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Ha aBTopedepar nuccepranuu Konnparosoit Mapun AJIeKCaHIpOBHBI HAa TEMY
«HeaskorosbHas sxupoBast Gonesns nevenn, Mmyrauan C282Y u H63D
reda HFE u ocoGennoctn 06MeHHBIX Hapymenuity 1o cnenuansrocT 14.01.04 - BHYTpPEHHHE

OonesHH Ha COMCKaHKe YYEHOH CTeNeHH KAHIHIATA MeTHITHHCKIX HayK
AxTyanbHocTs mecsepoBanus. IIpoGneMsl HeaTKOrodbHOI KMpPOBOH OoJie3HH neveHH
(HAXKBII) obuiensBectna u 310 CBS3aHO C POCTOM PacnpoCTPaHEHHOCTH €€ B MOMYJSILHH 3a
nocnennee naecarunerus. HAJXKBIT npusnexaer BHuMaHWe MHOrMX Bpadeil W aKkTHBHO
00CYKIAIOTCA B JMTepaType W HAa HaydHbX (opyMax. Juccepranuonuas pabora Kouaparosoii
M.A. nocesmena HMeHHO BompocaMm momuMmopdusma amreneii C282Y u H63D rema HFE 1pu
HAXGBII v Brusaus MyTauuii Ha o6MeH yrieBOI0OB, TUIHIOB, IOPOHPHHOE M Kelesa, KOTOPBIM

IpUHAIJIEXHT BeOyIas POJIb B €€ p8.3BHTHH.

OcHoBHble H/IeH U BBIBOABI AuccepTan, C y4eToM KOMIIeKea 06Cy K IaeMbIX npodiem
npu HAJKBIT cpopmymnpoana mens: onpenemuts 4acToTy HOCHTENLCTBA MYTAHTHBLIX anmeneil
282Y u 63D rena HFE npu HAXGBII B cpaBHeHHH ¢ nuumamu obuieii MOMyJIsSiMH H BBISBHTEH
ocoOeHHOCTH B OOMeHe [OKasaTenel skenesa, THIHIOB, NOPQUPHHOB H YIIEBOIOB, YCTAHOBHTD
BO3MOJKHBIE QCCOLHALHH MeXAy HUMH. J[ns pernenus nannoii npobnemsr obosHaueHbl 3agaun: 1.
CpaBauth wactory Mytauuid 282Y um 63D rema HFE B rpynne ¢ HAJKBIl u koHTpoibHOI
HNOMYNAMOHHOM rpynnoi. 2. OueHHTb NPepacloNOKEHHOCTh K HapyIIeHHsSM 0OMeHa JKesesa,
TUIHI0B, MOPOHPHHOB, YIIEBOIOB Ha (HOHE HOCHTEILCTBA MyTAaHTHBIX awnerteil 282Y u 63D rena
HFE. 3. Onpenenuts ocobenHoctn MertaGonuueckux paccrpoiicte npu HAJKEBIT ma done
HOCHTENbCTBA MyTaHTHBIX ajuteneit 282Y m 63D rena HFE. BeiBoasl aucceprauy JOrHYHBI U
COOTBETCTBYIOT IOJI0KEHUIM, BBIHOCUMBIM HA 3aLIUTY.

B.uaj aBropa B npoBeieHHoe HccienoBanue. Bxuaa asropa cocTos B 0100pe OONBHBIX
IUIS UCCTIENOBAHNA 10 KPUTEPHUAM BKIIIOUEHHs M UCKITFOUYeHHs, B o0cenoBanuu OoMBHEIX 0 HAabope
KJIMHUYECKOr0 [EPBUYHOIO MAaTepuala, B IOArOTOBKE Marepuana g OHOXMMHYECKOTOo
uccienoBanus, B GopMUpoBaHuHM Oasbl JaHHbBIX, UX 00palorke, 00OOLIEHHH U CTATHCTHYECKOM

aHaJTH3e.

Haquﬂﬂ HOBH3Ha pe3yJbTaToB HCeCIeT0OBaAHHA. Hayt{HaH HOBH3Ha HE BbLI3BIBAET
coMHeHuil. Briepeble ycraHorieHo, yto y nauueHtoB ¢ HAXKDBII neyenu napywenus B oOmene
JKee3a MPeHMYIIECTBEHHO PerHCTPUPYIOTCs Ha (JOHe HOCHTENbCTBA MyTaHTHBIX awteneh 282Y u
63D rena HFE. Briepeele nokazauno, 4yto 0ojee BeIpaKEHHBIE HAPYLUEHUS OPQUPHHOBOro 00MEHA
IPEeHMYLIECTBEHHO pErHcTpUpyloTes y manumeHtoB ¢ Mmytaumsmu B reme HFE. B crpykrype
JATeHTHBIX H/WIH HektaccuMIMpOBAHHEIX HapylleHWH nopdupnHoBoro oOMeHa BIEpBbIE

BepH(pHIHPOBAH OHOXHMHIECKHH CHHIPOM yporopupuypHi 1 KOMOUHUPORAHHEIE HAPYIIEHH.
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Briepseie B pesynbraTe npoBeneHHON KOMILTEKCHON OMEHKH COCTOSHUS nophupHHOBOrO 06MeHa y
Gomeuerx HAXKBII komcraruposano, yro Hambojee HHDOPMATHBHEIM ABJETCSA OMpe/eleH e
SKCKPETOPHOTO Npoduiis nokasaresieil MophUPHHOBOTO 0OMEHA: IIPEALICCTBEHHHKOR nOpQHUPHHOB
(aMHHOJICBYIMHOBAsA KHCTOTa M HOphobHIMHOreH) U (pakiuii nopGupHHOB (YporophHUpHH H
xonponopdupun). Kaxnpii BapuanT paccTpoiCTB MMEET KayecTBEHHBIE M KOIHUCCTBEHHBIE
u3MereHnus. [Tokasano, uTo paccTpoicTBa JIMIUAHOTO 0OOMEHA BEIABICHEI ¥ BCeX 00CIeMOBAHHBIX
NAlMCHTOB W HE 3aBUCAT OT HalWyMs MyTaHTHBIX amieneid 282Y u 63D rema HFE. Bueperle
YCTaHOBJICHO, YTO HHCYJTHHOPE3UCTEHTHOCTh M THIIEPUHCYIHHI3M G0Jiee BLIPaKeHbl ¥ TALUCHTOB
HEaJIKOT0JIbHOH KHPOBOH 00J1e3HbI0 NeueHH Ha (poHe MyTauuii amneneit C282Y u H63D rena HFE.
Brepsele  BBISABJEHO — HAamMUHE — B3aHMOCBA3H  HHCYJIMHODE3HCTCHTHOCTH,  HAPYLICHMI
nop@upuHOBOro 0OMeHa H HOCHTENLCTBA MyTaHTHEIX amteneit 282Y u 63D rena HFE.

IIpakTHyeckas 3HAYIHMOCTb Pe3yAbTATOB HCC/ACAOBaHHS. BBIABICHHE HOCHTENLCTBA
myTanTHbIX aiiened 282Y u 63D rena HFE y naunentos ¢ HAXKBII mo3BonseT BBLAEHTE MPYIIIBI
MAaHEHTOB C TIOBBIIIEHHBIM PUCKOM pa3BUTHsS HapylleHHH oOMeHa dkenesa. B pesynbrare
[IDOBEICHHOT'O MCCIIENOBAHUS BBIABIEHA BHICOKAs 4acTOTa HapylleHHH nopdupuHOBOrO obMeHa
npu HAJKBII. B onenke coctosanusa nopdupuHosoro odMena Hanbosiee HHPOPMATHBHBIM ABJIACTCS
omnpenesieHHe 3KCKPETOPHOro Mpoduisd. DTo MO3BOJSIET PerucTpUpOBaTh PaccTpoiicTBa Ha ypoBHe
Kakx Mpe/IecTBeHHUKOB Nop(QHUpHUHOB (aMUHUIEBYTHHOBAs KUCI0Ta U NOP(OOHIHHOIEH), TaK U Ha
ypoBHe (paKIMOHHBIX DPACCTPONUCTB (MOBBILICHHE OJKCKpenuu (Qpaxkuuit  yponopdupusa,
KOTpomophupHHa W HapyLIeHUss WX COOTHOUIeHMs). TecTUpPOBaHME HAa HAIWYUE MYTAHTHBIX
amneneit 282Y u 63D rena HFE maeT BO3MOKHOCTB PErHCTpPUpOBATH [JaHHbIE HapylIeHHs Ha
panHux craausax 3abomesanus. JlokazaHHas accolpalysi HocuTenkcTBa anneneit 282Y u 63D rena
HFE ¢ HHCYTHHOPE3HCTEHTHOCTBIO MO3BOJISIET BHUIEIUTH IPYIIBI [ALHEHTOB 1A MPOQHIAKTHKH
(popmuposanus HAXKBIL

CormacHo asrtopedepary, paboTa TpPaMOTHO H3JIOKEHA H XOPOIIO HINTIOCTPHPOBAHA.
PeaynsTarsl MCC/IEI0BAHHA XOPOMIO ocBelleHbl B 20 meyaTHsIX paboTax, MX KOTOPBIX 7 crarei
onyO/IMKOBAaHBI B HAyYHBIX PELECH3UPYCMBIX JKypHANaX, PEKOMEHIYEMBIX Ul IyOIHKALMH
OCHOBHBIX HAYYHBIX DPE3yIBTATOB [HMCCEPTAIMOHHOrO HCCIENOBAHMA, a TaKKe JONOKEHBl Ha
KOH(epEHIHAX BCepOCCHHCKOro ypOBHSI, 3aMeyaHuii 1o aBTopedepary Her.

3akiodenne. B 1IeloM MOXKHO Cle/1aTh 3aKJIIOUeHHe, YTO H3NOKEHHBIC B apTopedepare
JaHHblE CBUAETENLCTBYIOT, uTo KoHnpaTosoit M.A. poje/ian A0CTaTOYHbIH 00BeM HCCIEIOBAHHI,
KOTOPBIH TO3BO/HI OGBEKTHBHO OLeHHTh Hannaue MyTanui rena HFE npu HAXGBIL

Tema, obcyxumaemas B apropedepare Ha guccepraumio  Kowmpatosoit  M.A.
«HeankoronpHas skupoBas OonesHb nedenu, nmomumopgusmer C282Y u H63D rema HFE u

0COOeHHOCTH OOMEHHBIX HApyLICHHI» ABMACTCA AaKTYalbHOH, HMeeT OONBIIOH HaydHBIH H
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HpaKTH‘IBCKHﬁ HHTEpEC, H OPEOCTABIIACTCA 3aKOHUYEHHBIM | CaMOCTOSATENIEHBIM Hay4YHBIM
HCCIICIOBaHNEM, OTBeyaeT TpeOoBanusM [lonokenus o IPHCYXJIEHUH YYEeHBIX cTemeHed. Ha
OCHOBaHHUHU aBTopetbepaTa, MOXHO cJenaTth 3axkJIlOYeHHe o COOTBETCTBHH NpEACTABICHHOI'O
AUCCCPTALMOHHOIO HCCNeNoBaHus TpeOoBaHuIM myHKTa 9 [lonoskenus o HPUCYKACHUH YYEHBIX
creneteit ([loctanosnenue [lpasutennctea PD or 24.09.2013r. No 842, pen. ot 21.04.2016 r.),
NpE/BABIACMBIM K KaHTUIATCKUM THCCEPTAIHSM, A €e ABTOp 3aCIyKHBAET MPUCYHICHHS y4eHOMH

CTICICHH KaHIUAaTa MEULIHHCKUX HAyK 110 crenuanbHocT 14.01.04 — BuyTpennue Gonesny.

8.11.2017 r.

IIpogeccop kadeapsr rocnuTansHol Tepammm,

JIOKTOp MENUIIMHCKHX HAYK Mastackas C.JI.

deiepaibHOE  TOCYNIAPCTBEHHOE  OIOIDKETHOE Ay obpazoanns  «Kazauckrit
TOCYNapCTBEHHBI MEIMIMHCKHH yHUBEpCHTeT» Mute
Anpec: 420012 , r.Kazaus, yi. Bytnepoga, 49, Te {1

e-mail: Smayanskaya@mail.ru
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