OT3bIB HA ABTOPE®EPAT JUCCEPTALIMU 'ABPUJIIOK HATAJIbU IMUTPUEBHbBI
HA TEMY «(3HAUEHMUE ITOJIMMOPO®U3MOB KAHIIMIATHBIX 'TEHOB B PA3BUTHUK
AHEBPH3MbI BOCXOISAIEIO OTAEJIA AOPTBI», IPEACTABJIEHHYIO HA
COMCKAHHWE YYEHOM CTEINEHU KAHJIMIATA MEOULIMHCKMX HAYK I10
CITIELIMAJIBHOCTH 14.01.05 - KAPAHMOJIOT' 1A

B muccepraunonHoii pabote 'aBpumox H.Jl. n3y4anuce KIMHUYECKHE U FEHETHUECKHE
0COOEHHOCTH MALMEHTOB ¢ aHeBpu3Mol Bocxogsuiero otaena aoptel (ABOA). Ilposenen
aHanu3 pacripelieSieHdss TEHOTUTIOB TOJMMOP(HBEIX BapuaHTOB B TeX TeHax, KOTOPBIC
NOTEHLMANBHO MOTYT ObITh CBsI3aHbl ¢ pUCKOM Bo3HMKHOBEHUs ABOA.

B nocnenuee BpeMs Beipocio koauuecTso nauueHtos ¢ ABOA. Beposithee Beero, 310
CBA3aHO C POCTOM YHCJa BBIMOJNHAEMBIX MCCIENOBAHWM, MpHU KOTOPBIX BHU3yalnH3aLUpyeTCs
KopeHb aopThl. OJHAKO, HECMOTpPSl Ha POCT BBIABIAEMOCTH, 1O cuX mnop Hepeako ABOA
JWArHOCTUPYETCs JHIb MPU Pa3BUTHM OCIOXKHEHHMH, KOTOPBIE aCCOLMHMPOBAHBI C BBICOKHM
PUCKOM JIETAIbHOrO MCXOJa.

HecmoTps Ha akTWBHOe W3ydyeHue stvonartoreHesa ABOA, Ha ceroiHsIIHWA AEHb
W3BECTHbI JANEKO HE BCE IEHETHUYECKHe MpeauKTopbl 60/e3HM. B TO iKe Bpems, OueBHAHBIM
SBJISETCS 3HAUMMBIH BKJIaJ MMEHHO HaclieJCTaBeHHOro (hakTopa B pa3BUTHE AHEBPU3MBI IAHHOM
NIOKaIM3alyHy 10 CPAaBHEHUIO C aHEBPU3MOH OPIOLLHOM a0pThl.

HayuHas HOBM3Ha MCCIEIOBaHMS 3aKMIOYaeTcs B TOM, YTO Ha 6osibluoi BelGOpKe
nauvedtoB ¢ ABOA  oOHapyXeHbl TIeHETHYECKME BapHaHThbl, aCCOUMWPOBAHHBIE C
3aboneBaHyem. Takke MPOBEJEHO CPaBHEHWE YPOBHA MATPHUKCHBIX METaJlJIONPOTEMHA3 B
CBIBODOTKE KPOBM W TKaHH C TEHOTUNOM MNOJMMOPQHBIX BapHaHTOB [E€HOB MAaTPUKCHBIX
meTamonpoTennas. Omnpenened Bkian HocutenbcTBa reHotuna AA  u redotuna CC
nonumopdHBIX BapuaHToB rs11697325 u rs2285053, a Take A amnens MoaMMOpdHOro
papuanta rs2252070 B reHax MaTpPHMKCHBIX MeTajlonpotenHas.  [IposeneHo cpaBHeHHE
FEHOTHUIIOB C AKTYaJbHBIM YPOBHEM MATPUCKHBIX METAJIONPOTEHHa3 B CBIBOPOTKE KPOBH H
CTEHKE aOpThl, a TAKXKE C KIMHWYECKHMMH XapaKTepucTHKamu OOsbHbIX. BpisBieHa cBA3sb
rerotina AA monuMopdHoro Bapuanta rsl1697325 reHa MaTpUKCHON MeTaIonpoTeHHasbl-9
TMNa C YpPOBHEM META/UIONPOTEHHAa3kl-9 B TKaHM AOPThl, & TaKKe C AWAMETPOM aopThl B
BOCXOJSLLEM OTAEIIE.

B MccepTalMOHHOM KCCieaoBaHWK BriepBbie B nomyasuuu Cesepo-3anafiHoro
pervona Poccun Ha GonbLioit BbiGopke nauueHtoB ¢ ABOA BbIMOJHEHO CEKBEHMPOBAHHE reHa
rnagkompliiedHoro aktuHa ACTA2. O6GuHapykeHbl eJUHUYHbIE WHTPOHHbIE MOJMMOP(pHbBIE
BapUAHTHI ¢ HEU3BECTHON 3HAUMMOCTEIO. JIaHHBIE PE3YJIBTATHI SIBISIOTCSA KpalHE Ba)XXHEIMH, TaK
KaK Hanuuue MyTtanuu B reHe ACTA2 onpeaensioT Nporuo3 3abo/ieBaHus.

OGpaiaer Ha cebs BHUMAHUE W OTCYTCTBHE YBEIMYEHMsS CKOPOCTH IyJbCOBOH
BonHbl ¥ aul ¢ ABOA. B To e BpeMms LEHTpajbHEIE NMapamMeTphl JKECTKOCTH COCYAHCTOH
CTEHKU UMENIY KOPPEJSLUK C YPOBHEM MAaTPUKCHBIX METANIONPOTEHHA3, UTO SIBJIASTCSA BAXKHBIM
Ana nanbHeiimero u3ydenus naroreHesa ABOA.

B npakTHyeckux pEKOMEHIALMsAX MOJYEPKHYTO OTCYTCTBUE LENeCO0OpasHOCTH
npoBeieHUss  cekBeHMpoBaHMs reHa ACTA2 mpu  pyTHMHHOM  CKPUHHHIE. Hanpotus,
FeHOTUIHPOBaHHE MOJUMOP(QHBIX BapUaHTOB FE€HOB MATPUKCHBIX METajJONPOTEHHA3 MOXET
JaTh JOMOJHUTENbHYIO MHpopMauuio o pucke passutus ABOA npu crpatudukanuu pucka B
o0u1eit momynsLKH.



ABTOpedepaT aMccepTalyd COAEPIKUT OOIIYI0 XapakTEpUCTHKY HCCIeNOoBaHUsA. B
HEeM B JOCTYNHOM Qopmare wusjoxeH Oonbloil o6beM mNpoeanaHHoW paboTsl. TekcT
aBTopedepara, a Takke MPENCTAaBICHHBIE TaGJMLBI W PHCYHKH, B TMOJHOH Mepe IO3BONSIOT
MOHATb 3HAYUMOCTbL MOJIYUYEHHBIX pE3yJIbTaTOB. BBIBOJIBI JUCCEPTALIMOHHOIO MCCIIEN0BAHUS
apryMEHTHPOBAHbI W MOJHOCTLIO COOTBETCTBYIOT MOCTAB/IEHHBLIM LIEIH U 3a4a4aMm.

[To maTepnanam aucceprauuu onybaukosano 20 cratel W TE3UCOB, M3 HUX - 6
CTaTed B U3JAHUAX, BKIIOYEHHbIX B «[lepeueHb BEAyLINX PELEH3UPYEMbIX HAYUHBIX JKYPHAJIOB
v u3ganui» Beicined AtrectaunmonHoit Komuccnu npu Munncrepctse 06pa3oBaHus U HayKH
Poccuiickoli @enepauuy, 1 - B peLIeH3UPYEMBIX MEXK/IYHAPOIAHEIX JKypHAnax.

Bompockl M 3ameyaHus 1o comepxaHuio M odopmieHHio aBTopedepara
OTCYTCTBYIOT.

Huccepraums TaBpumox Haranmem  IMutpueBHBI Ha TeMmy: «3HaueHue
MONMMO(PU3MOB KaHAMIATHEIX F€HOB B Pa3sBUTHUM aHEBPU3MBI BOCXOJAILIETO OTHENa a0pThIY,
NPEACTaBJICHHAass Ha COUCKAaHWE YYEHOM CTeneHM KaHAuAaTa MENULIMHCKHX HayK [0
cnenuansHoct 14.01.05 — kapos10rus, BBINOJHEHHAs MO/ HAYYHBIM PYKOBOJACTBOM JIOKTOpa
MEIMLMHCKHX Hayk MouceeBoit Onbru MuxalioBHbI, SBISIETCS 3aKOHYEHHOH HAay4HO-
KBaTM(QUKALMOHHON paboTOM, B KOTOPOi aBTOPOM pelleHa akTyajbHas HayuyHO-NpPaKTHUECKas
3ajlaya — U3yUCHbl HOBBIE HAC/IEACTBEHHEIE (PAKTOPbI PUCKA PA3BUTHUsI aHEBPU3MBI BOCXOISLIETO
oTaena aopTel. [1o akTyansHOCTH, HAyYHOH HOBHM3HE, 000CHOBAHHOCTH BHIBOIOB, PEKOMEHIaLH
M NpPaKTUYECKOM 3HAUYMMOCTH [UCCEPTALMOHHOE MHCCNENOBaHHWE MOJHOCTBIO COOTBETCTBYET
TpeGoBaHusam 1.9-14  «[lojokeHUst O MNOpsAKE MPUCYKIAEHHS  YUEHBIX CTerneHei»,
yrBepxxaeHHoro ITocranosnenuem IlpaButenscTBa Poccuiickoit @enepauuu ot 24 ceHTaGps
2013r. Ne842 (pen. ot 01.10.2018, ¢ u3m. ot 26.05.2020), npeabsBAseMbIM K AMCCEPTALMAM Ha
COMCKaHHE y4YCHOW CTENEHW KaHAMaTa HayK, a ee aBTOp 3aciy)XHBaeT MPUCYKAEHHUS YUEHOM
CTENeHM KaHauaaTa MEJULMHCKUX HayK no cneuransHoctu: 14.01.05 — kapauonorus.

ITpodeccop kadenps! GpakynbTETCKON Tepanuu
MeJULMHCKOro  (akynsrera  WMHcTHTyTa
MEIULMHBIL,  3KOJOTMM U (U3MUecKoi
KyneTypsl  ®I'BOY BO  «YinesHOBcKmit
rocy1apCTBEHHBI YHUBEPCUTETY,

JOKTOP MEAULMHCKUX HAyK, NOLIEHT,

cneumransHocte  14.01.04 — BHyTpeHHue
fonesHu

432970, r.VaesiHoBck, yn. JIeBa Tonctoro
n.42

+7(8422)41-15-92,

e-mail: razinl975@mail.ru Pazun Bnagumup Anekcanaposuy

« » € @ 7/ 2021r.
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