OT3bIB

O HIHAIBLHOIO ONNOHEHTA AOKTOpA MEIHIHHCKHX HAYK, npodeccopa
Kopeyncekoii Hpuubt MapkoBHbI Ha KaHAHAATCKY10 quccepraunio Maabuenko
Exarepuner EBrenveBnnt «MccaenoBanue ACCOUMAUMH PAIA TEHETHYeCKNX
MAapKEpPOB ¢ MCOPHA30M H IK3eMOii», o cneunanbocT 14.01.10 - kokHbBIe W
BeHepHYecKHe 001e3HH.

AKTyanbHoCTh H36PaHHOH TeMbl. Hucceprauus Masbuenko E.E. nocssmena
aKTyaJbHOH mpoOneMe COBPeMEHHONH MeTHITHHCKOMN HayKH — MCCIIeI0BAHUIO
FEHETHIECKMX [e(eKTOB y MAlMEHTOB ¢ XPOHUIECKMMH KOKHBIMH Oonesuamu, a
MMEHHO MyTallHil B reHe (DMIAITPHHA U FeHETHYECKUX NONUMOP(HHU3MOB IPH TICOpHa3ze
H 9K3eMe.

B Hactosmee BpeMA mncopuas W dK3eMa oOCTAIOTCS OIHUMH M3 CaMbIX
PACTIPOCTPAHCHHBIX  XPOHUYECKHX KOKHBIX 3a00neBaHui. Bompockl HTHOTOrMM w
[IATOr€HE3a JaHHBIX [€PMATO30B OCTAIOTCA aKTyambHeiMM. [lcopuas  Bce wame
ABNSACTCS OHOH U3 NPUYMH HHBAIMIHOCTH, BOZHMKAIOLIEH V Joneii TpyaocrnocodbHoro
BO3pacTa. B CBs3H ¢ 5TMM HCCle10BaHus, HATIPABICHHbBIE HA YIyYIIeHHEe THarHOCTHKH,
JICHCHHS, [POrHO3a WU NPOQHIAKTHKH XPOHHYECKHX KOXKHBIX 3a00/IeBaHMI HMEIOT
BaJKHOE MEIHLMHCKOE U COLHANBHOE 3HAYeHHE.

Hecmotps Ha Gombluoe komuuecTBo paboT  MOCBANICHHBIX H3Y4YEHUIO
FEHETHYCCKUX JC(EKTOB, CBA3AHHBIX C PA3BHTHEM I[ICOPHA3a M K3EMBI, Leblil psin
BOMIPOCOB €lIC Male€K OT MOJHOro paspewienus. OTCYTCTBYIOT eIWHBIE JaHHBIE O
BCTPEHAaEMOCTH ~ MyTallMi B reHe (uiarrpuHa B poccuilckoff  momymsiuy,
CPABHHTC/IbHBIC NaHHBIC O KIHHMYECKOM TEeYeHMH TMCOpHasa M 9K3eMbl Yy JIHII,
HOCHTEJICH MyTaluil B reHe GuUIarrpuHa, a Takke HELOCTATOYHO MAHHLIX HACKOJIBKO
d(QeKTHBHA CTaHIApTHAS MeAMKAMEHTO3HAsA TepaIlis U H3MEHAETCS M TeHYCHHE STHYX
JAEPMaTO30B NP TOMOJIHUTENBEHOM HCITOIL30BAHUH IMOJIEHTOB.

B nmucceprammonnoit pabore Manbuenko E.E. 1aH  aHanM3  4acToThI
BCTPEYAEMOCTH MyTallui B reHe (UIAITpHHA, UX CBsI3b ¢ Pa3sBHTHEM [COpHA3a U
PK3€MBI, YTO TI03BOJsAET O0OCHOBATH BO3MOJKHOCTH HCIIOIB30BAHMS  KJIMHHKO-
FEHEAIOrUHCCKOro METO1a B IMArHOCTUKE KOKHBIX 3a00/1€BaHHUl, TO3TOMY BaKHOCTb H
CBOCBPEMEHHOCTh JaHHOH PabOTHI He BBI3LIBAET COMHEHMI,

Crenens 000CHOBAHHOCTH HAY4YHBIX MOJI0KeHH i, BbIBO/0B H
pPeKoMeHAaUHH, copMyaHpoBaHHBIX B Auccepraunn. PabGora BbinmogHeHa Ha
J0ocTaTouHOM 00beMe MaTepuana. Mcecnenosanue nporeneno y 191 manuenta, 601bHbIX

ncopuazoM W sx3emoi. s cbopa McxomHo# MHGOPMALMK HUCTIONb30BAH KOMILIEKC

COBPEMCHHBIX METOA0B HCCJIEA0BaHuUA, HpHMCH@HbI AICKBaTHBIC IIOCTABJICHHLIM
|



3ajlaqaM  MeTO/bl CTATHUCTHYECKOTO aHaIH3a. Hayunble BbiBOsbl 00bexTHBHO N
TOJIHOLCHHO OTPaKaOT Pe3yJIbTaThl [IPOBEACHHOTO HCCIIeN0BAHNS,

Pabora Bkmouaer 31 pucyhox XOpOIIEro Ka4yecTBa, KOJHYECTBEHHBbIE [AHHLIE
lipencraienbl B 82 tabnuuax. ChnHcok HuTHpyeMoit JUTEPATYpPbl COCTOHUT W3
152 nctounukos, u3 Hux 91 MHOCTpaHHbIX. IIpoBeneH TiiarenbHbI aHamus wu
CpaBHEHHE TMOTYYCHHBIX pPe3ylbTaTOB C NAaHHBIMH OpPYyIUX HCClenoBaTeneil 1o
paccMaTpuBaeMoil TeMaTHKe.

Bee momoskenns 1 BbIBOJIBI OCHOBaHBI Ha (aKTax, MOJYYEHHBIX JTMYHO aBTOPOM.
OCHOBHBIE pe3yNbTaThl AMCCePTALME Oy GIUKOBAHBI B 7 Hay4YHBIX paboTrax, 4 U3 HUX B
BEAYLIMX PELCH3HPYCMbIX HAay4HBIX JKypHalaX, PEKOMEHIYEMBIX MJIA MyGIHKaLmii
OCHOBHBLIX  pE3yJbTaTOB  MCCICNOBAHMS;  JOMOKEHbl HA  KOH(EpPEeHUMSX ¢
MEKIYHAPOAHBIM YYaCTHEM.

Takum o0pa3om, 0BOCHOBAHHOCTL MONOKEHUil, BBHIBOLOB W peKOMeH1aLuii,
COPMYTUPOBAHHBIX B JAMCCEPTALMOHHOMN pabore Manbuenko E.E, comuenuii ue
BbI3bIBAIOT.

/A0CTOBEPHOCTE M HOBH3HA MOJYYEHHBIX ABTOPOM Pe3YJIbTATOB, BHIBOJOB H
pexomenaaund. B auccepranmoHHoll pabote Manpuenko E.E., HECOMHEHHO,
MOTYyYCHHbIC TAHHBIE OTPAKAKOT HOBU3HY HCCle0BaHuA. Briepsbie ycTanoseHo, 910 y
[TAUHCHTOB, NPOKUBAOIIUX Ha TeppuTopuH 3ananHoi Cubupu, myrauus 2282del4 B
reHe (uuarrpiHa accOUMMPOBAHA C PA3BHUTHEM 9K3EMBI; ONPEIENEHO, UTO PA3BUTHE
TICOpHa3a U 3K3eMLI CBA3aHO ¢ noauMopdusmom rs1800795 rena 1L6.

BrniepBbie B poccuiickoit nomynsimu 6611 onucan ceMeitnblil cnyyait MYTallUA B
rene (unarrpuna 2282del4 npu sx3eme.

Ilpu mpoBejieHH CPaBHUTENBHON XapaKTePHCTHKH MALMEHTOB C [ICOPHA30M 1
3K3eMOH, UMerolHX MyTauuio 2282del4 B rene dunarrpuna, BriepBble OBUTH BBISBIEHbI
KIIHHHYECKHE 0COOCHHOCTH TeYECHHSA TICOPUA3a M K3eMbl, YKa3bIBAOIIHE HA BO3MOKHOE
Hajityue y HuX aeneuuu 2282deld.

Ilpu M3y4eHWH FEHETHYECKUX MOJUMOP(GHUIMOB, OBLIO J0Ka3aHO OTCYTCTBUE
accourauuu peneunu B mokyce renos LCE3B/LCE3C, neneuun resa GSTTI, neneuun
rena GSTMI, nonumopdusma 49 A/G (rs 231775) rena CTLA4, nomumopduzma -511
(rs16944) rena IL1b u monumopdusma rs731236 rena VDR ¢ passuTHeM ncopuasa u
3K3EMBl.

3HAYNMOCTh VISl HAYKH H NMPAKTHKH MOJYYeHHBLIX ABTOPOM Pe3y.ibTaToB.
PesynbraThl MCCIEOBAHMSA SABISAIOTCS 3HAYUMBIMM AT METHIUHCKOH HAyKu,

HCCIIENOBATE/IbCKOH M KIMHHYeCcKOH mnpaxTuku. [lomydeHBl HOBblE  3HaAHMA,



PACIINPAIOILNE COBPEMEHHBI® [IPECTABICHNS O AHATHOCTHKE I KJIMHHYECKOM TeYeHUH
NICOPHA3a U 3K3EMBI.

Oco0yto npakTiyeckyto 3Ha9MMOCTE NpeICTaBIseT KIHHUKO-FreéHea oI HYeCKHit
METO/, KOTOPBIH M03BOJISET Pa3padoTaTh KOMIIIEKC TeueGHbIX 1 MPOQUIAKTHYECKUX

MEPOIIPHATHA.

BaxHoli HaXoKoH SBIA€TCS W TO, UTO PErYJISIpPHOE HCIIOJB30BAHHE YMOIEHTOR
HALHCHTAMH C [ICOPHA30M H 3K3eMOH, 10Ka3bIBaeT 3GheKTHBHOCTL KOMILIEKCHOI

Tepanuu JaHHBIX 3a00/1€BaHUII.

KoHKpeTHbIe pexomMeHIALHH 1O HCNOIb30BAHMIO pe3y/JbTaTOB H BBLIBOAOB
Ancceprauun. COBOKYMNHOCTb MOTYYEHHBIX pe3yJbTATOB HCCIENOBaHMS MalbueHKo
E.E. mosxer sButhcs TEOPETHYECKOH OCHOBOMH 7T JajibHeH X IKCTICPUMEHTAJIbHBIX H
KIMHUYECKUX HCCIE0BAHUH, HEOOXOOMMBIX i pa3paboTKH HOBLIX MOIXOJOB B
AWArHOCTUKE W TeParuy Ncoprasa 1 3K3eMal.

Ouenka comep:kaHus AMCCEPTALHH, ee 3aBepuIeHHOCTh. JlrccepranmodHas
pabora Mansuenko E.E. conepxut Bce pasneiisl: BBeneHHe, 0030p MHTEPATYPBI, I'IaBbl
COOCTBEHHOIO  HCCIENOBAHMA, BKIHOYAOIIHE rmaBy «MaTtepuanr W MeTonbl
HCCACAOBatMAY, TJaBbl € ONMCAHMEM pE3y/JbTATOB COOCTBEHHBIX HCCIETOBAHMI,
«OO0cyxIeHre MOTy4YeHHBIX Pe3yNbTaTOBY», BBIBO/bI, NPaKTHYECKHE PEeKOMEHIAIlMH,
CIMCOK  COKpALICHHBIX TEPMHMHOB, CITMCOK JIMTEPATYpPhl, CITMCOK WIUIFOCTPATUBHOIO
Matepuana U 1 npuioxeHue.

AKTYalbHOCTb TpOONEMbl He BbI3BIBAET COMHEHHH. llefb MccaenoBaHHs
COOTBETCTBYCT TCME U 3aABJICHHOH CIELIHANBHOCTH. 3a/1aul HCCIIeNOBAHHUS, MONOKEHUS
BBIHOCHMBIE HA 3alUUTYy XOpOoiIo C)OPMYTHPOBaHbI, COAEpKaT Haubojee BaKHbIE
pe3yJIbTAThI H B [TOJIHOH Mepe 10Ka3aHbl aBTOPOM.

B nuTepatypHoM 0630pe MpeiCTaBICHa COBPEMEHHAs IHTepaTypa, IpHYeEM
npeobnanaer sapybeikHas JMTEpaTypa, MOHATHO, YTO 3TO CBA3ZAHO C Iepe10BbIMH
TeXHONOTHAMH M rnpeobnajanuem myOnukauuid 3a pyGexom. B uemom oGsop
JIATCPATYPBl  HAMUCAH XOPOLIUM JIUTEPATYPHBIM S3BIKOM, HETKO CTPYKTYPUpPOBaH,
COACPIKUT CBEIEHU 110 BCEM pa3zjesiaM MMPOBeIeHHOTO HCCIe10BaHuS.

I'naBa «Matepuan u mMeToms! HMccie10BaHUsS» 110CTPOEHA TPaAULIHOHHO, aBTOP
AaeT NopodHYIO XapaKTepUCTHKY TPy NALUeHTOB, MeToIbl HCCAeIOBAHMS B MOIHOI
Mepe COOTBETCTBYIOT MOCTABJIEHHON Le/n U 3aaadaM ucciaenoanusa. CTaTHCTUYECKHI
aHajlu3 [POBEACH IpaMOTHO. lIpuMeHeH MeTon HemapaMeTpUYecKoW CTATHCTHKH,

HOBBOJ’[FI}OLL[H]‘:I BBIABHTE OOCTOBEPHOCTH pasiiyuvys IIpU3HaKa B [pyIax CpaBHEHHA.



Xotenock Gbl OTMETHTE COBPEMEHHBIH yPOBEHb MCC/IE0BAHMS, KOTOPBLI BBIMOIHEH Ha
BBICOKOM METOHYECKOM M MPO(heCCHOHATBEHOM yPOBHE.

B rnaBe 3 coGCTBEHHBIX pE3VIBTATOB MCCIENOBAHMS NPOBEIEH aHANU3
KIIMHUYECKOM XapaKTePHCTHKH MALIMEHTOB C FreHeTHYeCKUMH nedeKTaMu Mpu rncopuase
H dk3eme. OmucaH ceMeiiHbIN cilyyail malueHToB ¢ MyTallied B reHe (uiarrpuHa, a
TaKkke NpoBE/leHa CpPAaBHHUTEIIbHAS XapaKTEPUCTHKA OONBHBIX ICOPHA30M H IK3EMOI,
MMEOLIHX MYTalHIO B TeHe (humarrpuua.

B mase 4 amanusupyiorcs nomyueHHble pe3ynbTatel uccinenoBaHus. [lpu
OOCYXIEHUH XapaKTePUCTUKH MAlUEHTOB C NICOPHA30M H  IK3EMOH, HMEIONIHX
reHeTHvyeckue aedeKkTbl, 0OHapy/KUBaeTCs BK/Ia[ MyTalMid B TeHe (uiarrpuHa u
FEHETUYECKUX MOTUMOPGHU3MOB B Pa3BUTHE [ICOPHUA3a U IK3EMbI, BLISBIAKOTCA CXOACTRA
H Pa3sius ¢ JaHHBIMU OT€YeCTBEHHbIX 1 3apy0esKHBIX aBTOPOB.

Pesynbratel  jmccepraumoHHOB  paboThl  XOpOLIO MpencTaBieHbl |
MpOAHAIH3UPOBaHbI. JIOCTOMHCTBOM paboThl sBJIAETCA BKJIAI B PasBUTHE HAYYHOTO
HaNpaBICHUs — NPENMKTUBHOH MEINLMHLI, KOTOpas HANpsAMYIO CBA3aHa ¢ LIMPOKMM
BHEJIPEHUEM B KIMHHYECKYIO TMPAKTHKY METONOB MNpOoGHIaKTHKU 3a001eBaHMIl.
HeobxomumocTh  pa3paboTku  HOBBIX — MOIXOJOB  JUATHOCTHKH, JI€UeHHS U
NPOGHIAKTHKH MICOPHa3a U 3K3eMbl AUKTYETCS pacrnpoCcTpaHEeHHOCTBIO TaHHOW KOXKHOH
MaTOJIOTHUH, KOTOPasi SIBJISETCS OMHOW U3 NPUYHH HAPYIIEHHS TPYI0CIMOCOOHOCTH Y UL
MoJsiofioro Bospacta. IIpaktuyeckue peKOMeHIAlHU IHCCEPTALIMOHHOTO HCCIIe 0BAHMNS
MOTYT CIIY’KUTb OCHOBOW I IPAKTHKK B BbIOOpE METOMA JHAIHOCTHKU U JIEYEHHS U B
JallbHEHIIeM JJIs pa3spabOTKM HOBBIX TEXHOJOTMYECKHX TOAXOA0B OONbHBIM ¢
NCOPHA30M U IK3EMOH,

JOCTOMHCTBA ¥ HEJOCTATKH B COJEP:KAHHH H 0pOPMIICHHH JHCCePTAlHH. B
JHUCCEPTAMOHHON paboTe 5 BBLIBOJAOB, OCHOBAHHBIX HAa OOBEKTHUBHBIX JAHHBIX,
[OJIYyYEHHBIX JIHYHO aBTOPOM, XOpOowo C(OpMyJIHPOBAaHHBIX M OCTOBepHBIX. He
BBI3bIBAET COMHEHHS COBPEMEHHas CcTaTHCTUYecKas oOpaboTka Iosy4eHHbIX
pe3ynbTaTOB U MCIIOJb30BaHME BEICOKOTOYHbBIX METOI0B UCCIIeI0OBAHNS.

Conepxanue asropedepaTa COOTBETCTBYET MaTepuaiaM, IPeICTABICHHBIM B
AMCCEpPTALMH, @ OCHOBHBIE PE3yJIbTAThbl MO3BOJAIOT CAelaTh 00O0CHOBAaHHBIE BEIBOJKI,
OTpa)karollue CyTh MNPOBENEHHOTO MCCIeJ0BaHUA. Pe3ynbTaTel MCCI€IOBAHUS
nonoxeHsl Ha Poccuiickux opymax ¢ MeK1yHapOAHbIM YYaCTHEM.

HpHHHHHHaﬂbeIX 3aMeuaHuHd 110 pa60Te HET, HMCHIIHECA OTAeJIbHBIC
HEJOCTATKU HOCAT CTHIIMCTHYCCKHH XapaKTep U HE BIIMAKOT HA 0611_1}10 OLICHKY OaHHOI'0

HCCJICI0BAHHUA, €rO HAY4IHYIO U MPAKTUYCCKYH LEHHOCTD.



3AKJIFOYEHUE

Hucceprammonnas paGora MabueHko Exarepunbl EBrenbesnbr na Temy
«HceneioBanne accounatuy psga reHeTHYCKHX MapKepoB C MCOPHA3OM U 3K3EMOil»,
IPEACTABICHHAA HA COMCKAHMe Y4eHO CTeleHW KaHmuiara M@JIHLIMHCKUX HayK [0
crennanbHocTH 14.01.10 - koKHbIE W BeHepHueckue 00JIe3HH, SBJISETCS 3aKOHYCHHOI
Hay4YHO-KBalH(QUKALHOHHON paGoTOM, B KOTOPOH Ha OCHOBAHHM BBIMOJHEHHBIX
aBTOPOM (hyHIAMEHTATTbHBIX HCC/IE10BAHMI peLieHa aKTyalbHasi HAY4HO-TIPaKTUYeCKas
3a/1a4a.

[lo aktyampHOCTH, HayyHOH HOBH3He, NPAaKTUYECKOH 3HAYMMOCTH, TMOJHOTE
U3IOKCHUS. W 0DOCHOBAHHOCTH BBIBOZOB AHMCCEpTALIHOHHAS pabora Mankuenko
Exarepunsl  EBrenbesHbl COOTBETCTBYET  TpeDOBaHMSM, TMpelbABIAEMbIM K
AMCCEPTALIMAM Ha COMCKAHNUE YHEHOIl CTENeHH, a e aBTOp 3aCiy/KHBACT [IPHCYKICHUS
YUCHOH CTeNneHH KaHAWAaTa MeAULHHCKHX Hayk rno cneunanbHocTH 14.01.10 - KoKHBIE

1 BeHepuvecKkue 60s1e3HH,

3aBelyIoLHH abopatopreil QU3NKO-XUMHUYECKHX U FeHeTHYECKHX npodaem GI'EVH
«lleHTp TeopeTnueckux npobiem GpUINKO-XHUMHYECKO (papmakonorumn»

Poccuiickoii akanemuu HayK

AOKTOp MEAMLIMHCKHX HayK, Ipodeccop

2 Hos0ps 2018 Kopcynckas Upuna MapkosHa

DeiepanbHOE rOCYIapCTBEHHOE GHOIKETHOE Y4peKIaeHHE HAYKH «LIeHTp TeopeTHueckux npodneM (GHINKO-XUMHUECKOT]
(apmakonornu» Poccuiickoii Akanemun Hayk

Koceirnna yi., a. 4, r. Mockga, 119991

e, 8 (495) 938-2533, e-mail: a_balandina@inbox.ru
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