OT3bIB

na apropedepar aucceprauuu Konaparnsesoii Hatanbn CepreeBHbl Ha TemMy
«XAPAKTEPUCTHUKA MOJIEKYJISIPHO-TEHETUYECKHUX
MAPKEPOB ITATOT'EHE3A MUI'PEHHN», npeacTaB/i1eHHOl HA COMCKAHHE
yu4€HOIf cTeneHH KAHANAATa OHOIOTHYECKHX HAYK MO CnenHaJbHOCTH

03.02.07 — renHeTHKa.

Jucceprannonnas pabora H.C. KonapareeBod INOCBslIEHA MOUCKY U

XapaKTEPUCTHKE MOJIEKYJIIPHO-TeHETUUECKUX OCHOB MTATOreHe3a MUTPEHH.

[Toka3aHo, YTO pacHpOCTPaHEHHOCTh MMIPEHH B MHpE CpedH B3pOCJIOro
HacelleHHs cocTasigeT B cpexHeM oT 10.2% o 14.7%. Mexny tem B Poccuu
yacrtora 3aboneBanus coctaBiseT 20.3%, a eXeromaHele KOCBEHHBIE PacXOJIbl
(oteps AHell TPyIOCTIOCOGHOCTH) IO NpPUYMHE MEPBHYHBIX TOJOBHBIX OoJiei
coctaBisioT 1.75% oOT BaJioBOro BHyTpeHHero mpoaykra Poccuu. Mexay tem
JMarHo3 «MHUTPEHB» SBISETCS MCKIIOYMATEIbHO KIMHUYECKUM H OCHOBHbIM
KPUTEPUEM B IOCTAHOBKE MPABUJIBHOIO JMArHO3a SIBJISIOTCS IUArHOCTHYECKUE

TECTBI, HAIPABJICHHBIC HA UCKJIFOYEHHUE APYTrUX NPHYIHH rOJIOBHO# 00JIH.

TpyAHOCTH JIeYEHHs MALMEHTOB C MHUIPEHBIO BO3HMKAIOT M MNPH MOAOOpE
crnenMpUUECKX MPOTHMBOMUTPEHO3HBIX IMPENaparoB, a Takke 3HaYMTEeNbHO
YCIIOXKHSIOTCS ~XpPOHHU(HKAIMEH NPUCTYNOB MUIPEHH U  PE3HCTEHTHOCTHIO

HEKOTOPLIX IMAaIfTUEHTOB K CTaHﬂapTHOfI TCpalluu.

B cBsSI3W ¢ 3THM OCHOBHOE BHHUMaHWe B JaHHOM HAy4YHOM HarpaBlIeHUU
JIOMKHO YJENATHCS MOMCKY OHOMAapKEPOB MUIPEHH, MOATBEPKAAIOIIMX JaHHBIM

JAUAarHos, a He OIpOBEPrarolX ApYyTHE.

[enplo [OaHHOMW JUCCEPTALIMOHHOH paboThl OBLIO IOCTPOEHHE CXeM
CUIHAJBHBIX ITyTeHd TMaTOreHe3a MUIPEHU IS BBISBICHHS IOTCHLUHAJIBHBIX
MOJIEKYJISPHO-TEHETUYECKUX ~ MapkEpPOB  MPEJPACIOJIOKEHHOCTH M - HX
SKCIIEpUMEHTaIbHAsl ~ NpoBepka. Pabora mpoBelmeHa ¢ HCNOJIb30BaHHEM

CTaHIAPTHBIX MonekynspHo-6uonorndeckux ([MLIP-TTAP®, annens-cnieuu@uyHast



[1[P, ITI[P B pealbHOM BpEMEHH) M CTaTHCTUYECKHUX METOJOB (Iporpamma

APSampler 3.6).

I[JIS{ peanu3anui NOoCTaBJICHHBIX aBTOpPOM 3a/1a4d pa60Ta OCyIIECTBJIAJIACh B

HECKOJIbKO 3TalloB.

TepBblit 5Tan paboThl — MOKCKOBEIH, MPOBOAMIACH PabOTa ¢ peepaTHBHON
6aszoii manubix ResNetll ® xommanuu Elsivier (CIIA). Ha ocHoBannu aHanmu3a
craTeil GBI COCTABIEH CIIMCOK I'EHOB, JJIs KOTOPBIX MOKa3aHa (yHKLIHOHAJbHAs
ACCOLMALIMS C MMTPeHbI0. B pesyibTare KOHEYHOH IeJIblO0 3TOro Tamna Oblio
MOCTPOEHHE CXEM MOJIEKYJIIPHBIX CUTHANIBHBIX [yTel, OMHMCHIBAIOIIMNX BO3MOXHbIE

MEXaHHU3MBbI IIaTOreHE3a MUT'PCHU.

Bropoil 3Tam - MOJEKYJIAPHO-TeHETHYECKUIl aHalu3 TeHOB, OTOOPAaHHBIX
MCXOMS W3 MOCTPOGHHBIX CXEM CHIHAlbHBIX MyTel M aHanusa nutepatypsl. Ha
JIAHHOM 3Tare ObIIM OMNpEeIeHbl YacTOThl T€HOTUIIOB M a/UIeJIeH 3aMEeH B TeHax
ACE, BDNF, CCK, CCKAR, CCKBR, CGRP, DBH, MTDH, MTHFR, MTR,
NOS1, NOS2, NOS3 u SNAP25 y nauueHto (n=146), cTpagaroiuX MUITPEHBIO U
KOHTpOJBHOM rpymsl (n=363). B xone paboTbl ObLIO [TOKA3aHO, YTO HanOOJIBLIUH
Bkiajg B pasBuTHe 3abosesanms BHocuT amiens CCKAR_rs1800857:C,

MOBBILIAOIINHA PUCK Pa3BUTHS MUIPEHHU B 9 pas.

L4

TpeTuii sTan — 0600IIEHNe MOTyYeHHbIX JaHHBIX. Ha OCHOBaHMHM aHaiM3a
MONydYeHHBIX B MCCIENOBAaHMM NAHHEIX I10 accolyauuu ¢ 3aboseBaHueM
KOMILTEKCHBIX T€HOTHIIOB ITOCTPOEHA CXeMa MOJIEKYISAPHBIX CHIHAJIBHBIX MTyTeH
maToreHe3a MUTPeHH. BbUIO MOKa3aHO, YTO B OCHOBE MaTOre€He3a MUTPCHH MOXKET
NnexaTh 10(GaMUHOBAS TEOpHs MaToOreHesa, POib LEHTPAIbHOrO HEHpOMENUaTopa
OTBOJMTCS IIyTaMary, a MOJIEKyJlaMH, OTBETCTBEHHBIMHU 32 Ba3OJUISILMIO H 60b

npusHaau NO u CGRP.

Pe3ynbTaThl, MOJy4YeHHBIE B XOJ€ HMCCIENOBAaHUSA, BHECYT CYILIECTBEHHBIN
BKJIaZl B TOHMMAHHE MEXaHH3MOB Pa3BHTHs JaHHOTO 3aboneBaHus. 3TO Oynet
CIIOCOGCTBOBATh TOHCKY HOBBIX OHOMapkEpoB 3aboseBaHus W MHUIIEHEH JUIA

JNIeKapCTBEHHOHN TepaIlnH.



BeiBogpl, chOpMYyTHpOBaHHBIE B HAaHHOM paboTe, JIOTHYHO OTPaXKaroT
pEean3aLHIO MOCTABICHHBIX 3a/1ay, SBIISIOTCS B3BEIIEHHBIMUA U OOOCHOBAaHHBIMHU U

CBUIETENBCTBYIOT O HAYYHOM 3peJIOCTH AUCCEPTAHTA.

[To pe3ynbTaTaM QHCCEPTALIMOHHON paboThl OMyOIMKOBaHO 36 myOnuKaluii
B OTEUECTBEHHBIX M 3apyOeXHbIX M3LAHUSX, / U3 HUX — B DPELEH3UPYEMBIX
Hay4YHBIX )KypHalax U W3JaHusix, pekomeHnoBaHHbIX BAK MOH P® mst 3aiuter
avccepraunid. PesynbraTel paboThl J0JO0XKEHBI Ha 14 KpyNHBIX Hay4yHBIX

MEPOIPUATHUSAX.

Ha ocHoBanuu aBTOopedepaTa MOXKHO CANaTh BBIBOJ, YTO JUCCEPTALMOHHAS
pabora KonnpateeBoit Hatansu CepreeBHsl Ha TeMy «XapaKTepHCTHKA
MOJIEKYJISIPHO-TEHETHUECKUX MAapKEPOB IIaTOreHe3a MMIPEHH», MOJHOCTBHIO
cooTBeTcTBYeT TpeboBaHusM 1.9 «llonoxeHuss o MopsaKe MPUCYKICHHS YYEHBIX
creneneiin»y BAK MOH P®, yreepxneHHbix [loctanoBnenuem IlpaBurtenscra PO
oT 24 cents6ps 2013 roma Ne@42, mpenbsaBisseMbIM K AUCCEPTaLMsSM, a aBTOP
pabotel — KonppatheBa Hatanes CepreeBHa — J0CTOMHA YYE€HOM CTENCHU

KaHauaara 6uojoruueckux Hayk no crenuansHoctd 03.02.07 — I'eHeTHKa.

Crapunii Hay4HbIH COTPYIHHUK
®denepallbHOrO rocyapCTBEHHOIO
O0JKETHOTO YUPEeXKACHHUS HAyKH
[LleHTp TeopeTHuecKux npodiem

(GHU3UKO-XUMHUECKOH (papMaKoI0ruu “ 5 A2
Poccuiickol akageMuu HayK ‘
(LITIT ®X® PAH), k.6.H. Co6oneB Bnagumup BacunbseBuu
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