOOrnu

OcHOBHbIE HannpaBJiIeHNA MOJIEKYJIAPHON

ANarHOCTmMKmM B OHKOJI1OIrmn

-

3 BUOSNIONMMYECKUMX XXNOKOCTAX E
(epOB paHHEeu cTaauum
- npoLlecca

T

OunarHocTuka mMi

AWV HO CIV K IWVIEdPREPOB, CBASAHHBIX C JiE
AidAsiapienHo Tepanv; HoNV
OhHpPEHENAPIVE S EKTIMBHOCTE
KOHKPEeTHONIo ralLjy

crorenesza, nudd
2, ONDEeNnenNneHMe NRHeTHUYSC KX
' MHMYEeCKOro TeYeHMA
ISACTESHHLIX dhODM DakKa




* Onpegenntb PUCK pa3BUTUA ONYyX0/1eBOro 3abonesaHusn
(B pape cnyuaes)

¢ YTOYHMUTb ANArHO3

e Co3paTtb «reHeTU4ecKunii noprTper» onyxoam, obecneums

BO3MOXHOCTb noabopa HanpasneHHou (B Tom uucne
TapreTtHoM) Tepanum

OCHOBHbIe KaTeropmm NpuMHUMNNaANbLHO
HOBbIX MEeTOA0/1I0TM B KIMHUUYECKOMU
OHKonorumn: 1) xumuonpoPmnnaKkTuKa;

2) moneKkynapHo o60ocHoBaHHanA
XMMUHO- U Bnotepanus;
3) reHoTEepanus.

CyTb MONEKYNAPHO-reHeTUYEeCKUx
U3MEHEHUU B ONYXONAX CBOAUTCA K
TPEM KOMMOHEHTaM:

1) akTMBUpYIOWME MYTaLUU B
OHKOreHax;

2) UHaKTUBUpYIOLWME MyTaLum B
AaHTUOHKOreHax; 3) reHomHas
HeCcTabunbHOCTD.




HOBbIE HAMPAB/IEHWA TAPTETHOW

TEPATTAW

BocctaHoBneHMe KoHdbopmauum myTtaHTHoro TP-53 (kpome
Phel76)— npenapat PRIMA-IMET (da3a Ib/ll) e
BocctaHoBneHne ¢yHKUMKM  3abnokmpoBaHHoro TP53 -
cBA3biBaHMe MDM2/MDM4 (nutlins, stapled peptides)-
AOK/IMHNYECKMe uccnenoBaHmna © [eHHaA TepanuA — 40CTaBKa
B Knetky WwtTP53 ( BupycHble BekTopbl, Ad-p53,
3apernctpupoBaH B Kutae), addektnsHoctb B KN — oKoso
10% e Wcnonb3oBaHMe (PEeHOMEHA  KCUHTETUYECKOW
neTanbHocTM» — HrIMbumuma CHEK1

Bbicokana akcnpeccna PARP otmedaeTca 40BO/IBHO YacTo

® YuyuTbiBaa AedeKkTbl APYrMX mexaHM3moB penapauuun AHK,
6bnokaga PARP moxkeT ycunmBaTtb 3GPEKT XmmmoTtepanum
(mexaHn3m aokasaH ans BRCAMO3SMTMBHONO paka AWMYHUKA,
nccneaoyetTca npu  gpyrux OnyxonAx, COMNPOBOXKAAMOLLMXCA
aAedpeKktamm penapaum )



Mcnonb3oBaHMe peHoMeHa CUHTETUYECKOU

1EeTAJ/IbHOCTU

HoBaa nmmyHoTepanua

UMmmyHoTepanus onyxonewu
HanpaB/ieHa Ha UMMYHHYIO CUCTEMY,
a He Ha camy onyxonb. Ctumynupys
WMMYHHbIX OTBET NMPOTUB ONYXO/MU,
MMMYHOTEpanus NOTEHUMANIbHO
6onee BbicOKOocneundpuyHa (wn
BbI3blBaeT MeHbllee KO/INYecTso
No6oyHbIX apdeKToB), yem
TPaAULUMOHHAA XUMMUOTepanuAa, a
TaK}XKe wuHAyuupyetr ob6pasoBaHue
MMMYHHOM  NamMATHM, CNOCOOHOM
npeaoTBpPaTUTL BO3HUKHOBEHMUE
peunausa onyxonu.



C@ KAIAKCTAH PECTYSIUKACK KasaxcTaH BowenB MeXayHapoOHbIM NpoLuecc No NoCTPOEeHUo
\J
b MEQMUMHANBIK OPTANLIFbIHLIK AYPYXAHACHI PMK MenMuMHbl Ho Boro noKoneHMﬂ

JNabopatopwma nepcoHann3npoBaHHOU reHOMHOMN ANArHOCTUKU —
6a3oBan TexHonorua MepcoHann3npoBaHHOM meauLMHbI

PZ. MEOUUUHA

@ nNPEACKASATENIbHAAR @ NPEBEHTMBHAAR @ MNEPCOHANMM3IMPOBAHHAA @ NAPTUCUMATMBHASR
OueHkKa

MUKpobBmnoma

NMepcoHanbHaa NnpopurnakTMKa MepcoHanbHbIM Noa6op
3aboneBaHui NeKapCTBEHHbIX CPeACTB U
CepAevYHOCOCYANCTOI dapmakoTepanus
CUCTEMbI M CaXapHOro
punabetall TMna

MpeaynpexapeHue n
AVNAarHOCTUKa Pa3BUTUA
OHKO/Z1I0rMyecKmx
3abonesaHui

https..// www.bmcudp.kz



KAJAKCTAM PECNYBNMKACKH
NPEIVAENTIIC BACKAPMACKH
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