DJI-OAPABU ATBIHJIATBI KA3AK YJITTBHIK YHUBEPCUTETI
; BUOJIOT U )KOHE BUOTEXHOJIOT S ®AKYIILTETI
MOJIEKYJIAJIBIK BUOJIOTUS JKOHE TEHETUKA
KA®DEJIPACHI

Jopic 14.
I eHOMABIK MeIUIMHA: IPEeU3UOHAbI MeIUIIMHA
KIHE JKeKe TreHOM/IbIK IaCIOPT.

JIektop: k.0.H., AnTei0OaeBa H.A.



JIopicTIH MaKCAaThI:

JKeke reHOMIBIK €pEKIICITIKTEPTre HET13AC/ITeH MEINIIMHAHBIH
KaruJaTTapblH TYCIHIIPY.

KapacToIpblIATBIH CYPAKTaP:

1. TIlpenusnonnas! (1epOSCTEHIIPUITeH) MEIUIIMHAHBIH YFBIMBI
2. @apMaKOTCHOMHUKA KOHE I'CHETHUKAJIBIK TECTTEP

3. I eHOMJBIK ITacoopT TYCIHIT]

4. DTUKAJBIK )KOHE KYKBIKTBIK aCHCKTLICD



I eHOMIBIK MEIUIINHA YFHIMBI

[eHOMABIK MeauiuHa — OyJI aJaMHBIH TYKbIM KyaJdaWThIH aKIapaTblH, SFHU T'€HOMBIH
3EpTTEY apKbLIbl aypylapiblH Iakjga 0oy ceOenTEeplH, JaMy MEXaHHU3MIH aHBIKTal, €MJICY
MEH aJIIbIH ally TOCUIJAEPIH JKeKe afamra OeiiMaen KoJIJaHaTbIH MEIUIIMHA CaJlachl.
--I'eHOMIBIK MEIMIIMHAHBIH 0aCTHl €pPEKIIeNIIri — op aJaMHBIH I'eHETHKAJBIK epeKIleIiria
€CKeplN, OFaH €H THIMJ eMAey MEH NpO(UIAKTHKAIBIK Iapajap/bl TaHAayFa MYMKIHIIK
oepenl. SArHu Oy canaga gopirep TeK aypy/blH OSITUIEPIH €MEC, OHbIH NeHETHKAJIBIK Heri3iH
3epTTEH/Il.

--AJ1aM reHombiHAa mamaMeH 20-25 MBIH reH 0ap, oJapJblH OpKaKMCHICHl ar3ajarbl OEJrLIl
O1p aKybI3[IbIH TY3UIylH Oakbu1aibpl. Cosl reHaepAlH, KYpPhUIbIMBIHAAFbl HEMECE KbI3METIHACT1
e3repicrep (MyTramusiap) keWOip aypylapiblH, MBICANIBI, KaTepili ICIKTEpIiH, KYpeK-KaH
TaMBbIp aypyJIapbIHbIH HEMECE TYKbIM KyaJlalThIH JEPTTEP/I1H JaMybIHA OKEJIC/].

--I'eHoMaplKk MeaunuHana 3amaHayu JAHK cekBeHHpJiey, IeHEeTHKAJBIK TaJjiay, >XJHE
OnonHGpoOpMaTHKAJIBIK dAICTEP KECHIHEH KOJAaHbUI1aabl. OChl TEXHOJIOTHUSIAPAbIH, KOMETIMEH
JopIrepyiep HAYKACTBIH ar3achlHarbl HAKThl T€HETUKAJIBIK ©3TepICTEP/l aHBIKTAIl, OFaH YKEKE
€M JKOCIIapbIH KYPACTHIPAIbI.

--MpICaJIbI:

OHKoorusIAa TEHOMIBIK Tajliay apKbLIbl 1CIK JKacyllajdapblHAAFbl MyTalUsIapAbl TaybIIll, COJI
MYyTalUsFa 9CEP €TETIH MAKCATTHI AdPiJiep TaFablH1a1a/Ibl.

Kapauomorusga kenOip agaMIapAblH Te€HETHKAJBIK OCHIMIUIIIT Oap €KEHIH €pTE€ aHBIKTAy
apKbLIbl MH(PAPKT HEMECE MHCYJIBTTIH aJIJIbIH ajyFa 00J1a bl




A1aM reHOMBIHbIH KYPBLJIbIMbI 5K9HE «AJaM IeHOMBbI K00achbD»
AnaM reHoMbl — OVJI aJlaM aF3achIHAarbl 0apJIbIK F€HEeTHKAJIBIK aKIApaTThIH
% T - TOJABIK KUBIHTBIFBbI. On mamamMeH 3 wmuwunapa HykJaeotuaren (JAHK
KYNTAPbIHAH) TYpajJbl koHE InamaMmMeH 20-25 MBbIH IeHJl KaMTHAbl. Op T'€H
Ocarun Olp aKybI3AbIH TY3UIylH OacKaphlll, ar3aHbIH JaMybl MEH KbI3METIH
peTTenal.
--JIHK monekynacel €Kl TI30€KT€H TYpPaThbIH KOC IIUBIPIIBIK (CIHUpaib) TYPIHJC
Oosazipl. Op TI30€K TOPT TYPJIl a30TThI HETI3ACH Kypajadbl: ajieHuH (A), TAMHMH
- (T), ryanun (G) xoHe muTo3uH (C). OmapaeiH e3apa kynrtacysl (A-T, G—C)
T€HETUKAIBIK KOJAThIH TYPaKThUIBIFbIH KAMTaMaChl3 €TE/].
~—-«Axam reHombl xo0ace» (Human Genome Project) — Oyi1 agam
s FCHETUKAJIBIK KapTaChlH TOJBIK aHbIKTayFa OarbITTalIiFaH XaJbIKapalbIK FbUIBIMU
Gargapnama. JKob6a 1990 :kpLibl 6actanbinm, 2003 KbLIBI pEeCMH  TYpIC
asKTanapl. HoTrkeciHae FanpiMaap agaM reHOMBIHBIH TOJIBIK HYKJICOTHATIK PETIH
aHBIKTAIl, T€HJEP/I1H OpHAJaCybIH KapTara TYCIp/Ii.
--byn kob0ara AKIL, ¥neiOputanus, JKanonus, I'epmanus, ®paHIus XKoHE
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I eHeTHKAJIBIK BapUanusjaap
['eHeTuKanbIK Bapuanusuiap — Oy agamaap apacbinaarsl JAHK Tiz0eringeri anbipMambLIBIKTAP, SFHU 9P aIaMHBIH T€HOMBIHBIH O1p-

OipineH epekiencHyl. OChIHIal albIPMAIIBLIIBIKTAD aJaMHBIH CBIPTKBI OCATiNepiH (MbICAbl, KO3 TYyCl, OO0 Y3BIHABIFEI) JKOHE ar3aHbIH

aypynapra, Jopuiepre HeMece KoplluaraH opTa acepiepiHe kayan Oepy KaOLIETIH aHbIKTalabl.

[ eHeTHKANBIK BapualysaapblH HET13r1 Typiepine myranusaiaap, SNP (Single Nucleotide
Polymorphism) XoHE reHeTHKAJBIK NOJUMOPGUu3Maep Karaibl.

1. Myramusaap —  JIHK
KYPBUIBIMBIHIAF bl KE3JICHCOK
e3repicTep. Omap oip

HYKJICOTUATIH aybICyblHAaH HEMece
TeHHIH TOJIBIK OOITHIH
KOFaJyblHaH, KOCBUIYbIHAH OOJIYbI
MyMKIH.  Keiblp  myTanusiap
ar3ara 3USHJIBI 9CEP €TIN, TYKbIM
KyaJaWTbIH aypynapra (MbICaJbI,
reMo(uiIns, MyKOBHCIIHA03) CEOEII
OoJjlazbl, ail Oackanapbl OeHTaparn

HEMeECE Man1anbl 00ybl MYMKIH.

2. SNP (oip
noJumMopdusm) — JTHK

HYKJICOTHATIK

T130€eriHieri 01p FaHa HyKJICOTHUATIH
aubIpMaIlbUIbIFbl.  MbIcansl, OIp
agaMHBIH TeHiHae “A” opml Typca,
exiHmciHae “G” 00aybl MYMKIH.
OcelHAal  e3repicTep  aJaMHBIH
JIopire Ce3IMTallIbIFbIHA, aypyFa
OEUIMIUIITIHE JKOHE META00IN3M

EPEKIIEIIITIHE 9CEP €TEAl

3.JeHeTHUKANBIK HOJUMOPUMIEP
— MOMYJISALMS 1LIIHAE KU1 Ke3ECETIH
IeHCTUKAJIBIK albIPMAIIBLIBIKTAP.
by alibIpMallIbUIBIKTAp agaMIaapabiH
OpTYpPIL
KOMEKTeCeal JKOHE DBOIIOIHUSIIIBIK

opTara OcHiMACIIy1HE

JaMyaa MaHbI3/bl POJI aTKapabl.




I'eHOMABIK 3epTTey daicTepi

['eHOMIBIK 3epTTEy 9aicTepl — agamubiH, JIHK-ChIHAAFBI aKmapaTThl TEPEH Tajliam, TeHETUKAJIBIK ©3T€pICTEp MEH MYTalysiap/bl
aHbIKTayFa MYMKIHIIK OCpEeTIH 3aMaHayd OHMOTEXHOJIOTHSUIBIK TOCUIACP >KUBIHTBIFBI. byl omicTepalH KeMeriMeH FfallbIMap
aypyJbIH MOJICKYJIAIbIK C€OC01H Ta0aIbl )KOHE 9p aJaMFa JKEKE €MJICY CTPATETUACHIH KYPAaCThIPA/Ibl.

--Her13r1 kommanbuiateiH  omictepre NGS cexkBeHupsiey (xkaHa OybIHABbI cekBeHupJiey), JHK MuxpouyunrTepi xoHe
OnonH(pOPMATHKAJIBIK TAJAAY KaTaJbl.

1. NGS cexBenupiiey (Next Generation Sequencing)

by — JIHK-HBIH 0apiibIK HYKJICOTUATEP PETIH O1p yaKbITTA XKbLIAAM 9Pl 19/ aHBIKTayFa MYMKIHJIIK OSpETIH JKOFaphbl TEXHOJIOTHSL.
bypbIH O1p reHjl 3epTTey YIIIH anta Hemece ah KaxkeT O0oica, NGS apkpuibl OyKia1 reHoM OlpHelie cararta TaiagaHajbl. NGS
HOTHMIKECIHe FAJbIMAAP aJAaMHbIH T€HOMBIHAAFbl MYTANUSJIAPABI, KaTepJi icikke OediM eo3repicTepai XoHE TYKBIM
KYyaJauThIH aypyJapablH ce0enTepiH aHbIKTaM alajbl.

2. JHK muxkpounnrtepi (DNA microarrays)

byn oxicTe apHaiibl Mukpounn 0etiHe MbeiHaaraH JIHK yaruiepr opHanacteipeiiaasl. O apKbUIbl O1p Me3€TTe OlpHEIe KY3/ereH
HEMeCE MbIHJIaFraH TeHACPI1H OCJICEHIITH CaJbICThEIpyFa 00IaIbl.

MuUKpOUMIITEp KOMETIMEH FajbIMAAp I'€HHIH KalChIChl «KOCBUIFaH» HEMECE «COHI€HIH» aHBIKTAIl, aypydblH JaMy KE3€HIH >KOHE
Iopire ar3aHblH PEAKIHSCHIH 3€PTTCHI].

3. buonndopmaruka

[ €eHOMIBIK 3€pTTEy KE31HJI€ aJbIHFAH MOJIIMETTEP OTE€ ayKbIMAbI OOJIFAHIBIKTAH, OJapJbl OHJCY YIIIH OMOMH(OPMATHKAIBIK
OarmapiaamMajiap MeH aJIrOpUMTMJEP KOJJaHbUIaAbl. byl oJIC I'€HETHUKANBIK ACPEeKTepAl Tandall, MyTalHsJIapAblH aypyMeH
OalJIaHBICHIH, TEHACP/IIH 63apa 9CEPIH aHbIKTAayFa KOMEKTECE/I].



I eHOMABIK IMATHOCTUKA

[ eHOMIBIK JHarHOCTUKA — OyJI aypyJapAblH maiga OojiyblHA cebden O0oJaThIH
reHeTHKAJIBIK 63repicTepai aHbIKTaAyFa OarbITTaJFaH 3aMaHayyd MEIUIIMHAIBIK
onic. On agaMubiH JIHK KypbUIbIMBIH Tangay apKbUIbl aypyAblH MOJEKYJIAJBIK
Heri3iH aHBIKTal, TYKbIM KyaJalTblH HEMECE I'€HETHKAJIBIK OCHIM aypysap.ibl
epTe Ke3eH i€ Ta0yFa MYMKIHIIK O€pe/l.

-byJ1 o/icTiH 0acThl epekIeniri — aypy Oenaruiepl o1 OaMKaaMald TYpbIl, OHbIH
JaMy KaymiH ajiblH ajla Ooykay. Meicanbl, TEHOMJBIK JIMArHOCTHKA apKbLIbI
KYPEK-KaH TaMbIp aypyjapbiHa, KaTepil ICIKKE, KaHT JUa0CTIHE HEMEeCEe TYKbIM
KyaJlalThIH KYHKE aypylapblHa OCHIMILIIK aHBIKTaIabl.

-Jlnarnoctuka npouecivjae kodiHe NGS cexkBenmpiey, THK mukpounnrepi
KOHE TeHETHKAJBIK MapKepJIepal Tajaaay KolgaHbuiaabl. by Tocuiaep aypyra
KayalThl TeHJerl ycaK  MyTalusuiapbl HeMece OIlp  HYKICOTHUATIK
aitbipMabUIBIKTapabl (SNP) mon anbIkTall ajaasbl.

Mpicasr:

-BRCA1 :xone BRCA2 renpepi TtanganfaHjga, cyT Oe31 MEH aHalbIK 0e3
OOBIpbIHA OCHIM/ILIIK aHBIKTAJIAdbI.

-CFTR reningeri myramusiiap MYKOBHUCIMJIO3 aypybIHBIH 00Ny KayMiH
KOpCETE!.

[ €HOMIIBIK JWArHOCTHKA HOTIDKEIEpPl Jopirepre HaykKacka €H THIMII €M
TaHJayblHa, KaKeT OOJIFaH >Kardaija alfblH aly InapanapblH epTe OacTayblHa
KOMEKTECE].




Simple Pedigree Chart

Aa aa

Aa Aa aa : aa

Aa aa aa da

I'eHeTHKAJBIK KeHec Oepy peoJi

-I'eHeTUKaNbIK KeHec Oepy — OyJI agaMHbIH HEMece OTOAChIHBIH I'€HETHKAJBIK
aypyjaapra O0ediMIIIrIH aHBIKTAIl, COJI HOTWXKEJIECPre CYHMEHE OTBIPHII, aypyJIbIH
JaMy TOYEKEIIH Oarajiay »KoHE allAblH ajlly HeMece €MJICY KOJJaphliH >KOocIapiay
yAepicl.
-byJ1 KbI3METTI reHeTUKAJIBIK KeHeCIIi HEMeCce MeIMIIMHAJBIK FTeHeTHK aTKapabl.
On HayKacThlH T€HOMJBIK Taljay HOTHIKEICPIH 3€pTTeN, KaHJald I'€HETHKAJIbIK
e3repicTep 0ap €KEHIH KOHE OJIap/IbIH JCHCAYIBIKKA bIKIAJIBIH TYCIHAIPEI].
[ eHeTHKATIBIK KEHEC Oepy OlpHeIe MaKCcaTThl KO3ACHUI]:
 Aypy Kaymin Oarajay: TykpIM KyalaWThlH aypyJaplblH Haiga 0oy
MYMKIHIIT1H OOJIKay.
* EM MeH a/IbIH ajIy KOCHAPBLIH KYPY: | €HETUKAIBIK HOTHXKEJIEPre CYHEHE
OTBIPBIIL, )KEKE eMJICY HeMece MPO(UIAKTUKANIBIK IIapajiap TaHay.
* OT0achlIBIK KocmapJay. boamak yprnakka aypyablH OCpUTY BIKTUMAJIABIFBIH
aHBIKTAY.
Mpebicanbl, erep ara-aHajdapiblH OIpIHAE TYKbIM KyaJaTbIH MyTaius OoJjica
(mbicanbl, BRCA reni), keHec 0ananapblHa O€pUTy BIKTHUMAJIBIFBIH €CENTEI, ePTe
CKPUHMHT II€H OMIp CaJThIH TY3€TYy OOMBIHIIIA YCBIHBICTAP OCpE/Il.
-['eHeTUKaNBIK KeHeCc Oepy HOTWIKECIHAC aJaM ©3 ar3acChIHbIH CPEKIICIIKTEPIH
»KaKChl TYCIHIN, JA€HCAYJBIFbIH O0acKapyra OejiceHAl Karbica ajaabl. by Tocul
NPEeU3UOHIbl MEAMIMHAHBIH, aXXbIpamMac OeJiri OOJIbII caHajiagbl, ce0edl ol op
aJlaMHbIH T'€HETHKAJIBIK OCHIHIHE CYHeHE OTBIPBII, €H THIMJII KOHE KaylIliCl3 IIEIIIM
KaObLIIayFa MYMKIHIIK O€pe/l.



HpeIII/I3I/IOH,Z[I)I MCIUINHA YIBIMbI

[Ipeuu3noH bl MEAUIIMHA — 9P aJaMHbIH I'€HETHUKAJIBIK CPEKIICIIKTEPl, O©MIP CaJIThl KOHE KOpIIaFraH OpTa d9CEPIH €CKEPE OTBIPHII,
€M MEH aJIJIbIH aly/bl >K€KE OCHIM/ICY TOCIII.

by 0arbITTBIH MakKcaTrbl — «0opiHE OIpJeH eM» €MEC, 9p HayKacKa KE€Ke €M KoigaHy. | eHOMOBIK JEPEKTEP apKbLIbl J9pIirep
HayKACTBhIH KaHJal J1opire ce31MTall €KeHIH, KaHaal aypyiapFa OciiM €KCHIH aHbIKTal ajaibl.

[Ipeun3noHAbl MEAUIIMHA dCIPECE OHKOJOTHSI ME€H KapAHOJOrusia KeH KOJIJaHbUIAIbl: 1CIK KacyIllachlHIarbl HAKTHl MyTalysara
ocep €TETIH MaKCaTThl Jopliaep TaHdalabl.

HoTmxecinae eM THIMAUIITT apThil, KaHaMma acepiaep a3asabl. byl — Ka3ipri MeOuIMHAHBIH, JKEKE, 1o/ )KOHE KaylIlcl3 OarbITTarbl

YKaHa KE3€HI.




Jlamy Tapuxsl MeH 0acTamaJiap

[Ipeum3nonapl MeAUUMHAHBIH AaMybl XX FacbIpAbIH COHBIHIA ajam
FCHOMBIHBIH, TOJIBIK KapTachl aHBIKTalIraHHaH KeMilH OacTtangbl. 2003 KbLIbI
«AlaM TeHOMBI K00achl» asgKTaJIFaH COH, FaJbIMAP aypyJiapIblH IT€HETUKAIBIK
HET131H 3€PTTEI, )KEKE ajaMra OCHIMICITECH EMACY TOCUIACPIH KOJIlaHa OacTabl.
-Amaiiia Oy OaFbITTBIH HAKThl FBUIBIMH JKOHE MEMIICKETTIK ACHICUAEC IaMybl
2015 xbplabl AKIII-ta Oacraaran “Precision Medicine Initiative” (PMI)
KoOacbIiMeH OainaneicThl. bynm Oactamanbl con kezgert AKII mpeswapeHTi
bapak O0ama yceiHAbl. bargapnamaHblH MakKcaTbl — 9p aJaMHBIH T'€HOMABIK,
KJIANHUKAJIBIK XOHE OMIp CajThl JepeKTepiH OIpiKTipim, Keke emjaey McH
AJIJIBIH aJ1y sKYHeCiH JaMbITy OOJIbI.

PMI xo0Oacel asgceiHma 1 MWIJIMOHHAH acTtaM aJaMHBIH T'e€HETUKAJIBIK
MOJIIMETTEP1 KUHAJIBIN, aypyaap/iblH K€KE €PEKIICTIKTEPIH aHBIKTAYy JKOHE ’KaHa
TOpUIEP I3IPJICY KYMBICTAPBI KYPTI131IIL.

Ocsl 0acTama IPEUU3UOHAbI MEAUIIMHAHBIH 9JIEM OOMBIHINA KEH TapayblHA JKOJI
amtel. Keitin YabplOpuranmsa, Kanonusi, KpiTaii koHe Eypona eagepi e
©3JICPIHIH YITTBIK FT€HOMJIBIK K00aIapbIH 1CKE KOCTHI.

byrinae npeuu3uoHAbl MEAWIIMHA — TeHOMABIK TaJgay MeH IH(PPIbIK
JepeKTepre HEri3ACIreH >KaHa OybIH MEOUIIMHACHI, SFHU OoJalllaK JdeHCAyJIbIK
CaKTayJblH 0acThl OAFbITHI OOJIBII CaHAIAIbI.

bapak O0ama



Hpeumnonmﬂ MEAHUIITNHA

[Ipenu3noH bl MEAUILIMHA — 9P aJaMfa KEKE OMOJIOTHSIIBIK KOHE N'€HETUKAJBIK €PEKIICTIKTEPIHE
HET13/ICINeH MEJIMIIMHAIIBIK KOMEK KOPCETY KyHeci. bysl OarbITThIH 0acThl MaKcaThbl — aypy/IbIH
namy ce0e01H MOJIEKYaJbIK JCHIeiiie TYCIHII, 9p HayKackKa OCHIMICIreH J9J1 €M YCHIHY.

Her13r1 npuHUMIITEPl TOMEHIACTIACH:

1. T'eHerukajgbIK aAepexkTepai nampagany. Op azamaelH JIHK KypbeuiblMBIHIAQ aypyFa
OCHIM/IITIKTI QHBIKTAUTBIH KOIITET'CH T'€HETUKAJIBIK MapKepiep 00JIabl.

['eHOMIBI Tanjay apKbUIbl Jopirepiaep HaKThl KaHJaM MyTalusiiap aypyablH JaMyblHa ceOemn

OOJIFAaHBIH HEMECE €MI'€ 9CEp CCTIHIH aHBIKTal ajajibl.

Meicanbl, BRCA1/2 renaepiHiH MyTalusaCchl CYT 0€31 ICITTHIH KOFaphl KayI1H OLIIIPE/II.

2. OMIp caJTbIH ecKepy. AJlaMHBIH TaMaKTaHy 9J€Tl, (PU3UKAJIBIK OCICEHIIIT1, CTPECC ACHIEH],
YUKBI PEKUMI1 MEH 3USHIBI 9ACTTEP] (TEMEKI, aJIKOI0Jb) aypyAblH JaMybIHA TIKEJICH ocep eTe/Il.
[Ipeun3noHAbl MEeIULMHA OChl (paKTOpJIapAbl J1a €CCIKe ajlafbl, ce0e01 reHeTUKAIbIK OCHIMILIIK
KOO1HE CBHIPTKBI dCEPIEPMEH 1CKE KOChLIA/IbI.

3. Kopmaran opra JcepiH Tajgaay. AJaMHBIH ©MIp CYPETIH aWMarbIHBIH SKOJOTHSIIBIK
Karaalpl, aya MEH CYAbIH callachl, paJualusiiblK (DOH KOHE KIHMMATTBHIK EPEKIICIIKTEp e
MaHBbI3/IbI.

Mpicaibl, KelO1p aiMaKTapja ayblp METAJLIAAp HEMECEe MEeCTUIUATED KOIl 0oyica, COJI JKEePAEC OMIp
CYPETIH afamaapaa OCiarun aypyJiap KHUIPEeK Ke3ACCel.

-Ocbl ylI (paKTOpJbl — reHeTHKAa, OMIP CAJThI KOHE 0pTa — KelleHAl TYpAe 3€pTTey apKblIb
Iopirep aypyAblH HaKThl Ce0€OlH aHBIKTall, €M MEH NpoQUIaKTHKaHbl JXEKE JICHreie
KOocHapJyaun/bl.




IIpenu3noHabl MeQUIMHA Ka3ipri TaHAa KeITereH MeIUuIMHAJIbIK

cajajapaa KeHiHeH KOJIaHbLIYyAA.

OHBIH KOJIJIaHy alilMaKTapkl aypy TYpPIHE Kapai e3repel, 01pak 0acThl OaFrbITTap:

1. Onkogorusi (icik aypyJaapsl). Icik ’XacyliajgapblHbIH T€HETHKAIBIK MYyTalUsJIapbIH
aHBIKTAy apKbUIbI HAKTHI OarbiTTanraH (targeted) Tepamus Tanmamansl. Meicanbl, HER2 remi
Oap cyT 06e31 oOvIpeiHIa Herceptin (TpacTy3ymal) mpemapaThl THIMII HOTIDKE Oepedi. Ad
EGFR myranusce 6ap exmne icirigae Erlotinib sxone Gefitinib cuskTel gopiaep KoJmaHbLIab.
2. KapauoJsiorus.

JKypek aypynapbIHBIH KeWOlp Typiepl (MbICadbl, apUTMHsS HEMECE THIEePTOHHS) TYKBIM
KyaJaalTbIH MyTalysIapMeH OaiaHbICThI.

[ eHEeTUKANBIK 3EpPTTEY JopIire TO3IMIUIIKTI aHbIKTayFa >KoHEe HMHMApPKT KayIllH ajJblH aja
OoJDKayFa MYMKIHJIIK Oepe/i.

3. HeBpouorusi. MuaeiH aereHepaTuBTl aypyiaapbl — AJblrenmMep, IlapkuHcon — Oenrum
O1p Fr€HETUKAJIBIK ©3repICTEPMEH OANIaHBICTHI.

EpTe ke3eHie aHbIKTaJIFaH JKaFaakia aypyablH JaMybIH OasyaTaThlH I1apajap KaObLIgaHadbl.
4. Dupoxkpunosioruss. Kant nuaderi, KajnkaHina O€31HIH aybITKYJIapbl, CEMI3IIK CHSKTHI
aypyJiapaa Jia TeHeTUKaJIbIK OCHIMAIIKTI 3€PTTEY JKEKE eM/I1 TaHayFa KOMEKTECE/I].

5. ®apmakoreHomuka. byn camaga op agaMHbIH ar3achblHBIH JOpIre PEaKIUsChl
FCHETHUKAIBIK TYPFbIIaH TaJlIaHabl.

Mpicansl, kel agamaap O1p AOpIHI Te3 bIAbIpaTajbl, OacKadapbl 0asy — OYJI J03aHbl JYPHIC
TaHJayFa MYMKIHJ1K Oepel.




HPEHI/I3I/IOHI[I)I MCAUIINHAHBbIH HAKTbI MbICAJIAPbl OHBIH

TIKIPUOEJIK KYHAbLIBIFBIH KOpPCeTeIi:

* BRCA1 xxoHe BRCA2 renaepi.

byn remmepaer: MmyTamusiap oienaepie CyT 0€31 MEH aHaJbIK 0Oe3 KaTepil
iciriHig, gamy Kaymnid 80%-ra feiiiH apTThIpaibl.

MyHpaaii reHl O0ap agamjapra Opo(PUIAKTHKAIBIK OTa, T€HETHUKAJbIK OaKbliay
HEMECEe MaKCaTThl Tepanusl YChIHBIIA b

* CFTR rexi xoHe MYKOBUCIH/03.

by ren MyTalusra yiblpaca, ThIHBIC aly *KOHE ac KOPBITY KyHeci Oy3bliabl.
Kazipri Tagga CFTR Mmyramusceina OarbiTTailran apHaiibl gopurep (lvacaftor,
Lumacaftor) emip camackiH aTapiabIKTall JKaKcapTabl.

* EGFR, KRAS, ALK renjepi.

OKIIC KOHE TOK 1IIEK 1CIKTEPIHJE aHBIKTAJAThIH OYJI MyTalUsaap HAKThI JOPIH1
TaHJ1ay YII1H MaHbI3ObI.

Meicanel, Gefitinib EGFR myTanmsicel 6ap HayKacTapra FaHa THIM/IL.

* CYP450 renpnepi.

byn renaep arzajma gopulepiiH blAblpayblHa Jkayan Oepenl. I eHEeTHMKaJbIK TECT
apKbLIbI I9pP1 JI03aChIH HAKThI aHBIKTayFa 00J1aabl.

OchI ToCT KaHaMa 9CepiIep/Il a3alThII, YJIaHy KayIllH TOMEHACTEI].

Ochl MbICanAap MPEIU3UOHIbI MEIUIMHAHBIH FBUIBIMU JQJIIIKKE HETI13[CITCH

KJIMHUKAJIBIK IICHIMAEp KaOblL1gayaarbl MaHbI3bIH KOPCETE/I].

Pazpbie uenouku AHK

\/\ \/\ RADS1

DdocchopunupoBsaHune

CurHan o Hanu4mm .

paspbiBa BRCA1

AKTUBHbIN KOMMNNEKC
c RAD51

—

Complementarity determining region (CDR) of antibody molecule




IIpeuu3suoHabl MEAMIMHA — [JAC€HCAYJBbIK CaKTayablH €H 3aMaHayHu
"KOHe THiMi 0arbIThl. OHBIH 0aCThl aPTHIKIIBLILEIKTAPHI:

1. InarHo3abIH HAKTBLIBIFBI. AYpy TCK Oenrurepre €Mec, HaKThl T€HETHUKAIBIK
©3repICTepre CYHEHII aHbIKTaNIa bl. byJl KaTeNIKTepAl a3anTabl.

2. Tuimai mopi Tanpay. l'eHeTHKanbIK OCHIHIC COHMKEC KeJICTIH JdpI-JIopMeK
TaralblH/aIa/bl. byJl €M HOTHXKECIH apTThIpaibl XKOHE yaKThUIBI 3cep Oepe.

3. Kanama JcepiepaiH a3awbl. [lallMeHTTIH ar3achblHA COMKEC KEJIMCUTIH
mperaparrap  KOJJAHBUIMAWAbl, COHBIH  apKacblHAA  KaylOCI3OAIK  JICHICHI
YKOFapblIan/Ibl.

4. AypyabIH ajabIH ajy. [ CHETUKAJIBIK OCHIMILIIKTI €PTE aHBIKTAYy apKbLIbI aypy
OacTanMain TYpPBbIIL, TPO(UITAKTHKA KYPri3yre OOnIamsbl.

5. YakbIT mIeH Kap:xkbl YHemaey. Kaxerci3 mopuiep MEH THIMCI3 €MJIepre
’KYMCaJIaThIH IIBIFbIH a3as/Ibl.

6. EM HOTH:KeCIHIH KoFapbl 00/Jybl.Op HayKac ©31HC [9J KCJIETIH €M
aJFaHBIKTAaH, )Ka3blIy YAaKbIThl KEICKAPBIII, O©MI1P Canachl ;KaKkcapamisbl.



IIpeuM3MoHAbI MEIUIMHAHBLIH dJieyeTl 30p OOJFaHbIMEH, OHbI KeHIHEH
€Hri3yre Keaepri KeJTipeTiH Maceeaep oap:

1. KpiMOaT TeXHOJI0rUsijIap.

['eHOMOBI TONBIK CEKBEHMPJCY KOHE JICPEKTepAl Taligay Oarachl ©T€ >KOFapbl. byl OHBI
YKarma KOJDKETIMIIL €TTIEU .

2. JlepeKTepaiH :KeTicleyumiiJiiri. Op €1 MEH ATHOCThIH T'€HETHKAJIbIK 0a3achl TOJIBIK
3epTTEIMEreH. byl 1uarno3 Korwja KaTelalKKe 9Keyl MYMKIH.

3. ITHKAJIBIK KIHE KYKBIKTBIK MaceJjejep. I eHeTUKAIbIK aKmapar >KEeKE aJaMHbIH, €H
Kynusi Jeper:t Oonbilnl caHailmanapl. OHBI cakray, OelICy JKoHE MNahJallaHy E€peKIIe
KayanKepIIUIIK Tajgamn eTel.

4. Mamangap TamublLIbIFbl. [€HOMHKA, OHOMH(pOpPMATHKA KOHE MOJEKYIAJIbIK
AVarHOCTHKA callajlapbIHAa KOFapbl OUTIKT1 KaJpJiiap KETICIICHI].

S. KoramMabIK cayarTbUIBIKTBIH TOMeHAIri. KenrTereH amamMaap TIC€HETHKAJIBIK
TECTUICYIIH MOHI MEH MYMKIHIIKTEPIH TYCIHOEH1, OYJI CEHIMCI3IIK II€H KOPKBIHBIII
TyAbIpAIHL.

Ochl Mocenenep MEHUITSH KaFaaia faHa IpeHyu3uoOH A6l MEAUIMHA Kalllal KOJDKETIM/II
KOHE TYPAKThl MEAUIIMHAJIBIK KYHUETe anHaia anajibl.



/AKeke reHOM/IBIK MaCIoOPT YFbIMbI

Op aJlaMHBIH TOJIBIK N'€HETUKAJIBIK IIPOQUIIL
Aeke TeHOMIBIK Nacmopr — aJaMHbIH TI'€HETHUKAJBIK

KOJABIHBIH TOJBIK Kaprackl. On JIHK MosexymacbiHaars
OapJIbIK HYKJICOTHJ TI30€r1H Tajjay apKbUIbl Kacajdagbl. Op
aJlaMHBIH, TCHOMbIH/IA IIaMaM€H 3 MUJLIHAP, KYI HYKICOTH/I
Oap, JKOHE OJapAblH OpHaJacy PpeTl CoJd  aJaMHbIH
OMOJIOTUSIIBIK dapajblFbIH AHBIKTaMIbl.] €HETHUKAIIBIK
npo(uIb apKbUIbl aF3aJarbl aKybI3Aap/blH TY3UIY >KOJIIAPHI,
KacylmanapJiblH — KYMBIC  €PEKIICTIKTEPl, TINTI CHIPTKBI
oeiaruiep MeEH (DM3HOJOTHUSJIBIK KACUETTEPAlH KalIbIITaCYyhl
tycigaipiaenl.byringe wmyHpaii Ttanmay Next Generation
Sequencing (NGS) omici apkpLibl Kyprizuieal. Hotmkecinae
aJJaMHBIH JCHCAyJbIFbIHA, TYKbIM KyaJlaUThIH Oe€IriiepiHe
’KOHE CBIPTKbI (DaKTOpJIapFa pPEaKIUsIChIHA KAThICThl HAKThI
T€HETUKAJIBIK IIOPTPET AJTBIHAJIBI.

EUROPEAN UNION
GENETIC IDENTIFICATION

GEN@BIOSIS

PASSPORT

PPN p—



IHacmopT Ma3MyHBI

TyKbIM KyaJJauTbhIH aypyJapra 0erMiMalIiK

[ eHeTHKAIIBIK Taljay apKbLabl OSITLI1 O1p F€H MYTalUsIChI
aypyra OeHiMainikTi aHbIKTaljgel. Meicansl, BRCAL/2
MyTalMsICbl — CyT 0e31 o0bippiHa, APOE &4 —
AnsnreriMep aypybiHa, HFE myTtanuscer — temip anmacy
OY3bLILICTAPbIHA CEP €TEl.

MeTa00J1M3M epeKuieaiKTepi

LCT, FTO, MTHFR cuskrtel renaep Taramabl KOPbITY
MEH JOpPYMEHACPl CIHIPY IIPOIECIHE 9CEp ETE/l.
Mpicanbl, Kei amaMmpaapja JIaKTO3aHbl bIJbIpaTaThbIH
(bepMEHT KeTICmenal, ajl Oackaidapaa KeMIpCy Te3

bIJIBIpAIl, CEMI3/1K KayIll apTaabl.

Jlopire ce3iMTaANABLIBIK

Op ajaMm OopiHI OPTYpJl bIAbIpaTazbl, ceOeO1 Iop1
MeTa0onM3MIHAe MaHbI3ALI peoil arkaparbiH CYP450
TYypJl HYCKajaa
kezaeceal.  OcChl  epekIeniK

depMeHT KyHecl op amamja
(momumMoppHU3M/IE)
TCHOMJIBIK MAacCIIOpPTTa KOPCETUIIN, €H THIM/Il KOHE

Kayl1IiC13 €M TYPIH TaHJayFa MYMKIHIIK OCpE/l.




IHangajnany OarbITTaphbl

AJIABIH a7y MeTUIMHACHI, CIIOPT, TAMAKTAHY KOHE PEeNPOAYKTUBTI
[ eHOMJIBIK IMaCOPT KOITETCH CAAAPHEAVMMHIAIBI KOJIJAHbIC Ta0y/1a:
AJJIBIH aJ1y MeIUMIMHACHI:

[ eHEeTHKANBIK Tangay aypy TybIHAAMai TYpPbIN, OHbIH KayIliH aHbIKTauabl. Jopirep nanmuenTrid JHK nepekrepine
CYHEHE OTBIPBII, OMIP CAJITHl MEH TaMaKTaHyFa KaThICThI )KEKE HYCKaynap Oepe/l.

Cnopr:

ACTNS xone ACE renuepiniy KypbUIBIMBI OVJIIIBIKET KYIIIH KOHE TO3IMAUIIKTI aHBIKTaWAbl. OChl apKbLIbI
CIIOPTIIBIHBIH KAl CIIOPT TYPIHE UKEMJII €KCHIH O1Tyre 00IaIbl.

Tamakrany:

Op aJaMHbIH T€HETUKAJBIK KYpBhUIBIMBIHA Ccall TaraMAbIK >KOcCIap KypbuLiajbl. byl MeTaboau3mal KaKcapThli,
apTHIK CaJIMAKTBIH aJIJIbIH alaibl.

PenpoayKTHBTI JeHCAYJIbIK:

Epai-3aipIinThUIapAblH, T€HETUKAIBIK COMKECTITIH aHBIKTAy apKbLIbl YPHAaKTa TYKbIM KyallaWThIH aypyJlapibIH
maijga 00JIy KayllH TOMEHACTYTE 00JIafbl. | GHETHUKAIIBIK KEHEC Oepy OChl OAFbITTa KCHIHECH KOJIIaHbLIAbI.



APTBIKIIBLIBIKTAPLI

AYpPVYABIH aJAbIH aJ1Y, 13J1 €M, OMip canacbiH apTTHIPY

JKeke reHoMablK IacIOpPTThIH, OacThl apTHIKIIBLIBIFbI-aJaMHBIH aF3aChbIHIAFbl
FCHETUKAJIBIK CPEKIICIIKTEPAl TEepeH OLITy apKbUIbl aypyJiapAblH aJAdblH ajy
MYMKIHIT1. MOJIEKyJIanblK ACHTCUAEC >KYPri3UIeTIH I€HETHKAIbIK Tajaay op
agamja Oenrun O1p aypynapra OCHIMAUIIKTI aHBIKTAN, OJApAbIH JaMYbIH €pTE
KE3CHAE TOKTaTyra KeMeKTeceal. byl Tocul 4ocTypill EMHEH repl THIM/IIL, ce0eOl
OJI aypy/ibl OOIBIpMayFa OarbITTAJIFaH.

COoHBIMEH KaTap, TCHOMJIBIK HACIOPT JAJJ YKOHE KEKE€ €M TaHJayFa MYMKIHIIK
Ooepenl. dapMakOreHOMHKAa cajlaChl KOPCETKEHIECH, op aJaMHBIH JopIre
peakumsachkl Oiperer. KenbOip renaep IopullK 3aTTapblH META0O0JM3MIHE ocep
€TIN, €MHIH HOTHKECIH eo3repTeal. Ochuiauiia AdpIrep op ITAlMEHTKE OHBIH
IFCHETUKAJIBIK OCHIHIHE Cail €M MEH IIpernapaT MOIIIEPIH aHbIKTal ajagpbl.

Tarpl Olp apTHIKIIBLIBIFBI — OMIP CallachlH apTTHIPY. ['€HETHKAIBIK IEPEKTEP
aJaMHBIH  META00JM3M, TaMakKTaHy  KoHE  (PU3MKAJBIK  OCJICEHJIIIK
CPEKIICIIKTEPIH €CKEPE OTBIPBIN, JICHCAYJBIKTHI Y3aK MEp3IM CakKTayra
MYMKIHAIK Oepeal. bysn — Ooamakra aypychl3, O€ICEeH 1 op1 y3aK eMIp CYPY/Ii1H
HET131.




JTHKAJIBIK KJHE KYKBIKTBIK MceJiejiep

I'eHeTHKAJBIK KYNUSAJBbUIBIK, JePeKTePAl caKTay Kayincisairi

JKeke reHoMAbIK ITacHopT-aJaMHBIH €H MAaHbI3Abl OHOJIOTHSJIBIK MOJIIMETTEPIH KaMTHTBHIH
KY>KaT, COHJIBIKTAaH OHbI KOJJIaHYyda ATUKAJIBIK >KOHE KYKBIKTBHIK HOpMaJIapbl CaKTay €peKIle
MoHre He. ['eHeTHMKalbIK akmapar aJaMHBIH JCHCAyJbIFbl, VJITHI, IIBIFY TErl, aypyjapra
OCHIMAUIIIT CEKUIAl JKEKe AepeKTepal aubil Kepceredl. COHABIKTAaH MYHAAW MOJIIMETTEpre
PYKCaTChl3 KOJ JKE€TKI3y HEMEC€ OHBl VIIIHII TyJfajgapra Oepy — TI€HETHKAIbIK
KYOUSUTBUIBIKTEI 03y OOJIBIN CaHAJIAbI.

bipiHm Ke3ekTe, 9p 3epTTey KaThICYMBIChIHAH caHajbl kemciMm (Informed consent) anwiHybI
KaXKeT. bys xanbIkapaliblK OMOATHKA CTaHAAPTTAPbIHBIH, 0acThl Tajaa0bl. EXIHINIIECH, TEHOM/IBIK
aepekTep ImudpiaHFaH Oa3zalapia CakTallblll, oJlapfa TEK YOKUIETTI MaMaHAap FaHa KOJ
KETKI13y1 KEPEK.

OJIEM €IJeplHJI€ TEHETHKAIBbIK aKmaparThl Koprayra OarbITTaldfraH apHalbl 3aHaap Oap.
Mpeicanel, AKII-Tarer GINA 3aHBI xyMBIC OepylIuiep MEH CaKTaHABIPY KOMIIAHUSJIAPbIHA

aJaMHbIH T€HETHKAJIBIK MOJIMETTEPI1H NalgalaHyFa ThIMbIM Cajlajbl.

ConpabsikTadn KazakcraHaa fa jKeke reHEeTHKaIbIK ASPEeKTEep/Il CaKTay MEH KOJJaHyFa KaThICThI
HaKThl 3aHAbBIK XYM€ KaJbIITAaCThIPy — NEHOMJIBIK ITACIOPTTHIH KaylIiCl3 JaMYbIHBIH HEr13r1

IAPTHI.



KoraMabIK Ka0bL11ay sKoOHE TYCIHIK JeHIreul

XaJbIKThIH aKNAPATTHLIBIFBI MEH CeHiMI

KoraMHBIH K€KE I'€HOMJBIK ITaCOOPTKA KO3Kapachl KOOIHE aKNapaTThUIBIK II€H CEHIMIe OaiaaHbICThl. KenrTercH
ajamMJap TE€HETHKAJIBIK 3€pPTTEYJEepAlH MaKcaTbl MEH AapTBhIKIWIBLUILIFEIH TOJIBIK TYCIHOCT€HAIKTEH, MYHIal
TEXHOJIOTHUsJIapFa CaKThIKIICH Kapaubl.

KoraMJbIK CEHIM KaJIbIITACTBIPY VIIIH €H aJJIbIMEH I'€HETHKAIbIK CayaTTBUIBIKTHI apTThIPY KaXKeT. by — Mekren
[ICH >KOFapbl OKY OpBIHAAPBIHJAAFbl OLIIM Ocpy OarmapiaamManapblHa MOJIEKYJIAIbIK OHWOJOrHsS MEH TI'€HETHKA
HET13JEPIH C€HI13y, COHJaN-aK OyKapallblK aKIapaT Kypaiaapbl apKbLIbl XaJdbIKKa TYCIHIIPY *KYMBICTAPBIH KYPri3y
JETEH CO3.

CeHIMHIH Tarbl 01p (haKTOpbl — MaMaHAPAbIH, KOCIOMIIrT MEH alllbIKThIFBI. Jlopirepiaep MEH IeHETUKTEp MalluCHTKE
aJbIHFAH HOTHOKENIEP/Il TYCIHIKTI TUIMEH TYCIHAIPCE YKOHE I'€HETHKAJIBIK KYIIHS CaKTaJlaThbIHbIHA CEHIIPCE, XaJbIK
MVHAH 3epTTEYJIEPTe OH KO3Kapac TaHbITAIbI.

Ka3ipri ke3¢ kactap MeH OoJjallaK aTa-aHajaap apacblHIa T€HOMIBIK TajllayFa KbI3bIFYIIBUIBIK apThI Kelleal. by
— KOFaMHBIH, FBUIBIMFA >KOHE JKCKE JKayanKEpIIUIIKKE OarbITTallFaH KaHAa MOJCHHET KaJbIITACTBIPHIN KeJIe

’KaTKaHbIH KOPCETE/I].



Ka3zakcranaarsl reHOMIBIK 3ePTTEy OPTAJIbIKTAPBI

KazakcTtaHga TeHOMJBIK 3€pTTEYJIEPl JTaMbITy OHMOTEXHOJOTHS, MEAUIIMHA KOHE aybll IIApyalllbUIBIFBIMEH ThIFBI3 OaMJIaHBICTHL. by
cajlaga Her13r1 pej aTKapaThlH €K1 1p1 FhUILIMU MeKeMe 0ap — YJTTBIK OMOTEXHOJIOTHsI OPTAJBIFBI sKoHe MoJleKyJaabIK O0HO0JIOTrHs
KOHE OMOTEXHOJIOTHSI HHCTUTYThI.

¥ nrThIK OnoTexHosorus optaibiFbl Hyp-CyiiTaH KajlacklHAa OpHAJIaCKaH JKOHE €IIMI3Aer1 N'eHEeTHKa, TEHOMHUKA, MOJICKYIaJIbIK OHMOJIOTHS
cajlaapblHAAFbl JKETEKIl FhUILIMM ©Oa3a OoJblln caHalaibl. MyHIa aJaMHbIH, KaHyapaapblH >KOHE OCIMIIKTEpPAlH TI'€HETUKAJIBIK
KYPBUIBIMBIH 3€pTTEY, reHOMAbI Tasiaay xkoHe JJHK cexBeHupiiey »xyMbICTaphbl KYpriziLiel.

An MoJiekyJajablK OMOJIOTHS KOHEe OMOTEXHOJIOTMSI HHCTHTYThl AJMaThl KajlaCblHAA OpPHAJAaCKaH JXKOHE HETI31HEH TI€HOMJBIK
3epTTEYAEp/l ayblUl LIapyalllbUIbIFbI, SKOJIOTHUS KOHE OMOMEIMIIMHA cajallapblHAa KOJJJaHyFa OarbITTaFaH. MHCTUTYT FalbIMIaphl agam
MEH KaHyapJiapAblH T€HETUKAJIBIK OCHIMALIITH, TYKBIM KyaJalThIH aypyiap/blH OMOMapKepJepiH 3epTTEeHI].

byn ekl opranblk Kazipri Tagga KazakcraHmarbl T€HOMIBIK 3€PTTEYIEP/IiH FBUIBIMA MH(MPAKYPBUIBIMBIH Kypaibl. Ojap XajabIKapaiablK

BIHTBIMAKTACTHIKTBI Jla KEHEWUTIN, MIETEIAIK 3€PTTEy MHCTUTYTTaphIMEH OipiaeckeH »koOanap kyprizyae. COHFBI KbLIIaphl CEKBEHUPJICY

TEXHOJIOTHUSJIaphl €HT131I1I1, OTaHAbIK OMOMH(pOpMAaTHKAa MaMaHaphl JaspiaaHa OacTapbl.

WHCTUTYT MonexynspHoii 6uonormn /i M B B
u 6uoxummmn M. M. A. AlTxoxmnHa
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Ka3ak reHOMBIHBIH 3epTTeNyi

Kazak xaJIKbIHbIH I'€HOMBIH 3€pTTE€y — €JIJ1H OMOMEIUIIMHAIBIK FhUIBIMbIHIAFbI
MaHbI3Abl OarbITTapAbIH OIpl. by 3eprreynep XaiabIKThIH TI€HETHKAIBIK
€PEKIICIITTH, TYKbIM KyaJaWThIH aypyjapra OCHIMIUIILIH KOHE JBOJIOLMSIIBIK
IIBIFY TET1H aHBIKTAyFa MYMKIHIIK Oepel.

Enimizge Oyl OarbITTarbl JKYMBICTApJbl YJATTBIK OHMOOAHK JKOHE OlpKarap
FBUIBIMM KOOaJiap >Ky3€re achIpblll Kenezl. YJATTHIK 0mo0ank — KazakcraH
a3aMaTTapblHbIH OWOJIOTHSJIBIK YATUICPIH KHWHAIl, CaKTay MEH 3€pTTeyre
apHaJIiFaH 3aMaHayd Oasza. MyHJa XaJbIKTBIH Op OHIPIHEH aJIbIHFaH YITLIep
HET131HJI€ TCHETUKAJIBIK OPTYPJUIK, aypyjapra OCHIMAUIIK >KOHE ATHHKAJIBIK
KYPBUIBIM 3€PTTEIE/IL.

Ka3ak reHOMbIH 3epTTey )00aJapbl XaIbIKapaiblK JCHTCHIET] 3epTXaHAIapMEH
Olpiecin Kyprizuiyae. Mpeicalbl, aJaMHBIH TOJBIK TE€HOMIBIK JEpPEKTEepPIH
CEKBCHMPJICY apKbUIbl KYPEK-KaH TaMbIp, KaHT AUA0€Tl, OHKOJOTHSIIBIK >KOHE
O0acka J1a CO3bUIMAJIbl aypyjapra OalJIaHBICTBI TEHETHUKAJIBIK MapKepiiep
AHBIKTAJIY/1A.

byn 3epTrreynepiaiH HOTHXKECI MEJWIIMHA cajdachlHAa JKEKEe JIUarHo3 Kolo,
aypyJIapAbIH aJIIbIH aJly >KOHE €MJIEY TOCUIACPIH JKEKEJICHIPY YIIIH MaHbI3IbI.
COoHBIMEH Karap, Ka3aK XaJKbIHbIH TE€HETHUKAJIBIK KapTachl »Kacallblll,
OMOMEIUUMHANBLIK FBUIBIM MEH VITTBIK JEpPEKTep KOPBIHBIH JaMyblHAa HeET13

KaJIAHBII OTHIP.




boJsamnak 1amy 0arbITTapbl

KazakcTranga reHOMABIK JKOHE NPEIU3HOHbl MEIMIMHAHBI JaMbITy aljarbl OHXKBUIABIKTA JCHCAYJIBIK CaKTay >XYHECIHIH
CTpaTeTUsJIbIK OarbIThIHA aWHaNbIN Keledl. bojamakra ’keke MeauiMHa OarjapiiaMaiapblH €HII3y, KaJp Jaspiiay >KOHE
O1pBIHFal JIEPEKTEP )KYHECIH KYPY HEr13r1 0aChIMJIBIK 00JIMAK.

bipinmi 0arbIT — XeKe MEAWIIMHAHBI €HI13y. bysl op agaMHbIH T'€HETHKAJBIK €PEKIICIITrTHE HEri3JIeNreH eMJey TOCUIIH
KOJIIaHyAbl OL1aipenl. MyHaal xkyiie aypyiaapbl epTe aHbIKTal, JOPUIK IpenaparTapblH THIMIUIINIH apTThIpyFa MYMKIHIIK
oepeni.

Exinmi MaHbI3AbI 0arbIT — Kajap Jaspiaay. I eHomMuka MeH OMoMH(pOpMaTHKa MaMaHIAphl €IIMI3E a3, COHJABIKTaH >KOFaphl
OKY OpBIHJIAPbIHJIA OCHI cajlara apHaJIFaH »KaHa O1IIM OaF1apiiaMaiapbl MEH 3€pPTTEY TIKIpHUOEIEepl TaMbIThUIBIIL KaThIP.
YmiHmi 0arbIT — JepeKTep KYMECIH Kypy. by VITTBIK ACHTelie IeHETUKAJIbIK ACPEKTEP/Il KMHAY, CaKTay >KOHE OHJCY
KYHECIH KaJbIITAaCThIpYAbl Ke3aeial. MynHpail 0a3a FhUIBIMH 3€pTTEyJIEp MEH MEIUIMHAIAFhl IICHIIM KaObLIaay/bl
YKEHUTIETE .

bonamrakra Kazakcranjga reHeTHUKAIbIK CKPMHHMHI OarjapiiaMajiapbl €HI13UIII, XaJIbIKThIH T€HETUKAJBIK JICHCAYJBIFbIH KOPFay
ACHIenl KorapblLiaiiabl Aen KyTuryae. Ochbl IpoLecTepAlH, OapabIFbl €A1H OMOMEINIIMHANBIK 9JICYETIH KYIICHTII, KaHa OybIH

FBUIBIMU MEIUILIMHAFa 6TyT'e€ MYMKIH/IIK Oepei.



JJIeMIK TIKipudeep

['@HOMIBIK JKOHE IPEIU3NOHIbI MEIUIIMHA CalIaChIHAA dIEMIIK
TOXKIpUOEIEp 6Te KeH. OJESMHIH JaMbIFaH eaaepl Oy OarbITThI
JIEHCayJIbIK CaKTay >KYMECIHIH HET131He allHaJbIPhII OTHIP.
AKII — renoMasIK MEeAUIIMHAHBIH KOIIOACIILICEL. MyHa
“Precision Medicine Initiative” 6armapiamMachkl iCKe aChIPBLIBIII,
MUJUIMOHIaFaH aJJaMHBIH I'eHETUKAIIBIK JIePEKTepl >KUHATY/IA.
byn 6armapinaMa aypyiaapablH allAbIH aly MEH JKEKE eMICy
TOCUIZCPIH KETUIAIPpyre OarbITTaIFaH.

KanmoHusima reHOMJIBIK 3epTTeyIep KapTar, MeTaOOIMKaIbIK
CHHIPOM KOHE OOBIp aypyJIapblH €pTE aHbIKTayFa OarbITTAJIFaH.
Enne reHeTUKAIBIK IEPEKTEP YITTHIK JACHCAYJIBIK CaKTay

0azachblHA €HI131LI1II, KacaHAbl MHTEIUIEKT apKblJIbl TalllaHadbl.

Human Genome
Project

.
A

Genomics
England

Yasiopuranua “100,000 Genomes Project” OarmapinaMachblH Ky3e€re achIpabl. bys ko0a apKbLibl TYKBIM

KyaJIalThIH KOHE CUPEK KE3AECETIH aypyiap 3€pTTENII, VITTHIK T€HETUKAIBIK JCPEKKOP KYPBHUIIBI.

KbITaliga reHoOMIBIK 3€pTT€Y MEH OMOTEXHOJIOIHsI MEMJICKETTIK ACHICUAe Kap:KblUIaHAbIpbLIaAbl. Einge agam

TEHOMBIH KEH ayKbIMJa TajJdy OPTAJBLIKTAphl alllbUIbIN, ICHCAYJIBIK CAaKTay,

(bapMalleBTHKA cajlajapblHJa KCHIHEH KOJIIaHbLIaIbl.

dyblI IIapyallblUIblfbl MCH

OJIEMAIK TOXKIpUOEIIEP KOPCETKECHACH, TCHOMIBIK MEAUIIMHA — FBUIBIMH, TEXHOJOTHSIIBIK KOHE QJICYMETTIK

cajiajapJpl O1pIKTIPETIH CTPATETHUSIBIK OaFbIT.
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CaJpbICTBIPpMAJIbI TAJIAAY

KazakctaH MEH JamblifaH e€IACpAlH TCHOMIBIK MEAWIIMHA CaJlaChlH CaJbICTBIPFAH/Ia, HETI3r1 aWbIPMAIIbUILIKTAD HH(PaAKYPbLIbIM,

MHBECTUIIMA KOJIEM1 )KOHE a3aMaTTapAbIH KATbICY JeHreinae Oalikamasl.

NuadpakypbLIbIM

NuBectuimsa

A3amMarTap KaTrbICybl

AKIII

[ eHOMOBIK 3epTTEY,

OM00aHK KEH JaMbIFaH.

MeMIIEKETTIK KOHE
YKEKE MHBECTHUIIUI

YKOFaphl JICHIECHIE.

JKorapsl, epikTi Typae
JIHK Tarnceipy
MOJICHUETI

KAJIBIIITACKAH.

¥YablOpuTaHus

NHS >xyiiec1 apKbLIbI
T€HOMJBIK 3€pPTTEY
JCHCAyJIbIK CaKTayFa
O1pIKTIpLIreH.

MemiiekeT TaparnbiHaH

TYPaKThI
Kap>KbLIAHJBIPY Oap.

XanblK OeIceH Il

KaTbICabl, aKIIAPATTHIK

CEHIM Oap.

KbiTan Ka3akcran

MeMIIEKETTIK JSHTeUIe o

o Her13ri 3eprrey

1p1 3€PTTEY KIHE

L OPTAIBIKTAPbI

OHIIPICTIK Oa3a ,
KaJIBIIITACy KE3CHIHJE.

KYPBLIFaH.

Y JIKEH MEMJIEKETTIK ,
MHBECTULMA IIEKTEYIIL,
WHBECTHUIINS KIHE
namy Oaraapiamanapbl
XaJIbIKapaJIbIK )
, , €HJI1 0AaCTaIbII KaThIP.
CEPIKTECTIK.

YikeH 3eprTey 0a3zachkl  XalIbIKTHIH
MEH KaTBICYIIbLIap aKIapaTTHLILIFEl MCH

CaHbI KOIl. CEHIMI KETKLIIKCI13.



I'eHOMABIK KoHEe MPEU3UOHAbI MEeAUIMHA — Ka31prl 3aMaHIarbl MCIUIIMHAHBIH
€H UIrepl OarbITTapblHBIH, Oi1p1. byn camamap aJaMHBIH TI'€HETHKAJIBIK
CPEKIICIIKTEPIH TEPEH 3€PTTCY AapKbUIbl aypyldapAabl O2J1 aHBIKTAM, JKCEKE
OCHUIMJICITCH €M KOJIJJaHyFa MYMKIHIK Oepel.

[ CHOMIBIK 3€pTTEYy OMICTEPlI MEH OHMOMH(OPMATHUKAHBIH JaMYEI Oaplrepiaepre
aypyIblH MOJICKYJIAJIbIK CCOCOIH aHBIKTAIl, TYKbIM KyaJaWThIH MaTOJIOTHSIIAPIbI
epTEe KE3CHAC TaOyFa »KOJI allThl. AJl OPEUU3HOHABI MEAUIIMHA 9pO1p aJaMHBIH
IFCHCTUKAJIBIK OCHIHIH €CKEpPE OTBIPBIN, €H THIMJl JKOHE KaylliCl3 €Ml TaHJaayFra
OarbITTaJIaIbl.

bonamakTa Oya OarbITTap apKbLUIbl KE€KE T'€HOMJBIK IIACIOPTTAp KAacCallblll, 9P
aJlaMHBIH JCHCAYJILIFBIH aJIbIH aja OakblIay MYMKIH/IITT apTaIbl.

JleMeK, reHOMJIBIK JKoHE IPELU3HUOHABI MEAUIIMHA — FBUIBIM MEH TE€XHOJIOTHUSHBI
OIpIKTIpE OTBIPHIN, aJlaM ©MIPIHIH CAallaChlH apTTHIPYFa KOHE MEAUIIMHANAA *KAHA
I9Yy1p KaJbIITACThIPyFa OarbITTAIFAH MaHbI3/Ibl KaIaM.



bakbL1ay cypaKkTaphbl:

[ eHOMIBIK MEIWITMHA JIET€HIMI3 HE?

[Ipenn3noHAbI MEAMIIMHAHBIH, APTHIKIIBLIBIFEI HENIC?

[ eHOMJIBIK IacOOPT HE YIIIH KAXKET?

[ eHeTHKAJIBIK JUArHOCTHUKA KaHAal 9JICTEePre CYMEeHE1?
MeaunuHaIbIK TCHOMUKAHBIH YTUKAJIBIK MACEICICPIH aTaHbI3.

OB Wi
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