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KOCIIaphI

® 1. I'enerukansik nmacmnopt — JJHK-HBIH
©31H1K 0a3aChl

® | eHeTUKAJIBIK HACIOPTTHIH KACATYbI
® [cHeTHKAIIBIK TECT JKYPri3y 9/1Cl

® | eHeTUKANIBIK ITACIIOPTTHIH aKaparbiHa
CYHECHIIT EMCY >KOHE aJIJIbIH Ay

® bonamak ypnak yIiiH MaHbI3bI

® KP-HbIH reHEeTUKAJIBIK IAcopT Kacay
KOCHapbl



| eHeTHKAJIBIK acIIoOPT

® [eHeTHKANBIK ACIIOPT — OYJI Op aJaMHBIH
OapJIbIK TYKBIMKYyaJIayIIbLIBIK HEMECE
TCHETUKAJIBIK aKIIapaTTaphl KA3bUIAThIH KEKE
ITaCIIOPTHI.

® I'enerukanbik MaTepuan JIHK ximmrecinge
OpHaJIaCKaH HYKJICOTHUIATEP KaTapbIMEH
KOPCETLICI].

® AjaMm reHOMbIHAAFbl HYKJICOTUATEPI1H
opHanacy peti 99,9% Oipaeit, an
agamaapaarsl op TypiuiikTi 0,1% rana
KaMTaMAachI3 €Te/Il.



| eHeTHKAJIBIK TaCIOPT

® [ eHeTUKAJIBIK MACIIOPT TYPAJIBI AJIFAIl PET
1997 xbuiel [leTeprodrarbl TEHETUKTED
MEKTEOIHIE KacaIFaH QOKJIaJATa auThUIFaH.
Onpa reHerukalbik nacnopt — JIHK-HbIH
©31H/I1K 0a3aChl PETIH/IE KapaCThIPBHUIBIII,
aJaMHBIH p TYPJ1 TYKbIMKyaJIalThIH KOHE
KoN(PaKTOpJIbl aypyjaapra KaOLIETTLIIr 9p
TYJIFaHbIH T'€HETHUKAJIIK ©3reIIeIIKTEPIMEH
TYCIHAIPUIAL.



2010 xbu1bl 24 Kapamaga Mockey KanacblH1a ©TKEH
“MoJieKyanblK JHarHOCTUKA KOH()EPEHIUSCHIHA
TCHETHKAIBIK MaCOOPTTHIH JaMYhl TypaJlbl
koppecnonaeHT myineclt PAMH B.C. bapanos
oaganama xacaael. Oinl1987 xeuiel Cank-
IIetepOyprre 1.0O. Orra PAMH arbingarsl
MHCTUTYTTA “‘TYKbIMKYAaJIayIllbl )KOHE Tya Maujia
OOJIFaH aypyJapAbl IIpeHaTa bl JMarHOCTHUKAJIAyIIIbl
AKYIIEPIIK )KOHE TMHEKOJIOTHSIIBIK J1a00paTopus’’
allblN, OacIIbLIBIK €TT1. MyHIa KeITereH
TYKBIMKYaJIaUTBIH aypynapra (reModuaus, [romeH
MHOAUCTPOPHUACH], MyKOBHUCIHMI03) OaKbLIay, a1bIH
ATy Y)KOHE €MJICY )KYMBICTAPbIH KYPIri3/l.
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MoiiekynanablK MeIULIMHAHBIH, MaHbI3Ibl KYPalIbIHbIH 01p1
onict Hemece GAWS (Genome
Wide Association Studies) Oosbin Tadbu1a161. O O1p
mesruiae 6 000 000 O1pHYKICOTUATI KauTallaHyJIapabl
MHACHTH(UKaLIUsIayFa MYMKIHJIIK OCPETIH KOFaphbl
TBIFBI3ABIKTEl MUKPOUYHNTEP/I1 KOJIJAHYFa HET13/ICITECH.
Myngai yunrepm “Affimetrix”, “Illumina” ¢pupmanapsl
HavbIHAanabl. Uun KeMeriMeH aHajau31ey HaKThl aypy
aJaMHBIH T€HOMBIH/IaFbl O1PHYKJICOTH/ITI aybICy OapbIH
KOpPCETE1, COHbIH apKaChIHAA I9pIrepaepil
KbI3BIKTBIPAThIH HAKTHI IT'€H/I1 aHBIKTayFa 00Ia/Ibl.
2010 xbutbl 300-1€H aca MyAbTU(AKTOPJIIBI aypyaapibl
AHBIKTAWTHIH OHJIaFaH »KaHa MAapKEPJICHI€H I'eHIEePA1H
KOIIIIPMEJIEPIH Kacabl.



Kazipri ke3¢ ajaM reHOMbIHIa KAHBIKKaH
“peneplliKk HYKTeJIEp apKbUIbI cay alaM MEH aypy
agam]ibl canabIicThIpyFa 0osagel. GAWS oicl ek1
MOCEJICHI IICIITI: OApJbIK FeHIEP
MHIACHTU(PHUKAIMSICHIH KAMTaMacChl3 €TTI )KOHE
HAaKTBUIAHFAH HOTHKE OCP/Il.

AKIII-Ta 2010 kbUIbl TYKBIMKYaIanuThIH 213 aypyra
3EPTTEY KYPri3UIIL.

HoTmxecinae KypbUIBIMABIK T€HACPAIH MyTALMUSICHI
OpKalllaH ChIPTKBI KOpiHIC Oepe OepMeial. Mbicaibl
HEHUPOJIETCHEPATUBT1 aypyJiap 9Cepl epeceK IaKTa
oimuenl, (PS1), (PS2) renaep1 acepl KapTThIK
KE€3CHAEe KOp1HIC Oepi, Anburermep (aKbLI-€CT1H
KeMYy1) aypyblHa oKeJIEe/].



['enmep MyTanusCbiHA OAMJIAHBICHI
dypyJiap

EH MTALL A SABONEBAHAE
HD (CAG) =27 Xopea [eHTUHITOH3

SCAl

SCA2 (CAG)=27 CNMHHO=MO2rOBAA 3 TAKEMA

DRPLA (CAG)=30 BonezHe Mavapo-HKozeda
AR (CAG)=30 BonezHe KeHHeau

MP-1 (CAG)=200 M WO TOHKY e CKad AMCTRODMA
S‘_-'?-zl T;:acuz“nc EonesHe Anbureiimepa

g&ggg JOW"::::'Z 100 PakMONOYHON Kenezkl ~5%
APC TodedHbie CeMe WHLIN pak TonCToM Kiwku 100 9%

MyTauuK = 150




| eHeTHKAJIBIK HaCIIOPT MAHbI3bI

[ eHeTHKAJIBIK HACIIOPT A9pIrepre:

® [TanueHTTIH Oenrum aypyapra
TO3IMILIIT1H

® Typm gopiiepre ;kayar peakiusIapblH

® [lanueHdTTIH ©31HIIE HEMECE OalachIHIA
00JIybl MYMKIH aypyAbIH aJJbIH allyFa

® Hopecre neHcayablFbIH )KYKTUTIKTIH
aJFraIlKbl KYHACpIHJIE Oarajayra

MYMKIHIIK Oepe/l.




JIHK ananu31 MeiHa aypyliapra
AUarHo3 KOKFa MYMKIHJIK Oepe/l

® 3ar aamacysl Oy3bLTyJIaphl

® AJKOTOJIbJIl HEMECE HAPKOTHKAJIBIK
TOYEIAUIIKTE

® Icik ;xacymiajgapsl JaMyblHA

® JKypek-KaHTaMBbIp aypyJiapblHa

® Jlopumik mpenaparrapra JIereH
CE3IMTAJIABIKKA



Ty KbIpbIM

® OAeM FblAbIMbl FreHETMKAAbIK MacnopTTbl Kas3ipAiH ©3iHAE MeAULMHAABIK
GaArep aAen atayaa. MyHAaM KY>KaTTblH, apKacblHAQ KOMNTereH aypyAblH
aAAbIH aAyFa 6oAaabl Aen xabapAamabl. [[eHeTHMKaAbIK MacnopTTbl »Kacay
YiWiH aAaHblH KaHbl Hemece TYKipiri KaxeT. bipHewe KYyH iwiHaAe
6uotexHorortap AHK-Hbl  oKbin, HOTMKeciH wbifapaabl.  Ocbl
KOpbITbIHAbIFA Kapan ASpirep aAaM LWaAAbIfybl MYMKIH aypyAapAbl
aHbIKTanAbl. KasaKcTaHAafbl aAFalLKbl reHETUKAAbIK MacNOpPTTbIH, aBTOPbI -
¥ATTbIK OUOTXHOAOTUSAAAP OPTaAbIFbIHbIH AMPeKTOpbl EpAaH PamaHKyAoB.
BYA - apaM af3acbiHbIH, Hafbl3 9AINOMI, aAenai Faabim. [acnopT apaMHbIH
7/0-TeH acTam aca KayinTi, HaWlaKopAbIK, OHKOAOTUS, reMOoPUANSA Hemece
MCUXMUKAABIK AEPTTEP CbiHAbI aypyAapfa LWAAAbIFYbIHbIH, MYMKIHAIMH
boakan arapbl. CoHAaM-aK reHeTMKaAblK MacnopT YpHaK oKeAaepae
©3iHiH, cenTiriH Turisbek. OA 6oaawak 6aaaHbiH, TYKbIM KyaAalTbIH
aypyAapblH aHbiKTan aAaabl. Kasip AeHcayAblK cakTay MUHMUCTpPAIriHAE
FbIAbIMM 3epTTeyAepAiH asKTaAybiH KYTyae. [eHeTUKaAblK TOAKY>KaT
©3iHiH TMIMAIAIriH KOpceTce, BEAOMCTBO >KObOaHbl KapiKblAaHAbIpYFa
AanbiH.  2Koba KoafFa aAblHCa, OipHelle »KblIAAaH KeMiH 9pbip
Ka3aKCTaHAbIK a3amMaT reHeTUKaAbIK MacrnopTbiHa KOA »KETKi3e aAaAbl.
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