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IMPOI'PAMMA HAYYHOI'O UCCJIIEJOBAHUA
o obpazoBarenbHOi porpamme 8D10102 - Meaunuaa

Kadenpa peabumuTonoruu 1 CliOpTUBHON MEIULIMHBI

Tema ucciaenoBanms: Poiab reHeTHUECKUX, MUKPOOMOMHBIX U UMMYHOJIOTMUECKHUX MapKepOB B
(OpMHPOBAHNYU KIMHUYECKOTO (DEHOTUIIA MUTPEHHU.

AKTYaJIbHOCTb HCCJICIOBAHMS !

Murpesb  ABISIETCST  COLMAJIBHO  3HAYUMBIM ~ XPOHUYECKUM  HEBPOJOTHUECKUM
3a00/ieBaHMEM, HMEIOIIMM  BBIPAKEHHYI0  IEHETHYECKYI0  IPEeIpaclojOkKEHHOCTh U
XapaKTepHU3yIolleecs 3HAYUTEIHbHOM KIMHUYECKON BAapUAaTHBHOCTHIO B 3aBUCHUMOCTH OT IIOJa,
BO3pacTa Je0r0Ta, YaCTOThl U MHTEHCUBHOCTH aTakK, a TAKXKe PEakuu Ha Teparuio.

Hecmotpss Ha 3HAaYUTENBHBIC YCIEXH B W3YYCHHWH MUTPEHHU, (yHIaMEHTaIbHBIC
MEXaHU3MBI, OMpPEIEISIIONINE €€ KIMHUKO-(PEHOTUITNYECKYI0 BapUAaTHUBHOCTh, MO-TIPEKHEMY
OCTalOTCS HEJIOCTATOYHO WCCICAOBAHHBIMU. B dWacTHOCTH, OOJNBIIMHCTBO BBHISBICHHBIX Ha
CETOAHSIIHUN JIeHb TeHEeTHYeCKHX accouuanuii (Bkmtovas nokycsl TRPMS, PRDM16, LRP1 u
1p.) chokycupoBaHbI MPEUMYIIICCTBEHHO HA OIIEHKE PHCKa pa3BUTHs 3a0oieBaHus. [Ipu 3Tom B
MHPOBOM Hay4YHOM COOOIIECTBE COXPAHSETCS BBIPAKEHHOE MPOTHBOPEUHE MEXIY HAIUYUEM
YCTAaHOBJICHHBIX T€HETUYECKUX MAPKEPOB U OTCYTCTBHEM UX KIMHUYECKON MHTEPIIPETAIlUU IS
MOHMMAaHUA BKJIaJa OTAENbHBIX mojauMopdusMoB (SNP) B pa3BuTHe pa3iauyHbIX KIMHHUYECKUX
(EeHOTHUTIOB, BKJIFOYAS SMTU30IMYECKYI0 U XPOHUUECKYIO (POPMBI MUTPEHH.

Hapsiny ¢ reHernueckoil apXMTEKTypoH, B MOCIEIHHUE TOJbl NPHUCTAIBHOE BHHUMaHUE
YACISETCS POITU OCH «KUIIEYHUK—MO3T» U UMMYHHOUM JUCPETYJISIITUU B POPMUPOBAHUHU U TEUCHUU
3a0oneBanus. CoBpeMEHHbIE JaHHBIE MOKA3bIBAIOT, YTO W3MEHEHHUS COCTaBa KHIIEYHOU
MUKpPOOHOTBI ~ CIIOCOOHBI ~ MOJYJIHPOBaTh  HEHWPOBOCHAIUTENbHBIE IMPOILECCHI, OOJIEBYIO
YYBCTBUTEIBHOCTh U CHUCTEMHYIO MMMYHHYIO PETYJSIUIO. Y MAallMEHTOB C MUIPEHbIO 4YacTO
BBISIBIIACTCA JTUCOMO3 KHUIIEYHHKA CO CHIDKEHHEM MHUKPOOHOTO pa3HOoOOpasus W HapyIIeHHEM
Oanmanca OakTepHUaIbHBIX TAKCOHOB, YTO HAMPSMYIO ACCOLMHUPYETCS C YACTOTOM U TAKECTHIO
npuctynoB. Kpome TOro, HaKoruieH MacCHMB JaHHBIX OO0 y4aCTHH HM3MEHEHUW ITUTOKHHOBOTO
npoduns B Ppa3sBUTHM MUTPEHO3HbIX aTak. OJIHAKO MeXaHW3Mbl JIBYHAIPABICHHOTO
B3aUMOJICCTBUSI MUKPOOMOMa M IEHTPAJIbHOW HEPBHOM CHCTEMBbI M3Y4Y€HBI HE 10 KOHIIA, a
KOMIUIEKCHBIE ~ HCCJIEIOBaHMS,  OJHOBPEMEHHO  OOBEOUHSIONME  MMMYHOJOTHUYECKUH,
MUKPOOMOMHBINA U TEHETUIECKUN aHAIN3, TTO-TIPeKHEMY KpaitHe PEeIKH.

Oco0yro aKTyanbHOCTh MPOBEJCHUE TaKMX MHTETPATUBHBIX HUCCIEIOBAaHUI MpruoOpeTaeTt
JUISL TIOMYJISIIIANA, HEJOCTATOYHO TMPEJCTaBICHHBIX B TJI00adbHBIX HAYYHBIX paboTax, BKIIIOUAs
ctpanbl LlentpanbHoit A3uu U, B yacTHOCTH, Pecnyonuky Kazaxcran. KommiuekcHoe u3ydenue
MOMYJIAIIMOHHO-CIIEITU(UIECKUX XapaKTEPUCTUK MUTPEHH C HCTIOJIb30BAHIEM BHICOKOYPOBHEBBIX
OnonH(OPMATUYECKUX TOAXOJ0B TIO3BOJIUT CYIIECTBEHHO pACHIMPUTh (yHIAaMEHTAIbHbBIE
MPEACTABJIICHUS] O TIaTOreHe3e 3a00JieBaHMsI W CO37aTh HAJACKHYIO HAyYHYIO OCHOBY IS
pa3paboTku APPEKTUBHBIX TEPCOHAIM3UPOBAHHBIX JTUATHOCTUYECKHX M TEPareBTHUYECKHUX
CTpaTeTruii B KIIMHUYECKON MPAKTUKE.

HCJII) MCCJIEeN0BAHMSI. BBISIBUTH B3AUMOCBA3b MECXKAY T'CHCTHYECKUMU, HMMYHOJIOTHYCCKUMHU U
MI/IKpO6I/IOMHBIMI/I ACTCPMUHAHTAMU U KJINHHAYECKOM TCTCPOTrCHHOCTHIO MUT'PCHU.



Hayuynasi HoBU3HA:

1) IIpeanocbliIkK K pa3padoTke NpoeKTa.

[TpenBapuTenbHO NPOBEIEHHOE OJJHOMOMEHTHOE MONEepPeuHOe KIMHUYECKOe uccieqoBanue (N =
64, Bo3pact nauueHToB oT 18 10 50 s1eT) BBIABHIO 3HAUNMYIO (PEHOTHUITHYECKYIO HEOAHOPOAHOCTh
MUTPEHH, YTO YKa3bIBAeT HA HAJIMUUE PA3IMUHBIX OMOJIOTHYECKUX MTOATUIIOB 3a00seBanus. bouin
YCTAHOBJICHBI CTATUCTUYECKH 3HAYMMBIC PA3IMuusl B TPUITEPHBIX (PAKTOPax B 3aBUCHMOCTH OT
[0jla: B YAaCTHOCTH, BBISABJICHA IIOBBIIICHHAS YYBCTBUTEIBHOCTh K HM3MEHEHHUSM IOTOJHBIX
ycnoBuii y Mmyskunt (33,3% vs 9,6%, p = 0,05).

KoppensauuoHHblil aHaJIM3 MPOJEMOHCTPUPOBA TECHYIO B3aUMOCBS3b MEXIY KIMHUYECKUMHU
OPOSIBICHUSIMH M MoAu(uuupyeMbiMu  ¢dakTtopamu. HapymeHuss pexuma NUTaHUS,
HaOmonaBmecss y 6 (9,4%) maiueHToB, acCOMUpPOBAINCH C 0ojiee BBICOKOM YacTOTOM
npuctynoB (P = 0,044) u ux nynascupyroumm xapakrepom (p = 0,047). Kpome Toro,
BBIPOXKEHHOCTD (h0TO(POOHHU KOppenrpoBaja ¢ HHTCHCUBHOCTBIO 6071 (I = 0,4). DTH KIIMHUYECKHE
HAOJII0JIEHUS [TOJIHOCTBIO COIVIACYIOTCSI C COBPEMEHHOM KOHIEMIMEN OCH «KUIIEYHUK—MO3I» U
cily’)kaT MpsMbIM oOOCHOBaHMeM aisi npoBefeHus B PecnyOnuke Kazaxcran mnepBoro
KOMIUIEKCHOTO ~HCCJIEJOBaHMsI, HAIpPABJIEHHOTO HA COYETAHHOE M3yYE€HUE TIEHETHYECKHX
MapKepoB, MHIUBUAYAIBHBIX OCOOCHHOCTENH MUKPOOHOMa U UMMYHOJIOIMYECKOTIO IPOQUIIS.

2) O6ocHOBaHNEe HAYYHOI HOBM3HBI IPOEKTA.

HecMoTpsi Ha yCTaHOBIIEHHYIO pOJIb T€HETHYECKOW apXHUTEKTyphl B NATOreHe3e 3a00JeBaHMUA,
coBpeMeHHbIe monHOTeHOMHBIe wuccnenoBanuss (GWAS, GERA, UKB) cdhoxycupoBansi
IPEUMYIIECTBEHHO Ha €BPONEHCKUX U aMEpUKaHCKUX BbIOOpKax. Bmepsbie Oyner mposeneH
KOMIUIEKCHBIN aHaJIW3 FeHETUUECKUX JIETEPMUHAHT MUTpeHH (BKitouas jgokycel CPS1, PBRMI u
SLC25A21) B HEpa3pbIBHOMU CBSA3M C UMMYHOJOTHYECKUMH U MUKPOOMOMHBIMU OCOOCHHOCTSIMH,
C Y4€TOM STHHYECKHX (PaKTOPOB MUTAHUS IPUMEHHUTEIBHO K MOMysinuu LleHTpanbHoi A3un.

B ornuuune ot cymiecTByromux padoT, OPUEHTHPOBAHHBIX Ha OT/AEIbHbBIC ACHEKThl MATOI€HE3a,
npeiaraeTcsi MHTErpaTUBHBIM  moaxos. OH  00beOUHSET METOJAbl  IOJHOT€HOMHOI'O
acconuatuBHoro ananusza (GWAS), BBICOKOIPOM3BOAUTENBHOrO shotgun-ceKBEeHUPOBaHMUS,
MYJIbTUIUIEKCHOTO HMMYHOJIOTHYECKOro MNpoQMIMpOBaHUS IO TexHojoruu Luminex wu
coBpeMeHHble OnomHpopmaruueckue Iuiathpopmsl (Metagenomic Phylogenetic Analysis,
HUMAnNN3). HoBu3Ha 3akiioyaeTcsi B BBISIBICHHH peruoHanbHbIX SNP-Bapmanmii u
OMOJIOTHYECKH 3HAYMMBIX B3aUMOCBS3€H MEXIY MHUKPOOMOTONH M MMMYHHBIM OTBETOM. OTO
MO3BOJIUT paccMaTpUBaThb MHUIPEHb KaK CUCTEMHOE 3a00jieBaHME M PaCHIMPUT IOHHMaHUE
pedpakTepHbIX (GOpM, CBA3bIBAS NOIMMOP(PU3MBI C KIMHUYECKMM TEYEHHEM M OTBETOM Ha
Teparnuio.

3) Hay4yHble ¥ TeXHOJIOTHYeCKHE HYKIbl, 3HAYMMOCTb NPOEKTA.

CoBpeMeHHbIE MOAXO0AbI K AMATHOCTUKE U JICUEHUIO0 MUTPEHH MTPEUMYIIIECTBEHHO OCHOBBIBAIOTCS
Ha KJIMHUYECKUX KPUTEPUSX U CUMITOMATUYECKOH OLEHKE, YTO CYHIECTBEHHO OTpPaHUYHMBAET
BO3MOXXHOCTH PaHHEro MPOrHO3MPOBAHUS TSKECTH 3abonieBaHus. B 3Tol cBsi3u cyuiecTByeT
Hay4Has HEOOXOJJMMOCTb B IIEPeX0ie K 0ObEKTUBHOM OlIEHKE FT€HETUYECKUX, MMMYHOJIOTMYECKUX
Y MUKPOOMOMHBIX (DaKTOPOB.

Peanu3anus mpoekTa MO3BOJMT YIIIyOUTh (yHAAMEHTAJIbHbIE 3HAHHUA O MATOTCHETUYECKUX
MexaHu3Max MurpeHd. llomyueHHble pe3ynbTaThl 00J1aal0T BBICOKUM TPaHCISLMOHHBIM
MOTEHLIMAJIOM: OHM CO3/adyT OCHOBY JUIsl BHEAPEHUSI IEPCOHAIN3UPOBAHHBIX TEPANIEBTUUECKUX
cTpareruil (BKJIO4as MUKPOOMOM- M MMMYHOMOJyJUpYIolIue BMemarenbcTBa). Kpome Ttoro,
OpoeKkT OyAeT crnocoOCTBOBATh pa3padOTKe MEPCHEKTUBHBIX OHOMApKEpOB, ONTHMH3AIUN
KJIMHUYECKUX PEKOMEHJAIMl U MHTErpalliid HOBBIX JAHHBIX B 00pa3oBaTeNbHbIE MPOTPAMMBI
MEAMIMHCKUX BY30B.

4) BiausiHMe NPOEKTA HA HAYYHO-TEXHUYECKHIl MOTEHIHAJ U 0KuAaeMblil 3¢ dekT.

[TpoekT crocoOCTBYET Pa3BUTHIO HAYYHO-TEXHUYECKOT0 TOTEHIMala PerioHa 3a CYET BHEIPEHUS
WHHOBAIIMOHHOTO  MHOTOYPOBHEBOI'O  (OMHKCHOIO) IMOJAXO0Ja K H3YYEHHUI0 MHIPEHH.
Hcnonp30BaHnEe BBICOKONPOU3BOAUTEIBHBIX METOJOB CEKBEHHPOBAHMS, MMMYHOJIOIHUECKOTO
npoduIMpoBaHus, aHajau3a OONBIINX JaHHBIX U AJITOPUTMOB MAIIMHHOTO OOYyYEHHS MOBBICUT



TEXHOJIOTUYECKUN YPOBEHb OMOMEAMLIMHCKUX UCCIEIOBAHUN M YKPENUT OMOMH(pOpMaTHYeCKHue
xomnereHuu B Kazaxcrane.

Oxupaembiii 3pdexr BriIrouaeT (GopMHpPOBAHHWE HAyyHOM Oa3bl JUIsl CO3JaHMUS KOMIUIEKCHBIX
JUAarHOCTHUYECKUX IIAHENEW W CHCTEM IOAJNEPKKHM IPUHATUSA KIMHUYECKUX pelleHuil. B
JIOJITOCPOYHOM NEPCHEKTUBE SKOHOMUYECKUN U COLUAIBHBIN A3PPEKThI IPOSIBATCS B YIy4LIEHUN
KauyecTBa HU3HU MallUEHTOB, CHY)KEHUH 3aTpaT CUCTEMBI 3]paBOOXPAHEHNS 3a CUET Oosiee TOUYHOI
JIMarHOCTUKY, PAllMOHATIBHOT'O 110100pa Tepauk U YMEHbILIEHHS YaCTOThl XPOHU3ALlUN MUTPEHH,
a TaKkKe B TOBBIIICHUH KOHKYPEHTOCIIOCOOHOCTH Ka3aXCTaHCKOM HAayKH B MEXIyHapOIHOM
IIPOCTPAHCTBE.

Hay4Hble KOHCYJIbTAHTHI (DYKOBOAMTEb MPOEKTA), B TOM 4YHCJIe 3apy0esKHbIe:

PykoBoanTesp nmpoexkrTa / Hay4yHbIH KOHCYJbTaHT — AxmeroBa JKanap barnaroBHa,
K.M.H., aCCOIMUPOBaHHBIN Mpodeccop, Bpau-HEBPOJIOr BhICIIECH KAaTeropuu, IAOLUEHT Kaderpsl
peaOUINTOIOTUH U CIIOPTUBHON MEIULIUHBL.

3apy0e:xkHblii  KoHCyabTaHT — [peropm Jluemun, PhD, mpodeccop, xadenpa
MOp(OJOTHYECKUX HAyK, MeIOWIMHCKas IIKOJa WMEHH AJCIbCOHA, YHHBEPCHUTET ApHUdIIb
(M3pauns); npodeccop-smMeput kadeapbl aHATOMUH U aHTporionoruu Pakynbrera MEIUIIMHBI
umenu Caxnepa Tenb-ABuBckoro ynupepcurera. O01acTh SKCIEPTU3bI: OMOTIOTHS YETOBEYECKUX
MOMYJISILHUM, TeHEeTHYecKas SMUIEMHUONIOTHs, MOP(OIOTrHIecKre HAayKH, aHajdh3 KOMILJIEKCHBIX
IIPU3HAKOB.

ba3a npoBenenus ucciegoBanus, HaaTu4mne jgadoparopuii 1 000py10BaHUS

IIpoBenenue uccienoBanus Iianupyerca Ha 6aze TOO MHHOBaLMOHHBIM LEHTp «Art
Science, OCHAILIEHHOTO COBPEMEHHOMN MaTepUaIbHO-TEXHUYECKON 6azoii u
CHEeLMATU3UPOBAHHBIM  000pYy/lOBaHHEM, OO0ECIEUYMBAIOLUIMM  BBIIOJIHEHUE MOJEKYJISPHO-
FEHETUYECKUX, MHMKPOOMOJOTMYECKMX W HMMYHOJOTMYECKMX HCCIIEJOBaHUM B CTPOroM
COOTBETCTBUM C JACUCTBYIOIMMH HayYHO-METOAMUYECKHMMHU CTaHIapTaMH.

Jia  peanu3alnuu  TEXHOJOTMYECKMX J3TalloB IMpoeKTa JgadopaTopus pacrosiaraer
CJIEAYIOUIMM KOMIUIEKCOM 000py10OBaHUS:

MouJiekyJasipHO-TeHeTHYeCKOe M JjeKTpodopeTHdyeckoe 000pyAOBaHHMe: CHCTEMA
NOJMMEpa3HOW WEeMHOM peakiuu B peasbHOM BpemeHu Gentier 48, aBTOMAaTU3MPOBAaHHBIE
CUCTEMBI SKCTpaKLUU HyKJIeMHOBbIX KuciaoT Generotex 96 u TANBead Maelstrom 8 Autostage,
ammugukatop Veri-Q PCE 316, a Takxe 351eKTpoOpeTHUECKUil KOMIUIEKC, BKIIOYAIOMINN
ropusoHTanbHyt0 kKamepy SUB20 (200 x 200 mm) u ucrounuk nutanust PS300B (Hoefer).

AHanuTHYecKoe o00Opy/l10BaHMe M MHKPOCKONHUS: OMOXMMHUYECKUH aHaIM3aTop
PICCOLO Xpress, aBTomaruueckuii remarojornueckuii anammzatop QBC® STAR™ u
crepeoMukpockon SZX12.

O6opynoBanue ajsi NpoOONOATrOTOBKM U obecrnedeHusi 0M00e30NMACHOCTH: IIKa(bI
ounonoruueckorr 6ezomacHoctu kiacca II tuma A2 (BSC1300IIA2-X BioBase u HR700-11A2
Qingdao Haier), mukpouentpugyra M15S ¢ pukcupoBaHHBIM poTOpOM, Napk HeHTpudyr (D2012
plus, D1008, CR-68X, H1850), Boprekc-mukcep MX-S, meiikep-repmocrar HM-100PRO,
cymwibHbIN Kad SLN 240 SMART u BojsHas O6aHs ¢ nepeMenmBanruemM BS-21.

Xos10qM1bHOE W MOPO3MJIbHOE 00OpyAoOBaHMe (A1l XpaHeHUs] OMOMATEpPHAJIOB H
peareHToB): YJIbTPaHU3KOTEMIICPATyPHBIH BepTHKaIbHBIH Mopo3wibHuk AMUS300-M / ARA
M300-M (—86...—65 °C), crnenuanu3upoBaHHbIE XOJOAMIBHUKH U Mopo3uwiabHukH HFLTP 40
(260), KBPR180C NG u KFDE 150 HPL.

AHanu3  SKCIEPUMEHTAJBHBIX  JAHHBIX  OCYWIECTBISETCS €  NPUMEHEHHEM
BBICOKOITPOM3BOJIUTENIbHBIX KOMIBIOTEPHBIX CHUCTEM M CHENUAIU3UPOBAHHOTO MPOrPAMMHOIO
o0ecreyeHusl.

Cpoxu npoBeieHust ucciaegoBaHusi: ceHTI0pb 2026 — nekadppb 2027 rona.



TpeOoBaHMsl K HCCIEA0BATESAM:

. YpoBeHb 00pa3oBaHMs U KIIMHUYECKas MOATOTOBKA: HAJIMYKME MPEIIIECTBYIOLIETO
YPOBHS 00pa30BaHUsI — MarucTpaTrypsl o odpazoBarenbHoi mporpamme 7M 10102 «MeauiuHay
C TIPUCBOCHUEM aKaJEMHUYECKOW CTETEHUW Marucrpa MeIUIUHBI, TUO0 HaJHMYue 3aBEpHIEHHON
KIIMHUYECKON OpAMHATYPBI HJIM PE3UACHTYPHI 110 crielnanbHOCTU «HepBHbIE 00Ie3HMY.

. [Ipodeccuonanphass cepTuUKanuUs: Haduyue AeMCTBYIOLIEro ceprudukara
CIEIMAIIACTA IO CIICIIHATLHOCTH « Teparnus» wim IeHCTBYIOIIETo cepTU(UKaTa Bpaya-HEBPOJIOTA.
. [TyOnukanmoHHass aKTHBHOCTh: HaJIWYMe HE MEHee OJHOW MyOmuKaiuu B

pEeLeH3UPYEMbIX HAy4YHBIX KypHanax, pekomenaoBanHbix KOKCHBO, 3a nocneanue 5 ner.

Opranuzanust — NapTHeEP 10 NMPOBEJICHUI0 UCCJIEIOBAHNS

Novogene — Beaymiuii MUPOBO# IIpOBaiifiep TEHOMHBIX yYCIYT U PEIICHUH, 001 Ialouit
NEepeIOBBIMA KOMIIETEHLUSAMU B OO0JIACTH TEXHOJOTHIl CEKBEHHMPOBAHUS HOBOTO IMOKOJICHUS
(NGS) u OuouHpopMaTHKH, a TaKKe OJHOW W3 KPYMHEHIIMX B MHPE MOIIHOCTEH IO
CEKBEHUPOBAHUIO.

Macrogen — xommnaHus, CeMUaTU3UPYIONIAsCcs B 00JaCTH NMPEUU3HOHHON MEAUIUHBI U
OMOMHXEHEPUH, MIPEIOCTABIIAIONIAS BEICOKOMHANBHUIYAIN3UPOBAHHBIE METUIIMHCKUE YCIYTH Ha
OCHOBE TOYHOIO aHajlu3a TIEHETHUYECKUX XapaKTePUCTUK MAalMeHTOB, 4YTO CIOCOOCTBYET
peanu3auMy  MX ~ MAKCUMaJbHOIO  [OTEHIMana  3I0pOBbi U KadyecTBa  IKU3HHU.
https://www.macrogen.com/en/company/overview.

CaeneHnns 0 HAJIMYUHM (PUHAHCUPOBAHHUSA

Hannoe wuccnenoBanue ¢uHaHcupyercss KomuteroM Haykun MuHUCTEpCTBA HAyKH U
BhIcIero oopazoBanus PecnyOimku Kazaxcran « MurpeHs: poiib FTeHETHIECKUX, MUKPOOHOMHBIX
¥ UMMYHOJIOTHUECKUX JeTepMHUHAHT» (TpaHT Ne AP26197925).

3asenyrommii kadenpoi
PeaduJINTOJIOTMU U CIIOPTUBHOM CauBkuna H.B.
MeAULMHBI
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