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KoMMepuHsabIiK emec AKIMHOHEPJIIK KOFaMbI

«KAPATAH/IbI MEJAUIIUHA
YHUBEPCHUTETI» som
11.06.2025 KBLIFbI Imki aypyJiap

KadeapacbiHbIH KeHeliren OTBIPBICHLIHbBIH
Ne xarTamacsinan kemipme

lepara — Jlapiommna E.M.. M.F.K., KeAK KMV
[kt aypynap kadenpacsinbie MeHrepyumici
Xarwsl — bonay6aii P.

Karbickanaap:

Taibkanosa J1. XK., m. r. 1., KeAK KMV imxi
aypyJiap KadeapachHbIH Ipodeccopsl
Peibankuna J.X. m.ra, KeAK KMV  Imxi
aypyJap KadeapacsiHbIH Ipodeccopsl.

bayesa M.B. PhD, Imxki aypynap xadenpacsHbiy
accou.Ipo¢eCCOopHI.

Konrensaunosa I1.C. m.r.a., KeAK KMV ki
aypyJnap KageapacsIHbIH po(deCcCOopHl.

Kabuesa C.M. m.r.a., KeAK KMV Imxi aypynap
KadeapacbIHbIH PO ECCOPEI.

Toneyosa A.C. m.r.x., KeAK KMY Imxki aypynap
KadeapachIHBIH IPO(ECCOPHI.

Omaposa P.A. m.r.a1., KeAK KMY [mxi aypynap
KadeapachIHbIH IIPOQECCOPHI.

|

AmupxanoBa J.T. mr.k.,, KeAK KMV Imxi
I aypyJiap KadeapacbIHbIH acCOLL.IIPOYECCOPHI.
Cexcenoa JLIII., mr.x, KeAK KMV Imxki
aypyJiap KadeIpachbHbIH accoll. POQeccopsL.
Bucrepauuan O.A. PhD, KeAK KMV Imki
aypynap KadeapachlHbIH acCOL.IPO(ECCOPEL.
Mapuenko A.B. PhD, KeAK KMV Imki aypynap
xadeapachIHbIH acCoIl.IPO(ECCOPEL.

| "excembaesa C.0. mr.x, KeAK KMV
aypyJiap KaexpachIHbIH acCOL.MPOHECCOpEL.
Hypcynranosa C.J[. M.r.x., KeAK KMV Ik
aypyJap KadeapachIHBIH acCOLl.IPOeCcCOopbl.
Toiteiu6exoBa POK. M.rx, KeAK KMV Imxi
aypysap KaeZpachHbIH acCOILIPOQECCOPEI.
Kapenpansy Oapnelk IIO¥, JOKTOpaHTTap
OapJIBIFBI - 35 aJaM.

KYH TOPTIbI:

Hyprucoa Torxan Tenerenkpissr 6D110100
«MeaunuHaay MaMaH/IbIFbl OoMBIHIIA (QuiIoCO(HS

nokropsl (PhD) FBUIBIMH JIopeXeciH ally YIIIH

[1mx1

"BipiHuiiK OKIIEJIIK apTepUaIIbIK
FMIEPTEH3UAHbIH  JlaMy  KaymiHAer: TeHIEp
nojauMop(huzmi MEH MOJIEKYJISIPJIBIK

MapKepJiep/iiH acCoNHausACk!" TaKbIPbIOBIH/IAFEI
JIUCCEPTALUANIBIK JKYMBICHIH TAJIKbLIAY.
FouibiMu kenecmisiepi:

R &

Hexommepueckoe — AKNHOHEPHOE 00mecTBo
«CMEJMINHCKHUH YHUBEPCUTET
KAPAT AH/bI»

Boimucka w3 nporokosa Ne pacmHpeHHOTO

saceqannsi Kadeapsl BHyTpeHHux Gosesnei oT
11.06.2025 .

[Mpencenarens — Jlaprommna EM,. KM.H.,
3aBetylomas  kadenpoit BHyTpeHHHX OoJsie3HEH
HAO KMY.

Cekperaps — bonayb6aii P.

IIpucyrcrBoBajin:

Taixanosa JI.K., na.M.H., npodeccop Kadeapsl
BHYTpeHHHUX O0oje3neit HAO KMY

Peibanknna JI.X., k.M.H., npodeccop Kadeapsl
BHyTpeHHUX Ooisiezneit HAO KMY.

bayesa U.B., PhD, acconuupoBanHbIii mpodeccop
kadeapsl BHyTpeHHUX Oose3neit HAO KMY.
Koiirensaurona 111.C., n.M.H., npodeccop kadeapsl

BHyTpeHHUX Oone3neit HAO KMY.
Kabuesa C.M., a.M.H.,, npodeccop kadenpsl
BHyTpeHHHUX Oosie3neri HAO KMY.
ToneyoBa A.C., k.M.H., npodeccop Kadeapsl

BHyTpeHHUX Oone3neirt HAO KMY.

OmapoBa P.A., n.M.H., npodeccop Kadeapsl
BHYTpeHHHX Oone3neit HAO KMY.

AmupxanoBa JI.T., K.M.H.,, acCOLlMHPOBAHHBIH
npodeccop xadenpsl BEyTpeHHUX Oone3neit HAO
KMY.

CexcenoBa JLII.,, x.M.H, acCOUUHpPOBAHHBIH
npodeccop kadeapsl BHYTpeHHUX Oonesnerr HAO
KMY.

Mapuesko A.b., PhD, accomunpoBaHHBIMH
npodeccop kadenpsl BHyTpeHHHX Oone3nei. HAO
KMY.

XKexcembaera C.0O., K.M.H, acCCOIMMPOBAHHBIN
npodeccop Kadenpsl BHyTpeHHHX Oonesneidr HAO
KMY.

Hypcynranosa C.JI., AM.H, acCOUHpPOBAHHLIN

npodeccop kadeapsr BHyTpeHHUX Oonesneli HAO
KMY.

ToipmbexkoBa POK.,, K.MH, acconumpoBaHHBII

npodeccop xadeapsl BHYTpeHHHX Oonesneit HAO
KMY.

CoTpyHMKH Ka(enpsl, IOKTOPAHTHI BCEro 35
yeJIOBEK.

ITOBECTKA J1HS:

AnpoOanus auccepranuu  Hypnucosoit Torxkan
TonereHKbI3bl HA COMCKAHUE CTEIEHH JIOKTOpa
dunocopuun (PhD) nmo cnenumamsnoctn 6D110100
«MeauiuHa HA TEMY: «Acconuanus
OJIMMOP(H3Ma I'eHOB U MOJIEKYJISIPHBIX MApPKEPOB B
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Taipkanosa JI K., M. . 1, KeAK TQMY K]
aypynap KaQeapacsimbin npodeccopt
AGunsmuosa UL, Mo v o, KP THIE MO
epOeCTeHUPUITEH  TEHOMABIK  MArHOCTHKA
3ePTXAHACHIHBIH MEHTrepyuict, Acrana k
HeTe K FHIILIMH KeHeci:

| Mapremiox T, B., Mm.r.t npodeccop, E.N.Yazos
ATHINAAFBl KAPJAMONOTHS VITTHIK MEAMIHHANTBIK
FHUTBIMH OPTANBIFBIHBIH A JI.Msicuukon
ATBIHJIAFBl  KApAMOJIOTUS  KOHE  KapauoJIorus
WHCTUTY THIHBIH OKITE THIIEPTCH3USACHI JKAHE KYPEK

aypynapsl Oonminiy 6ac FhUILIMH KbI3METKEpi,
PO.

Penenszenrrep:

Uopaesa JI. K., m. . k., KeAK KMV 1mki aypynap
KaheaAPACBIHBIH PO ECCOpBI.
Kanemiposa U.A., PhD, KeAK KMY rbuibiMu-

3EPTTEY 3€PTXAHACBIHBIH JIOLEHT], ara FbUIBIMH
KBI3METKEPI.

THhIHAAJI/IbI:
Hypnucosa Tormxan Tonerenksssr 6D110100

«Menununay MamMaHabIFbl OoibiHIIA (rocodus

NOKTOPH! (PhD) FBIIBIMU JI9peXeCiH aly YUIH

* BipiHImumK OKIIEIIIK apTepHaIbIK
TUIIEPTEH3USHBIH, ~ JaMy  KaymiHAerl TIeHIEp
NOJIUMOphu3MI MEH MOJIEKYJISIPIIBIK

| MapKepIEP/IiH acCOIUAMACHD TaKbIPBIOBIHAAFEI
TUCCEPTALMSIIBIK XKYMBICHL.

KolibliiFan cypakrap:
Typrysosa JL.I.

1.  Ci3gin 3epTTeyiHi3aeri NaueHTIepal Kocy
’K9HE aJIBII TacTay KpUTEepHiepl KaHan?

2. Kazax nonymsmuscemparsi BMPR2
TeHIHIH MOJMMOP(HU3MIHIH Oacka
MOy JIAIUsIap/iaH aibIpMAIIBUIBIFEL Oap Ma?

3. BMPR2 reninig myTtamusacsl 6ap bOAID
6ap Haykactapaa PAH ymns MakcaTThl Tepanus
KOJITaHbLIAAbI Ma?

XKayarnrap:

1. CayaniHaMaHbl JUCCEPTAHT, SFHH MEH FHUIBIMU
’KETEKIIiH1H J)KETeKIIUITIMEH JKacaIbIM.

2.Uo, aitpipMamibuIbIK Oap . OpTanslk A3
MONMYJIALMANIAPEl  JKOHE  €yponajbIKTapMeH
CalBICTHIPFAaH/Ia  CTAaTUCTUKAIBIK  TYPFbIIAH
Oi3miH XaublKTa KeOipek Keszmecenl, U(PIIBIK
IepeKTep MCCEPTALHsa KOPCETLUITEH.

3. Uo, xocnapnanral, [IMC nenreiinne.

4. lopinix 3arTap/blH OapiblK apHaWbl TONTAPLI
BMPR2 renigme MyTaunusi Oap JXOHE OHCBI3
eMJIeNyIIIepre e KOJIaHbUIa kI,

p————

Kabuepa C.M.
1.3eprTey  ymiH = WAMONATUSUIBIK  OKIIEJIK
apTEPUSANIBIK ~ TUIEPTEH3UsSMEH  aybIPaThIH

Hay KaCTap/ibIH KOropTacblH CCCITCY  JKAHC

—— -

pUCKE pa3BUTHA
FUIEPTEH3UNY.

Hayunnbie KOHCYILTAHTHI:
Tattanosa JIOK., JAM.H.,
sryTpennx Gonesneir HAO KMY.

nepﬂnqnoﬁ

A . L, 10 ,
Abunsaunosa UL,  JAM.H., rpoeccop
PYKOBOJMUTEH ]Ia6opd'ropnz
NePCOHAIM3UPOBAHHOM reHOMHOM  JAHArHOCTHK

BMII Y11 PK, r.Acrana |
| 3apybesmubiit nayunbiii KOHCYABTAHNT:

| HayuHbIi COTPYAHHUK OT/IE/A ferouHoM runepTeH3HA
‘ i 3a6onesanuii cepaia UKK um. A. JI. MACHHKOBA

®I'BY "HMUIIK um. ak. E.M.Yazosa" Mun3/1papa
PO,

Penen3enroi:

| Ubpaesa JI. K., a. M. H., mpodeccop kaeapel
sHyTpeHHuX Oonesneit HAO «KMY».
Kameiposa HW. A., PhD,

npodeccop, cTapiui HayYHbIH COTPYAHHK HAYTHO-
nccnenosarensckoit maboparopun HAO «KMVY». |

CJIYIUAJIN:

NErOYHON

rpodeccop kaeapsi

Maprsmiok T.B., . M. H., npogeccop, r1aBHbH

aCCOLMMPOBAHHBIA |

e —— e

?

Couckarenss Ha TIOJYYEHHE CTEINEHH JOKTOpa
dunocopuu (PhD) no cnennaibHOCTH 6D110100
HypnucoBou Toseresksi3bl,
[PEeACTABUBIIErO JMCCEPTALHOHHYIO padoTy Ha
TeMy: «Accoluanus NoiMMoppu3Ma TICHOB H

MOJIEKYJSPHBIX MapKepoB B pPHCKE pa3BHTHA
IEpBUYHOM JIETOYHOH ITMIIEPTEH3HH ).

{

3agaHHbIE€ BOIIPOCHI:

Typrynosa JL.I.
1. Kem OBUI COCTaBJIEH aHKeTa IS MAIUEHTOB C
NIJTAT?

2. Ommuaercs i nomamopdusm resa BMPR2 B |
Ka3aXCKOH MOMYJISIMH OT APYTHX MOITYJISALIHH?
[InanupyeTcss JH BHEIPEHHE «AJTOpHTMA l
paHHEH JUArHOCTHKH HUIHONATHYECKOH
JIETOYHOH apTepHaJIbHOM THUIIEPTEH3HH» B
NMPaKTUKY 3JpPaBOOXpPAHEHHUS, METONHYECKHE
PEKOMEHIALINY U TIp.?

4. VYV manuentoB UJIAI' ¢ myranueit renra BMPR2

NpUMEHSIETCS JI TapreTHas tepanus JIAD?
OTBETHI:

I

Ankera ObUla CO3J@aHA JUCCEPTAHTOM, TO €CTh

MHOIO  IIOJ  PYKOBOJCTBOM
PYKOBOJUTE]IS.

Ja, ornuuaercs. [1o cpaBHEHMIO ¢ EHTPATLHBIX
a3MaTOB M EBPONCHIIEB B HAICH IMOMyIsLUU
BCTpPEYACTCS CTATUCTHYCCKHUI OoJIb1IIE,
H(POBBIC IAHHBIE OKA3AHEI B THCCEPTALMH.
Jla, muianupyercs, Ha yposue [IMC.

Bee cnenuguueckne rpynmnel npenapartos

IPUMCHUMBIH TAKXE€ Ui NMAUMEHTOB C U 0e3
| MyTaiuu B reie BMPR2,

HAY4YHOTO

('S

B L. IaEm—
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" kaIBINTACTBIPY rporeci Kanai |
¥f“"MnacTHp”m“?. | Ka6uepa C.M.
2. OKICHIR eKlllMIniK runeprensusicsl  Gap | 1. Kak 6bul opramu3oBaH MpONECe pacyé€ra #u |
gayKacTap Kanau albIHbI TaCTANlIbI, AHTHIHbI3? dhopmupoBaHus  KOropThl ManueHToB  ©

HIAMOMATHYECKOH  JIErOYHOH apTepUATEHON

JKayanTap. rHTepTensHeil U1 HeCTeN0BaHIA?
| i MONATHANBIK  OKNemik  aprepusuibik | 2. Pacckaere, Kak ObuUTH HCKITIOUCHDI [anUeHTHI C
FUNCPTCH3NAMEH  AYBIPaThiH  HAYKACTap/ibIH BTOPHYHOM JIErOUHOMH rurepTeH3nen’

KOTOPTAChIH ~ €CeNTey OHJIAHH  KanbKynsTop | OTBETHI
ApPKbUIbI  OPBIHAAJIIBI. bizmy 3eprreyperi yari | 1. Pacyer pasmepa BHIOOpKH ~ TIPOBOHIICA ¢

onmemi MOAI" Gap 53 manuent xone 125 cay UCTOJIb30BAHHEM OHJIaH-KATIBKY JIATOPA.
amaM Oonzael. By ecenreyre caiikec, yiri Pasmep BbIOOpKH B HAlIEM yccae10BaHiH
aypyAbIH Tapanysl 3% dKoHE KaTenlk JeHreiil coctasun 53 naumenta ¢ UJIAT u 125 3/10pOBBIX
459% eckepe OTHIpHIN, 95%  KyarmeH mum.  CornacHo 9TOMy pacuery, BbiOOpKa
seprresierin  rensiy [PAH-men OaiinanbiChiH NODKHA Obl1a  OBbITH  JOCTATOYHOH  JUIA
AHBIKTAY YIIIH XETKUTKTI 60TybI KEpeK el BBISIBJIEHHMS aCCOIMALUY MCCIeAyeMOoro reua ©
2. 3eprreyre 2016 xome 2022  KpuiAap WIAT ¢ wMomuoctblo 95%, y4uThIBaA
apaNBIFbIHJA  MaMaHJAHJBIPBUIFAaH ¥ JITTHIK pacrpoCTPaHEHHOCTh  3a00JIEBaHHS 3% #
FHUIBIMH ~ KapAUOXUPYpPIrHsi  OpTAJIbIFBIHIA ypoBeHb omuoxu 4.59%.

rexcepinren VIOAI'  6Gap  empenymisiep | 2. B uccieoBaHHe OBUIM BKJIIOYEHBI MAIHCHTBI €
KAMTBUIABI.  bapiblK  MamMeHTTep  TOJBIK NJIAT, o0cne0BaHHbIE [pH
KITMHAKAIBIK TeKcepyaeH oTTi, Oy 613re MOAI - CreIAAIM3UPOBAHHOM HauuoHaIbHOM
HBIH Oacka Oenrii cedenTepiH )KOKKa IIbIFapyra HayYyHOM Kap[MOXMPYPrHYeCKOM ILCHTpE B
MYMKIHIIK  Oepal. NOAI' KIMHHKAJIBIK mepuox ¢ 2016 mo 2022rr. BeeM MalHEHTaM
IMArHO3BIH TYNKUIKTI Tekcepy YmiH OapibIK GBUIO TPOBEJEHO THIATENBHOE KIHHHYECKOC
TEKCepUIreH HayKacTapra OH JXaK JKYPEKKe o6CelOBaHHE, YTO TO3BOJIMJIO HCKIIOYHTD |
KaTeTepu3aLus Kacas bl (KazakcTan Jpyrie W3BECTHBIE TNPHIHHBI JIAT. Jn#a
| PecrnyOnuKachIHaFbl  JHArHOCTHKANBIK  JKOHC OKOHYATENbHON BepH(HUKAlUH KIHHHYICCKOIO
eMZiey XaTTamacsl MeH EyponaJiblK KapAnOI0THA muargo3a WJIAI  BceM  00Cnen0BaHHBIM

koraMbIHBIH (ESC) YCHIHBICH COMKEC). mpoBeJeHa KaTeTepHu3allis IpaBbiX OTICJIOB |

cepaua (IPOTOKON JHATHOCTHKH H JICYCHHA B

Jlaprommsa E.M. Pecny6muke Kazaxcras, peKoMeH1alH |

1. 3eprreyre MIOAI bap HayKacTap KaHIlla yaKbit Esponeiickoro obuectsa kapauosoros (ESC)).

6oiipl OaKbUIAYFa AJIBIHIBI?

Jlapromuna E.M.
JKayar:
1. CKONMBKO BpEMEHH HaOMONANCh MALHEHTBI C |
1.3eprTeyain OipiHII Ke3eHIHE HIMOMNATHSIIBIK WJIAT, BKIIOYCHHBIE B HCCIICIOBAHHE?
OKIIECJIIK  apTepHsJIBIK  THMIEPTCH3USCEI Oap Otser:

maykacrap  ipikremim, 2016-2021  oxeuiaap | 1. B xoze mepBoro niara HCCJIeI0BaHHs IIPOBOHIICA
apaJIbIFbIH na MaMaHJIaHIbIpPbUIFaH KJIMHUKANa OT60p MaucHTOB C HIIHOHaTquCKOﬁ JIErO4YHOH
Kapanjpl. bapiplK HayKactap S5 IKBUT Goiin | ApTEpHANbHOMN rMNepTeH3uei, 00CneOBaHHbIE TIPH
63!(51113)’113 60]11151, 3epTICY/IEH IIBIKKAH1ap ClIeIIHAJIH3HPOBAHHOM B IICPpHOJ C 2016 nmo 2021rr.
6onral koK. Hotmxkecinme Oapiblk HayKacrap 7 Bce manueHTHl HAXOIMIIMCh TMOJ HAONIONCHHEM B

SKBUT GOiiBI GaKbLIayaa GO, TEUEHHE 5 JIeT, BHIOBIBIIMX H3 HCCJIECNOBAHHS, HE
ObU10. B HTOre BCE MaliMeHTHl HAOMIOJAITHCEH 7 JIEeT.

Nopaesa JLK.
Nopaesa JI.K.

1.3eprrey  YUIH =~ MIAONATHAJIBIK okmeJik | 1, Kax Obu1 opraHu3oBaH npomecc pacuéra wu
apTepys/IbIK ~ THIEPTEH3HAMEH  aybIpaThiH (opMHpPOBaHHS  KOIOPTHI  NAIMEHTOB  C
HAyKacTap/iblA ~ KOrOpTachiH — €CENTey IKOHC HIHOMNATHYECKOH  JICTOYHOH  apTepHalbHOMN
KAIBINTACTHIPY [polecl Kajau FHIEPTEH3UEH JUIS HeenenoBanus? B koHTekcTe
¥HbIMllaCTblpr:Hllbl? bakpuiay :rcﬁbIHIla TOrO, YTO KOHTPOJIbHAS TPYIIA COACPKUT Goee
HKCIIEPUMEHTTIK TONKA Kaparan/Ja €Kl €CeicH YeM B JBa pasa Oolblliee KOJHYECTBO
acTaM KaThlCylIbUIapAbiH O0JIybl JKarJaHbIH/IA YYaCTHHKOB, YE€M OIBITHAsT TpyIna, KakuM
Oy apaKaThlHaCc ~  CTATHCTHKAILIK 00pazsoM 5TO  COOTHOIIGHHE BIMSET HA
KOPBITHIHIbLIAPAbIH CEHIMILITTHC AKIHC |
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KIMHAKAIBIK MaHbI3ibl o3repicrepai Garanayra Ha/1EKHOCTD cTaTHCTHYECKHX BBIBOJIOB H OLICHKY
Kastal acep ereu? KIIMHAYECKH 3HAUHMBIX paveHeHni’

2. . .Kam( nonynsumacsinaarsl - BMPR2 | 2. Ornmuaercst Jin rosumMoppu3M reHd BMPRZV :
PCHIHIH  TIOJMMOPDU3MI  aitens skuitii MeH kazaxckoil momy/siun o1 Jpyrix oMy IALHH ©
(CHCTHKIBIK — Bapuauns  Oofibinma  Gacka TOYKH 3peHus 4acTOTHI asnienieit ¥ reHETHIECKOH
NOMyJIANMANAPAAH  aUBIpMAIIBLUIBLIFEL Gap Ma? papuain? Ecii j1a, 10 KaK ITH passiuas MOTYT
Onaii bonca, Oyn alfbipmMabUILIKTap Ochi renMen ‘ BIIMATH HA BOCHIPHUMYHBOCTE K 3a0071€BAHUAM,
OAWMAHBICTHL  aypynapra Geltimuinikke kanaii ACCOLMMPOBAHHBIM C ITHM reHoM?
3CEP €TY1 MYMKIN? 3. Vunrbisasi, 40 aKT BHeJApeHHs MOITyHCH BaMH
3.Ci3  GHII3y aKTiCiH WIMONATHSILIK OKIIe TOJILKO Ha CTaThIO, nocaﬂméHH}’I?
APTCPHAJIBIK THIIEPTCH3UACBIHBIH 1amy Kayiii Oap reMoAMHaAMHUYECKOH H reHeTHIeCKOn
FeMOAMHAMMKAIIBIK KIHE T€HETHKAJIBIK acColMALUHU C PHUCKOM pazanmil
KaYbIMAACThIKKa  apHaJiFaH  Maxajara raHa HIMONATHYECKOH  JIeroyHoM  apTepranbHOM
ANFAHBIHBI3JIbI  €CKEPE OTBIPHIN, Ci3 YCHIHFAH FMIEPTEH3NH, TIIAHUPYETE JIK BB labHEHIITY IO
OMOMapKepiiep MEH  HMIMONATHSIBIK  OKIe MHTErpalyio rnpeiaraéMpix BaMH OuoMapKepoB
APTEPHAIBIK TUIIEPTEH3USACHIH epTe W aIfOPMTMOB  paHHedl  JHarHOCTHKA
JIMATHOCTHKANAY ~ anrOpUTMepin  JleHcayJibIK WIHONIATHYECKOH  JIErOYHON  apTepHaibHOM
caKTay TdKipubeciHe onaH oapi  OipikTipynl, [UTIEPTEH3MH B TIPAKTUKY 3/1paBOOXpaHCHHA, 4
COHJAH-aK  OJapAbl PEeCMH  KJIMHHKAJIBIK TaKke HUX BKJIOYeHHE B OQHIHATBHBIC
XaTTaMaJlapra, dMICTeMENIK YCHIHBICTapra MKoHe KIMHMYECKHE  TPOTOKOJBI,  METOAMYCCKHE
T. 0. KOCYIBI J)KOCmapian OTsIpchi3 6a ? PEKOMEHJALMH U T1p.”

1. OTBETHL:
Kayanrap: 72.1. Kak u BbIIIE OTBETHJIM, pacyeT pasMepa

1. XKoraprina aWThUIFaH[AM, ipiKTEy MeIIEpIH

ecentey OHJIAWH-KAJBKYJIATOpP  KOMEriMeH OHJaifH-KaTsKyIsTOpa.  MomHocTeio  95%,
xyprisuim. Kyarsr 95%, ayPYABIR ;. Tapally b YUATHIBAS PacIpOCTPAHEHHOCTh 3a00/I€BAHHA
ecKepe OTBHIphIT 3% JKOHE KaTelmiK JeHIewl 3% u ypoBeHb omu6Ku 4.59%.

4.59%..

3.2. Pesynpratel  HccleqOBaHUA — MOKa3ald
3HAYAMBIE ACCOLIHALIMH MEKY TIOTHMOPHH3MOM
resa BMPR2 (Rs17199249) u puckoM pa3BHUTHA
UJIAT. JlTannas B3aUMOCBS3b BBIIIE B Ka3aXxCKOH
NOMyJISILMH 1O CPAaBHEHHIO C YTHHYECKUMH |
rpyNnaMy HEHTPATbHBIX a3HaTOB U €BPONICHIIEB.
[Tpu sToM momamopu3mst BMPR2 (Rs1061157,
Rs113305949) B ocrosHoii rpynmne (MJIAID') mo
CPAaBHEHHIO C KOHTPOJIBHOM TIpYNIIOH HE
IMOKa3aJId CyLIECTBEHHBIX Pa3IH4Hii. DBaHC H JIP.
nposead MeTaaHanu3 1550 mManMeHTOB C
MIMONATHYECKOM, HACIEACTBEHHOM B CBA3aHHOH |
¢ anopekcureHoM JIAI' u3 BOCBMH KOropT H
nokazaum, 4to y 29% Opumn MyTamuu TI€HA
BMPR2. Asmarckas xoropra u3 Kopeun
COOOIIHIA, YTO PaCIIPOCTPAHEHHOCTH BAPUAHTOB
BMPR2 y xopeiickux nauueHtoB ¢ WIJIATD
coctaBmwia 22%. SnoHckas rpymnmna coodmmuna o
BapuanTax BMPR2 BO Bcex 4 mnamueHTOB C
HJIAI' (4/4 = 100%) u 12 (12/30 = 40%) c
WJIAI', 4yro OBUIO BBILE, YEM Yy MALIUCHTOB

BLIOODKH  IPOBOAMWJICA C  HCIOJIb30BAHHEM

2.3eprrey  Hormwkenepi BMPR2  reniHiH
nonumopdusmi (Rs17199249) mern ILAG mamy
KayIi apachIHIAarbl MaHbI3bI OaiilaHBICTapAbL
kepceTTi. By Gainanbic OpTANBIK a3UsUIBIKTAp
MEH €ypPONaJIBIKTapAbIH THUKAJBIK TONTApbIMEH
CANBICTHIPFAHAA  Ka3ak  IOMYJIAIMACBIHAA
skorapbl. Byn perre Herisri tonrarsl (MOAI)
BMPR2 (Rs1061157, Rs113305949)
noJMMopbu3MIEpl OaKpLIay TOOBIMEH
caJIbICTBIPFaHia alTapJIbIKTau
A BIPMALIBUIBIKTAP/BI KOPCETKEH JKOK. JBAHC
’KoHe  Oackayjap  MAWOMATHANBIK,  TYKBIM
KyaJJaiTBIH jKoHE aHOPEKCHI€HMEH OaisIaHbICThI
ceriz koroprTel PAH 6ap 1550 manueHTKe MeTa-
ranpay okyprizai kone 29% BMPR2 reninin
myTanusaiapsl 6ap exeHin xepcerti. Kopesian
kenred asusyblK  koropT KopesiblK ILAG
nanuentrepinie  BMPR2  HycKanapbIHbIH
tapanysl 22%  Kypaiael Jen  Xabaprajpl.
YKanouapik Ton Oapiblk 4 mauumentre BMPR2

HycKajapbl Typajbl Xabapiajpl HJIAT' (4/4 = Rl s B e
100%) one 12 (12/30 = 40%) Gipre UOAT, Gy ! P CII/IOBAHMH KOLIET

U3 LEHTpaJbHOro TaiiBaHs OOHApPY>XEHO, YTO
KaBKa3JIbIKTapfa Kaparahia KOrapbl 60111151; mytanuss resa BMPR2 y 17.8% (8/45)
Opranpblk TaWBaHbaarbl SPIMITECTCPIHIH 3€PTTCY] nepBHYHBIX ManueHToB ¢ JIAL, 4yTO HECKOJIBKO
OAT 6ap Gacrankpl nauuenTTepain 17,8% (8/45) HIKE paHee 3 C;HC . )
BMPR2 reninin MyTanusacel 0acka Koroprrapzia eeabl oo

; pacnpoCTPAaHEHHOCTH B JIPYTUX KOrOpTax.
6¥PB}H xabapianraH Tapaty/iad Olpuama TOMCH | 4 3. Jla, Ml [UIAHHPYEM QJITOPUTM JHATHOCTHKH
€KECHIH aHBIKTA/IbI. | WJIAI Buenputs Ha yposue [IMC.
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IK JIFOPHTMiH

NONHKIMHNKA nenreifinge enrisyn Kocnapriar
OTHIPMBI3.

Kansiposa ULA.

p——
—————

1. Xanran NO3UTUBTEP/IH naiina Oony Kayrin
Oonabipmay yuin SNP Tanjaaysinaa 6ipuere

TECTUICY U TY3eTY *yprisini me?
2. Onapapbiy AMATHOCTHUKANBIK  KYH/BUIBIFBIH

pacTay  YmuH - suporenuu-1  cHsKTH |
6110M3pk§pnepniu CE3IMTAIIBIFEL  MeH
epelfmemri TYPalbl  Kaujai jmepexrep
Oepinren?

3. Tawmanran SNP QYHKIUOHANABIK  MOHI
KaHnan  (Mbicansl, omapasiy  BMPR?2
IKCIPECCHSACHINA HeMece aKybI3
KYPBUIBIMbIHA 3Cepl) jKoHE Oyl KymbicTa
TAJIKbUIAHAIBI Ma?

4. Annens XUUTIKTEp] Kazax Oy JISIIUSACHIHBIH

Olperell  rEHETHKANBIK  epeKIleiKTepiH
pacray yuns gnomAD CHSKTBI XalIbIKapaIbIK
JICPEKKOPIAPMEH CaBICTHIPHUIBI Ma? |
5. OKONOTUSUNIBIK (aKTopiap MEH eMip CalThl

CHSKTBI BIKTUMan KOH(MayHAepnep/l ecemnke
Ty YIIIH KaHJa# 9icTep KONIAHBUIABI XKAHE
OJ1ap 3EPTTEY HOTHXKENEPIHE Kaal acep eTTi?
Rs17199249 SNP yimin Gipreme Tecrineymi
TY3€Ty OJKOHE IpIKTEY KyaThIH €CemTey
NICPEKTEPIHIH, JKOKTBIFBIH €CKEepEe OTBIPHII,

CTATUCTUKAIBIK KOPBITHIHABLIAPABIH
CEHIMIUIIT Kajai KaMTaMachl3 €Tl ?

7. Haktel yakeiTTarel [ITP xacay ke3inpe
BIKTUMaJ KaTenepal OonapipMay YIniH KaiTa

FeHOTHIITEY CHAKTBl camaHbl  Oakpuiay
Imapajiapbl Kannai 00Jae1?
JXayanrap:

1. Byn Tampaymael okyprizy Kkesigae OipHemie
TecTiieyre boHpEppoHH Ty3€Tyl EHTrI3UIAL,
OHJIa TAJIJaHATBIH MOJIMMOP(THI JIOKYCTapAbIH
CaHBI €CKEPUIIL.

Conrnl xputgapsl JIAD xe3inge OT-1 ynecine
Kem  KeHin  OemHpl. byn oT-1
pELeNITOPNIAPBIHBIH OPTYPJIl AHTarOHUCTEPIHIH
NlaMybIHA 9KeJIl, ofapabiH keibdipeynepi PAH
eMJey YIIH MakyjigaHraH, ain  0Oacka
aypyJlapra apHajJfaH KIMHMKAJIBIK ChIHAKTap
ken Oonmpl, OipaK KkeOiHece caTCI3 OOJIBI
ceOenTeplH  13[€  OTBHIPBII,  MYKHSAT
TEKCEPUIT€HJIEP YCHIHBLIABI.

SNP dynxuumonanaeik MoH1: "SNP Tannaran
OYHKIMOHAIBIK MAHBI3JbLIBIK MICEJIECl OTe
KBI3BIKTBL. Byn skympicta 013 acCcOLMATHBTI
TajjayMeH mextenaik. SNP GyHKuuoHanabIK
ocepiH, COHBIH imiHae onapasiH BMPR2
SKCIIPECCHACHIHA JKOHE aKybl3 KYpbUIBIMBIHA

dCEpiH TepeHipeKk 3eprrey, dpuHe, Oonamak |

Kansiposa NLA.
. Tlposopwstack s ronpaka Ha MHOKECTBEHHOE
TECTHpOBAHME TIpH  AHAJA3C SNP, 41008

mbexar,  pucka  JIOKHOTIONOKHTEIBLHBIX
pe3ysIbTaToB?

2.Kakue fammple O  UyBCTBHTEJIBHOCTH M
crienuduunocTH  GHOMapkepoB, TakMX  Kak
IHI0TENHH-], rpe/CTaB/ICHbI A
[OATBEPIKACHHUS X JIHArHOCTHYECKOH
LEHHOCTH?

3. KakoBo (yHKIMOHATLHOE 3HAYEHHE BBIOPAHHBIX |
SNP (nanpumep, ux BIUAHHE HA SKCIPECCHIO

BMPR2 unu cTpykTypy Oenka), 1 00CyKAACTCA
JI4 3T0 B pabote? |

4. CpaBHMBAIMCh JIM  YacTOTBl ~ amiejNed  C
MEXTyHapOAHBIMU 0a3aMu JaHHBIX, TAKUMH KaK
enomAD, 4T0OBI TNOATBEPAUTH YHHKAIBHBIC
r€HETUYECKHE 0COOEHHOCTH Ka3aXCKOH
MONYJISLUUA?

5.Kakue MeTonpl HCHOJB30BAIMCh IS YYeTa
MOTEHIMAIbHBIX KOH(AyHAEPOB, TaKHX Kak

3KOJIOrHuecKue GakTopsl U 00pa3 KU3HHU, H KaK
OHH NOBJIMS/IA Ha Pe3YJIbTAaThl HCCIIEAOBAHUA !
6. Kakum obpa3oM Oblna oOecrieyeHa HaAOEKHOCTB
CTaTHCTHYECKHUX BBIBOJIOB, YUUTHIBAS
OTCYTCTBHE JAaHHBIX O  TIIONpaBKE  Ha
MHOXXECTBEHHOE€ TECTHPOBAHME H pacyerax

MoIHOCTH BEIOOPKH /Ut SNP 15171992497
7.Kaxkue Mepsl KOHTpPOJsS KayecTBa, TaKHE Kak
IOBTOPHOE T'€HOTUIIHPOBAHUE, HCIIOJIB30BAIHCEH
JUIS UCKIIOYEHHUS BO3MOXHBIX OIIMOOK IIpH
BeinoaHeHuH [1L[P B peastbHOM BpeMeHH?

OTBETHI:

1.Ilpn mpoBenE€HUM 3TOr0 aHajlKM3a BBOJUIIH HaA
MHOXXECTBEHHOE  TE€CTHUPOBAHHUE
bondeppoHH, rAe  YYHTHIBAIH
aHATTM3UPYEMBIX IIOJIMMOP(HBIX JIOKYCOB.

2. llocnennue roapl O4YEHHP MHOTO BHUMAHMS
yaensercst Bkiany 3T-1 npu JIAT. Dto npuseno |
K pa3spadOTKE pa3IMYHBIX AHTArOHHUCTOB
penenTtopoB JT, HEKOTOpele W3 KOTOPBIX
onobpensl 1 nevenus JIATL, B To Bpems kax
KIMHAYECKHE  HCOBITAaHHS IS JIPYTUX
3a00NeBaHUii OBUITH MHOTOYHMCIICHHBIMHU, HO, IO
OOJIbIIEH YacTH, O3y CIEIHBIMH.

3. OyHKIMOHANBHOE 3HAaueHue SNP: "Bompoc o
(DYHKIHOHANBHOM  3HAYMMOCTH, BBIOPAHHBIX
SNP upesBrruaiino unrepecen. B nannoii padote
MBI OrPAaHUYMIIMCH ACCOIMATUBHBIM AHATH3OM.

bonee riyOokoe u3yuenue GyHKIHOHATBHOrO
BIUsiHUSL SNP, Bkmouas wx Bo3nelicTBue Ha
okcnpeccuio BMPR2  u  crpykrypy Genka,
0€e3yCII0BHO, SIBJISICTCSI

MONIPABKY
YUCJIO

[EPCNEKTHBHBIM
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3ePTTEYJICD  YHIIH  NEPCHEKTHBANBIK  GarbiT

OOJIBITI Ta6mnanm, 6ipal( 6¥n 3eprrey11iu
MIHJETI emec’,

4. BismiH YIrl Kasak nmonynsuuschinbiy TOJIBIK

.

6

OKUIl CMEC CKEHIH TyCiHeMi3 (eiiTkeni
oakpuiay  TOOBI  Oacrankwina

TOOBIMEH  CANBICTBIpYFa Gonarsinmail  erin
TaHJANbY) JKOHE OYJI anbikFan HaTHkenep/
OyKUT  monyisuusra IKCTpanosiusiay

HayKacTap

MYMKIHIITIH LIEKTEH I, ConJbIKTaH
QHBIKTAFAH  TeHETHKANBIK  epeKIemikTep
OYKUT Ka3aK MONYJSUMACHIHA €MEC, AN OChI

Tonka TOH Oonysl Mymkin. Bi3 texk NCBI
nepeKKopbiHad MAF canbicThIp/pIK,

Kondaynjepnepal ecenke any maceneci ore
MaHpbI3bl. byl NUNOTTEIK 3eprTeyae 6i3 SNP-
MH Taina OomysiHa ocepiH Oip (bakTopibl
Tajjiayra Ha3ap ay JapJbIK OAI,
TeMOJMHAMUKAIIBIK ~ KOPCETKIIITEDP  JKOHE
Ma|eHTTepaiy, emip cypyl. Illarepm ynrire
OaliIaHBICTBI KO (AKTOPIBI TANAAY MIEKTEYIl
oonnel. bomamak 3eprreynepae  YAriHI
KEHEHTY Ke3IHJE 3SKOJNOTMsBIK (axTopiap
MEH OMIp CanThl CHAKTBl  BIKTHMAJl
KoHGbayHJepiepAl ecKepe OTHIphIN, MYHJIau
Tajgay )kacayra Oonaspl.

. CaitnaypIH CEHIMILIIT ipIKTEMEHIH CaHIbIK
’KOHE CanajblK OKUIIIMEH KaMTaMachi3
eTiNieNll, SFHM IpIKTEME JKETKUIKTI JKOHE
Kke3neicoK. JIyphiC CTATHCTHKAIBIK AICTEPl
KOJIaHy, SFHM KaH/jai fa 61p 9MiCT1 KoJiaHap
apIHAa 013 OIpTEKTUINK,  AHMCIEpPCHS,
epeKTep TYpi XoHE T.0. CHAKTBI 9p SMICTI
KOJNAHy INApTTaphlH MYKHAT TEKCEpHIK.
Ocblmad Keitin 613 KaTemikrepai ojaH apl

OaxpLIall OTBIPABIK, KaJIFaH OH
TYKBIPHIMIAP/BIH  BIKTUMAJIBIFBIH  OaKpLIay
VIDIH MaHBI3IBUIBIK  JieHredt 5% - fa

OpHATBULBL BipHelre canbiCThIpy Ke3iHze 013
BoudeppoHH Ty3eTyiH XKacalblK, Oy xanraH
MO3UTUBTEP/IH Maiiaa 6oy KayniH a3aiTapl.
7. Bizmin 3eprreyimizze 013 TEeK CTaHJApPTTHL
HakTel yakpiTTarsl IITP  mpoTokosinapsiH
kaliTananOaif  yCTaHABIK, OyJ,  OpHHE,
3epTTEYIIH LIEKTEY!.

IHNEIIIMI:

I3nenymi  HypnucoBa Torxan TeJereHKbI3bL
6D110100 «Menunuuay MaMaHABIFBl OOMBIHINA
PhD 10KTOpHI FHUIBIMH JIOPEXKECIH —aly YIIIH
«b1piHIIIIK OKIEJIIK apTepUaJIIbIK

—— e ———

HaripapyieHueEM JUIA Oy Ay 1IHX HCCM
He SRISUTOCE 3ajaueit IAaHHOTO HCCIEI0BaHNA",
4. My oco3naeM, 4To Haiua BbIOOpKa HE ABIACTCH
HOJHOCTBIO PENpE3EHTATHBHOH JUTA Ka3axCKo#

nomynsiuy  (motoMy UTO Tpynna  KOHTPOIA
UIHAuANbHO BhIOMpATACh Tak, 4YTOOBI OBITH
COMOCTABUMOM C TPYIIOH OOJILHBIX), U ITO
OrpaHH4YUBacT BO3MOKHOCTD IKCTPATOJHPOBATE
[10y4YeHHbIE Pe3yJITAThI HA BCIO MOMYJIAIHIO. U
[03TOMY BBISBJICHHBIE reHETUYECKHE
0CcOBEHHOCTH MOTYT OBITH XapaKTE€pHbI HMEHHO
IS 9TOM TpyNnbl, a HE JUid BCEH Ka3aXCKOH
nonyasunad. Ml CpaBHHBAIH TOJIBKO MAF n3
0a3pl ganubx NCBI.

5.Bonpoc 06 yyere KoH(payHIepOB BECbMa BAKCH.
B ngaHHOM NHJOTHOM HCCICIOBAHHH MBI |

(hoKycHpOBAIHCH HA OAHOPAKTOPHOM aHATH3C
paugauss SNP Ha BO3HUKHOBECHHE NJIATL,

reMOoJIMHaMHUYECKHE [10Ka3aTeNH 3
BEDKMBAEMOCTh  MalMeHToB. B CBA3H C
HeOOJBIIOH BHIOOPKOH MPOBEECHHUE

MHOro(aKTOPHOr0 aHaju3a ObUIO OrpaHHYCHO.
[ToTeHIHANbHO B OYAYIIMX HCCIICI0BAHHUAX IIPH
pacIIMpeHHH BEIOOPKH, MOXKHO MPOBECTH TAKOU
AHAJIN3 C YYETOM NOTEHIUAIBHBIX |
KOH(payHJepoB, TaKHX KaK 3KOJIOIHYECKHE
(haxTOpBI ¥ 00pa3 KU3HH.

6. HamexHOoCTh BEIOOPOB o0ecrneuynBacTCA
KOJINYECTBEHHOH H KaueCTBCHHOH
peNpe3eHTaTHBHOCTBIO  BBIOOPKH, TO  €CThb
BHIOODKa  JIOCTaTOYHas W CllydaHHas.
Mcnonp30BaHHE KOPPEKTHBIX CTAaTHCTHYECKHX
METOJIOB, TO €CTh Iepe TEM, KaK HCIO0JIb30BaTh |
KaKOi-TO METOJ, Mbl BHUMATEJIbHO IPOBEPSIIH
yCJIOBHS IPHMEHEHHS KaXIOro METoJa, TaKHE
KaK OJHOPOJHOCTb, JUCIIEPCHS, THII JaHHBIX H
ta. [Tocne 3TOro Mel AajiblI€ KOHTPOJHPOBAIH
OINMOKH, YCTAQHOBJIEHO YPOBEHb 3HAYHMOCTH
yCTaHOBNIEHO Ha 5%, 4TOOBI KOHTPOJMPOBATH
BEPOATHOCTH JIOXKHOMOJIOXKHUTENIBHBIX BBIBOJIOB.
[Ipy MpOBENECHUH MHOXXECTBEHHBIX CPAaBHEHHH,
MBI TIPOBOIMJIM TNonpaBky boHpeppoHH, 4TO

YMCHBIIACT PHCK BO3HHKHOBCHHS
JJIOXKHOITOJIOXKHTCJIBHBIX PC3YJILTATOB.

7. B nameMm HCCIIEIOBAaHHH MBI IPHICPKHUBAIHUCH
TOJBLKO CTaHJApPTHBIX MpoTokojioB [II[P =B

peaIbHOM  BpeMEHH  0€3  MOBTOPHOIO

FCHOTHIIMPDOBAHHUA, YTO, KOHCYHO, HABJISACTCH
OrpaHHYCHUCM HCCJICTOBAHMSI.

PEHIEHHUE:

PexomennoBare padoty couckarens Hypnucosoii
Torxkan TonereHkbidbl K NyOJHYHOM 3ammure HA

COMCKAHHE YYEHOM cTenmeHu nokropa PhD mo
crienpaibHOCTH 6D110100 « Menumuua» nmo teme:

TUNePTEH3UAHBIH  JaMy  KayIiHIerl TeHiep |
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«Accormarms nonuMophuiMa [EHOB  H

MOJIEKYJISPHBIX ~MapKepoB B PHCKE pa3BUTHA
nepBHyHOil  JIErOYHOM rUIEPTEH3HHY,  MOCHe
BHECEHMs  MCTpaBjieHuit 10 3aMEdaHHAM - H
pEKOMEHIalMAM PELICH3EHTOB H y4acTBOBABIIAX B

JIMCKYCCHM YUEHBIX.

noAuMOphI3M MEH MOJIEKY JISIPITBIK
MapKepepAiH acCOUHAIMACHL » TAKbIPBLIOBIH 1A b1
JKYMBICBIH  PEUCH3CHTICD MCH FaibiMAapbii
eckepTynepl  MeH YChIHBICTaPbIH Heri3/iei
OTHIPHITI, TY3eTYJIEP CHIM3UINTEHHEH  KeiiH

KOMIIITK anabiijaa Koprayra YCbIHY.

Tepaitsiv/IIpencenareib,

[ki aypynap kadeapachbHbIR

M.F.K., ipodreccopsl /K.M.H.,

3aBeAYIOIA Ka(benpoﬁ BHYTPCHHHX Oonesnen W‘/ JlaprommHa E.M.
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