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Beayutefi opraHu3arlvlr o HayqHo-[paKTr4qecKofi IIeHHocrI4 Allcceprauull KoHAparoBoft

Mapnu A.nercau4poBnbr (HearKoroJrbntul )KIapoBarI 6onesHr rreqeHu, Myrauun C282Yu

H63Drena HFE u oco6eHHocru ooMeHHbrx HapyrreHl{fi>, fipeAcraBJreHHoft K 3aIrII{Te Ha

coucKagrre ) reHofi crerreHlr KaHAnAara MeArIrILIHcKIlrx HayK rro cr'eullaJlbHocru 14.01.04

- BIIyTpeHHue 6onesnra B AI4ccepraIII{oHHbIfi coBer A 208.062'02 rryw OfFOy BO

<Hosocu6 vp awfli. rocyAapcrBenHbrfi M eAr4ul4Hcrraft ynunepcllrer) MuHs4pana P occnn.

AKTYAJIbHOCTb TEMbI, EE CB'3b C IIJIAHAMI4 PA3BT4TVTA

. MEAI{III4HCKOfr HAyKI4IT 3APABOOXPAHEHI',LI

B noclerHr,re roAbr Ha6rroAaerc.rr 3aMerHbrfi pocr xpoHl4qecKr4x 3a6oJleBaEkrilI

rreqeHr{ pa3lplqHofi gTl4oJloruu. OAruau r43 TaK[x ga$olesaHzft C B6ICSKI4M

pacupocTpaHeHueM, TpyAHocTflMI{ paHHefi AI{arHocTllKI'I BbrcoKofi Bo3MoXHocTbro

[polpeccupoBaHr4-fi [aToJrofr,rqecKoro upoqecca, frBLfl.eTc's. He€uIKOfOJIbHarI xI4poB{uI

6olegnr [eqeHr{. ,{anuonay 3a6oreBaHrrro yAeJIffIor 6oluuoe BHTIMaHI49 MHorI'Ie

KJrr4HIIIIpIcTbI, IIT6 O6yCnOnneHo Bce 6olrruefi paC[pocTpaHeHHoCTb]O, [oBbIIIIeHI4eM

pr4cKa cMeprHocrr4, accoutrr4posaHHoft c cepAerrHo-cocyAllcrofi [arororr4vr, ufippo3a
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neqeHu r{ rerraToueJrJrroJrflpHofi KapuLIHOMbI. HealroroJlbHafi xllpoBa'u 6Olegsr IIeqeHLI

qacro nporeKaer 6eccnunroMHo, qro 3arpyArurer sIrI{AeMI{oJIorI4rIecKI4e uccJleAoBaEvIfl''

o.rIHaKO MHOrOrrr4cJIeHHbIe AaHHbIe CBI{A9TeJIbCTByIOT' qTo ee paclpocTpaHeHHooTb',

3'aqr4TeJrb'o 6oruure, qeM rrpeArroJraraJrocb pa'ee vr.3a*r4Maer JILIAI4pyIouII4e rIo3I4rILII{

cpeA?I ga6oresauzft opranoB rrIlIIIeBapeH['I

,{uccepraqrax M.A. KouAparonofi IIoCB.UIIIeHa feHeTnIIeCKI',IM aCIIeKTaM y

6o*nrrx HeaJrKoroJ*nofi xraponofi 6oresHrro [eqeH]r Lr flBJrffercfl HecoMHeHHbIM lrraroM

BrrepeA B Ll3yrreHr{r4 upo6lerr,rrr uanuQecra\uvr u IIpOfpecc[poBaHI4lI AaHHOIO

gaooreeaHr4rr, qTo o6yclauuBaeT ee aKTyrulbHocTb Ia HoBLI3Hy pelueHruI etoft Hayuuofi

npo6rerrr' KJruHr4rrecrofi reuaroJrorlur. B pa6ore Mapran A-nercaHApoBHbI 3arpoHyrbl

aKTytrJrbHbre reHerlrqecKr4e r4ccJreAoBaHr,f, ueJrbro Koropbrx ffBJr-rrercr r4entu(puKalln'I

reHoB, agcoquupyrcuplxc{ c yBelI4rIeHueM pl4cKa pa3BvrTufl' xpoHl4qecrux ga6olesaguir

rreqeul4. I4Syuenue poJIpI reHeTl4qecKoro rloJluuop(pnsua no3BoJUIeT [poBecTI4 rIolIcK

HoBbIx IIpeAuKTopoB, I4fparcrUlx poJlb B Sopvrupor a:nalr uera6olullecKlax nopaxeuuft

rreqeHr4. YctanosreHne nonrauopQl43MoB OTAeJIbHbIX HyKIIeOTI4AOB pI BO3MOII(HOe

BbuIBJIeHLre IeHOB-KaHAI4AaTOB, IIO3BOJIqTilII4X npeA[oJIOXI4Tb He ToJIbKo pa3BLITVIe

onpe4elennofi fIaToJIOILII4, Ho u e0 Bepo.gTHoe TeIIeHLIe' fi Ilpolpecc[poBaHue y

Bbrrueo3Haqenuoft Kareropl4ll IrauI4eHToB'

HOBI43HA I4CCIEAOBAHI{-f, 14 nOIytIEHHbIX PE3yJIbTATOB

Hayrnar HOBI43Ha pa6or6, I,I3JIoX9HHIUI qeTKo B CoOTBeTcTByIOqeM pa3AeJIe

Ar4CCepTarIr4r4, BbrDrrArrT AOCTaTOqHO y6egurelrHo' oAnaro AaXe crporuf 14

lafOUraqllbrit CTUJIb I43JIO)KeHUiI fIO3BOJI-geT [OiIyrII4Tb CIIeUI4AII4CTy AOCTaTOTIHO

ranQopuaqr4v o ToM, HaCKOJTbKO pacuIIpLIJII4Cb IIpeAcTaBJIeHI4-fl O Aansoft npegrvrernofi

o6lacua guanufr B xoAe uayuuoft pa6orrr' B ocHoBHOM 3To KacaeTcs BIIepBbIe

IOragaunoft gunuqecrofi v [porHocTll'IeCrofi ueHHOCTI4 IeHeTI{IIeCKI',IX

nonnwropQLI3MOB, accoIII4I4poBaHHbIX c o6uenou yrJIeBoAoB' JII4III'IAOB' XeJIe3a vI

uopsupuuoe. oco6eHHo BaxHbIM flBJIteTCfl CpaBHeHLIe qacToTbl perl{cTpa\tfit uytaqllff

arrerefi czg2yr. H63Dreua HFE y 6o*nnx HearrKoroJ*uofi Nnpoeofi 6oresHrro

11eqegpl c JISUaMLI o6rqeft I6IIyJI.IUIII4. lloraSago' rITo MyTaUI{I4 BcTpeqaloTct c

o.rIr4HaKOBO[ .racroroft. llpu 3TOM qarqe s 3-4 pa3a pefucrplrpyerc-rr MyrarILUr [O rurJreJILI

H63D. O6uapyNeH6r reHAepHble pasn:|frlr4fl. Myraqvrr ro tuIIIeJII4 c2S2YnauI4eHroB c



HeairKoroJrbHofi )rctrpoBofi 6olegnrro ueqeHl4 perplcrpl,IpoBaJlacb B ocHoBHoM y MyxqHH'

a B florryJrffrllroHHoft rpynue c oArlnaKosofi .ractotoft. Hauporun, rro allJlenz H63D

Myrarlr4rr B rrorryJrrqnossoft rpyffre qalqe o6uapyNuBilIacl y My)KqLIH, a rro IUIJIeJII4

C282Y - c oAraHaKosoft .racrorofi. B 4raccepraquoHuoM laccJreAoBanuu 6ruo [oKa3aHo,

rrro y naqverrroB c HeilrKorolrnoft xupoeofi 6olegnrro [eareHla c rloJll4MopSusuorvr

arrerefi C282Yu H63Dreua HFE 6onee sua.ruMofi oKa3aJlacb

r4HcyJrllHop$trcreHTHocrb, rrpr4 anilrll3e JrI4rrI,IAHoro o6uena ypoBeHb TpLIDII{qepuAoB

6rrn gauerHo Bbrrue. Tolmo y [auLreHToB c MyraIII4.t{Mu reHa HFE perncrpllpoBtulc.r

cr,rHApoM xpoHlrqecrofi ueperpy3Kr{ nteJle3a. Paccrpoficrna nopQHpLIHoBoro o6ruena

TaKXe na6moAalr{cb y 6olrurnncrea 6omnrrx c MyralllrrflMrr reua HFE. flpn 3ToM 6rrwt

BrrepBbre ouucaHrr HoBbre 6noxuuuqecKr,re cI,IHApoMbr uapyrueHuft nopQupunoBoro

o6uena : yp onopQnp vry pwfr u rou6prrupoBaHuble HapyureHl4rl.

leuHoc6 Hacroffrrlero r4ccJreAoBaur,r.fl r,I HoBLI3Ha 3aKJlloqarorc.r B IIpoBeAeHuLI

KoMrrJreKcuoro aHaJrr4sa eBflstt nayraqnft alleleft C282Yu H63Drena HFE c o6naennrruu

HapyureHr/u{Mr4 perucrpr4pyeMbrx rrpr4 HeaJlroromnofi xuponoft 6olegsn neqenu. Ha

ocHoBaHlrx roryqeHHbrx pe3yJrbraroB 6rrma cQopuylupoBaHbl BbIBoAbI

Ar4ccepraur4oHHoro HccJreAoBaHus. Lr npaKTI4qecKI{e peKoMeHAaIII4Lt o6ocHosrrBarolllue

reHernqecroe o$cle.rloBaHr{e [aqLreHToB c He{LJlKorolrnofi xupoaofi 6olegnrro neqeHI'I.

,{omonepHocrb pe3yJrbraroB uccJreAoBanvrfl. He Bbr3blBaer coMHenwit, ltaroAapt

,uocraroqgoMy Krr4HlrqecKoMy MareplraJly (454 uaqneura), ucrroJlb3oBaHl'Iro

coBpeMeHgbrx BbrcoronnSopuarr4BHbrx MeroAoB AIlarHocrLIKlI, TIrIareJIbHoMy aHuru3y u

Kopp eKrno it crarwcrnqecroft o6p a6orre.

3HAI{EHI4E ilONYqEHHbIX PE3YJIbTATOB I.NA HAYKI4 14 NPAKTVIKVT

' flpoee4eHHoe Klrr{Hr{qecKoe r,rccJreAoBaHl4e w [IoryqeHHble HoBbIe

opLIrI4HiUIbHbIe HayqHbre AaHHbIe rro3BoJrv][wt ycraBoBl{Tb, rrro BbrfBJIeHI4e HOCfiTeJIbCTBa

MyraHrHbrx allelefi 282Y u 63D resa HFE y ralluenroB c HeaJlKoroJlluofi NIaponoft

6oresHrro [eqegr,I rro3BoJrter BrIAeJTI{Tr rpyrlnbl [aIIrIe]rToB c [oBbIIueHHbIM pl4cKoM

pa3Burrpur napyureuuft o6uesa )KeJre3a. B pe3yJlbrare rrpoBeAenHoro I4ccIIeAoBaHfiu

Bbr.rrBJreHa BbrcoKuur qacrora Hapy[reHlrfi uop$upr4uoBoro o6uesa npI,I HeulKoronrnofi

xrponoft 6oresurl neqeHrr. B orlenre cocroflHl{rl nop$zpuuoBoro o6ueua nau6olee

unSoprr,rarlrBHbrM frBrflercfl. orrpeAeJreHple oKcKperopHoro npoQunx. 3to [o3BoJUIer



per?rcrpr{poBarb paccrpoficrBa Ha ypoBHe KaK rIpeAIIrecrBeHHI{KoB rrop(bupI'IHoB

(aunnuleeyJrlrHoBair Kr{cJrora n nopSo6I4JII4HoreH), rar vr Ha ypoBHe Qparqnonuux

paccrpoficrn (uonrrureul4e eKcKpeqlafi SparUuft yponop$upnHa, KorponopSupnna 14

HapyureHr4rr rax coorHoruenrar). Tecruponauvre Ha HaJu/FILIe MyraHTHbrx zutrleneft 282Y n

63D rena IIFE laer Bo3MoxHocTb perr4cTpl,IpoBaTb AaHHbre Hapy[IeHI4rI Ha paHHI4x

crrultlrx ga6onesauus. AoxasaHHiur accorrr{aur4-rr Hoc[TeJIbcrBa tulJreJlefi 282Y n 63D

reua HFE c nHcyJrr4Hope3r4creHTHocrbro rro3BoJlter BbIAeJII4Tb rpynnbl naqueHToB AJrt

up o Qnnaruurz $ opvr vp oBanvrfl. He{urKoroJlruoft xnpoe ofi 6 oresHrlo ilerreHu.

OEIIIA' OIIEHKA AI4C CEPT ATJI/VT

Pa6ora Ha[trcaHa B TpaAurrr4oHHoM cruJle Ha 115 crpaHl,Iqax. Bo sseAenvr4

o6ocnosaHbl aKTytLJIbHocrb reMbr, rIeJII4 vr gal.arrr4 I4ccJIeAoBaHr4S, H.aYrHaf, HoBI43Ha n

[paKTr4qecKair 3Haqr4Mocrb. llocrasreHua.t aBTopoM IIeJIb - onpeAeJleHue qacrorbl

HocgTeJrbcrBa MyrauTHrrx altrtereft 282Y v 63D reHa HFE npfi HezIJIKoroJbHoff

xzponofi 6oresHlr rrerreHr4 B cpaBHeHilu c III4IIaMI4 o6Iqeft norryJIflIIuILt Lr BbrflBl.ITb

oco6enHocrpr B o6uene rroKa3areJreft xeresa rvlrrrrl;on, nopQtEprruoB I{ yrJIeBoAoB'

ycraHoBlrrb Bo3MoxHbre acco\ua\r4vr Melrqy HIaMI4 - Aocrl{rHyra B IIoJIHOM o6teue.

3a1a,ru lrccJreAoBaHr4lr, pe[renubre aBTopoM, rloJlHocrbro o6ecne'Il'Iru peaJI[3aIII4ro

rrocraBJreHHoft qenu. B Aracceprarlurr [peAcraBJIeHbI [oApo6Hoe o[I4caHI4e MarepI'IuuIoB

14 MeToAoB LrOcJIeAoBaHI4rI, KoppeKTHo orIHcaHbI pe3yJIbTaTbI co6crseHHrrx

[ccre.losaHHft.

IrlsroxeHrae [ocJre,uoBareJrbHoe r4 JIaKoHI,rrIHoe. Pa6ora I'IJIJIrocrpI4poBaHa 9

ra6rulqauu u 6 pucyHKaMra. B rJraBe 3aKrlorreHlle aBTop JIorI{tIHo TIOABOAIIT I4Tor

11oryqegHbrx pe3yJrbraroB. Pesylnrarrr pa6otrr 14 BbIBoAbI rroJlHocrblo coorBercrByror

ueJrr4 u 3aAarraM, ocHoBaHbr Ha [paBLIJIbHOM TIJIaHI{pOBAHVILT 14 I4HTepnpeTawu

rrpoBeAeHHoro LIccJIeAoBaHLIlI, corJlagyrcTct c flo;1yrleHHuuu Sarravru. IIpaKTLITI9CKLI9

p eKoMeHA ArJVrLl JlornrrHo BbrTeKaroT r43 p e3yJrbTaToB p a6 orrt.

.{ucceptaqux oTJr[qaeTcfl opr{fr4HalrbHocTbro I4CTIOJIb3OBAHWI MeTOAUqeCKI4X

lpr{eMoB, rrro rroATBep)KAaercr AocraroqHblM (14) Kor[qecrBoM rry6luraqIEft.

Aerop eS ep aT cooTBeTcTByeT MaTepI4aJIy, lI3 JI oXeHHoMy n p a6 ore.



PEKOMEHAAIII4I4 II O I4CIIO JIb 3 OB AHI4IO PE 3v JIb TATOB 14

BbIB OAOB AI{C CEPTAIII,II4

flony.reHHrre AaHHBre CBUAeTeJrbcTByroT, qTo y ooJ]ruruncrsa [auI4eHTOB

HeilrKoroJIurofi )KUpOBOTI 6oregnsro ileqeHH AEarHocTupyrcTct

HernaccuQuqllpoBaHHble paccTpoftcrsa nop$npulloBoro o6ueHa, oco6eruro Ha SoHe

Hocr{reJrbcTBa Ir,ryraqufi B reHe HFE.Hanzque uonrauop0pl3Ma reHa HFE

cBr,rAereJrbcrByer o HapylreHr4rrx B o6rraene xeJl$a rr Qopuuponanr4r4 cI{HApoMa

xpoHgqecroft neperpy3Kr4 )KeJre3oM. Y naqnentoB c HeffIrorolruoft 6oresHrro neqeHfi

neo6xo.uuruo r4ccJreAoBarb Becb crreKTp rloKa3areJleft xelesa, oco6enuo QeppnttaH'

O6napyxeHr{e Hapyrueuufi e o6NaeHe x(eJle3a yKa3brBaer Ha BbrcoKyro Bepo{THocrb

glaJrvrqlrfr rrayraqzfi B reHe HFE. Ha Qoue uyraqnfi rena HFE sa6lro.{arotc.r 6olee

3HaqI,IMbIe paccrpofictBa yUIeBoAHoro tt IrI4nwp1rlLoro o6ueua. OqeuKy reHeTI,IrIecKLIx

rrapaMerpoB peKoMeHAyercfl LrcrroJrb3oBarb B Tepa[eBTLIqecK[x cralll{oHapax.l4x raKKe

qelecoo6paruo BKJrrcqarb B yre6uo-uero4n recrrEft rlpollecc o6yueuua cryAerrroB

crapmux KypcoB I,I [ocrAl'I[lounoft noAroroBKl4 Bpaqefi'

Bonpocrr.

1. OTNAE'IAIIACb JII4 Y IIAIII4EHTOB, BKJITOqEHHbIX B I4CCNCAOBAIJVIE, KJII4HI4qECKI4C

crr.rf Mbr HapyilreHllrl nop QupnHoBoro o6uena?

2. Karona .rlHarHocrr4qecKuur 3Haqr4MOCTb I,I nporHocTllqecKat IIeHHOCTb OIIeHKI4

f eHeTI4qe cKI4x Map Kep o B Hapyru ettutrt uop Q np IaHoB oro o 6u en a?

lIpzHqnuI{aJIbHbIx 3 aM eqaHfi fi r< 4uccepTallgoHHofi p a6ote uet.

3AKIIOIIEHI,IE

,{uccepraqerq M.A. KoHgparoeofi (HearKoroJlbHail xLIpoBuuI 6oresHr rI9qeHI4,

Myrarlkrr4 C282Ypt H63Drena HFE 14 oco6enuocrpr o6trlennrrx uapyurenuft>>,

[peAcTaBJreHHair Ha coucKaHfie yvenofi cTe[eHI,I KAlg.p; p.ATA M9ALIIII'IHCKIAX HayK,

ffBJrreTcff Hayqgo-KBa.uu(pzr<aquonuofi pa6otofi, B rotopofi Ha ocHoBaunu

Bbr[oJIHeHHbIX aBTopoM lIccJIeAoBaHLlft coAep111llTcff peluegue aKTy€UIbHoft nayuuoft



344a;1w. - oUeHKr{ Blrgs11rfr reHerl4rlecKllx rIoJrIlMop$I43MoB, Ha o6ueu nopQnprauoe,

xeJle3a, yDIeBOAOB, JrI4IrI4AOB, qTO prMeeT cyuecTBeHHOe 3HaqeHI{e AJI-[ MeAI4UI4HbI.

pa6ora M.A. Kon4parosoft coorsercrByer rpe6onauurM fI. 9 dIoloNeHI4lI o

npr4cyxAeHrru )nreHbrx creneHefi> (uoctaHoBJreHlle llpanureJlbcrBa PO ot 24 ceutx1pn'

2013 r., Nl 842), ilpeAbrBJrreMbrx K Ar{CCepTaUI{lIM Ha COUCKaHI4e yrlesofi cteneupl

KaHAI{AaTa HayK, a ee aBTOp 3acJIy)KI4BaeT r1puCyXAeHH'u nCrouOfi cTeIIeHu rro

creqrilIbHomra 14.01 .04 - BHyTpeHHue 6oIesHI'I' MeAI'IIII4HcKfle HayKI4'

Orerrs 3acJlyruau v yrBeplKAeH Ha 3ace1auuI4 Ka$eApbI Qaxynrrercxofi

reparuu, rporoKoJl J\b 6 or 10 Hof,6p.r 2017 r.
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