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OT3bIB

Benymeit oprausaiyy 0 HayqHO-IPAKTHISCKOH IEHHOCTH CCePTalMH KonpapaTtoBoit
Mapnu AnekcaHApOBHEI «HeaakoronpHas JKUpOBas 6ose3Hp meuenu, myramuu C282Yu
H63Drena HFE 1 0co6eHHOCTH 0OMEHHBIX HApyUICHUY, IPEACTABICHHON K 3aIIUTE Ha
COMCKAHHE YYEHOM! CTEIICHH KaHJuIaTa MEUIMHCKUX HAYK M0 CHCIHAIBHOCTH 14.01.04
— BHYTpeHHHE OOJIC3HH B JMCCEPTAIIMOHHBIM COBET I 208.062.02 mpu ®I'BOY BO

«HoBOCHOUPCKHH TOCYIApCTBEHHBII MEIMITMHCKAE yHUBEpCHTET» MHUH3Ipasa Poccun.

AKTYAJIBHOCTB TEMBI, EE CBSI3b C INTAHAMU PA3BUTIA
MEJULIMHCKOM HAYKU U 3IPABOOXPAHEHMA
B mociennue TOAbl HaOMIOJACTCS 3aMETHBIA POCT XPOHMYCCKHMX 3a00JIeBaHUM
medeHW pasiuuHoi THonmormM. OIHUM U3 TaKuX 3a0oeBaHuif C BBICOKHM
pacIpoCTpaHeHueM, TPYAHOCTAMA pPaHHEH JIHarHOCTHKH BBEICOKOM BO3MOXKHOCTBIO
IPOTPeCcCHPOBAHUs IATOJOTHYECKOr0 IPOLECcca, ABJIAETCA HEAIKOTOIbHAT JKMpOBa
Goxe3up meuenw. J[aHHOMY 3a0O0JIeBaHMIO YIENAIOT OOJNBIIOS BHMMAHMC MHOTHE
KIMHMAIMACTEL, 9TO OOYCIOBICHO Bce OOJBINEH PaclpOCTPAHEHHOCTBIO, MOBBICHACM

pucka CMEPTHOCTH, aCCOHHI/IPOBaHHOﬁ C CGpIIC‘-IHO-COCY,I[HCTOfI IIaToJIOTUH, HHUPPO34a



[IeYeH¥ ¥ TeNaTole/UTIONPHON KapIMHOMEL. HeakoroipHas XKupoBas 601€3Hb IIEYCHH
YacTO MpOTEKaeT 6ECCHMIITOMHO, 9TO 3aTPyAHACT SIMIEMHUOJIOTMYECKIE UCCIeIOBAHNS,
OMHAKO MHOTOUMCJICHHBIC JaHHBIE CBHACTENBCTBYIOT, HTO €€ PacIpoCTPaHEHHOCTD,
3HAUMTEIHHO GOMIBIIE, YeM IPEONAaraioch paHee U 3aHAMAeT JTUIAUPYIOLHC J(0K371005051
cpenu 3a00/IeBaHUN OPraHOB MUIICBAPCHUA

Tucceprammss M.A. KOHIpaTOBOM IOCBAIlEHa TEHETHIECKUM acleKTaM y
GONMbHBIX HEAIKONOMBHOM KMUPOBOH GOIE3HBIO TIEUCHH U ABIACTCH HECOMHCHHBIM II1aroM
BIepe] B W3Yy4eHHMM TIPOOJIEMEI MaHu(pecTallud ¥ HPOrpecCHpOBaHNsl JaHHOTO
3a60/IeBaHKs, YTO 00YCIABIMBACT €€ AKTYalbHOCTh M HOBH3HY PEIICHI 9TOM Hay4HOH
NpoGIEMBl KIMHMYECKON IeNaToIOr UM, B paGore Mapuu AJieKCaHIPOBHbBI 3aTPOHYTHI
aKTyaJbHbIE T€HETHYCCKUEC MCCIICIOBAHNUSA, IEJIBI0 KOTOPBIX SABIIACTCA MACHTU(PUKAIIAS
I'HOB, ACCOLUUPYIOMMXCS C YBEIMIEHUEM PUCKA PAa3sBUTHA XPOHMICCKIX 3a00JeBaHNM
medeHy. VsydeHue poid TEHETHYECKOrO moauMopdu3Ma IO3BOJISIET MPOBECTH IOUCK
HOBBIX IIPEIVKTOPOB, UTPAIONIMX POJb B hOpMUPOBaHKH METaOONHIECKAX [IOpa)KEeHUN
meyeny. YCTaHOBJIEHHE MOIMMOP(GU3MOB OTACIBPHBIX HYKICOTHIOB H BO3MOXKHOE
BEISBJICHAC T[CHOB-KAHIWIATOB, MO3BOJLIONIMX IPEIMONOKUTE HE TOJIBKO pas3BUTHE
OIIpe/IeEHHON MAaTONOTUH, HO M €€ BEPOSTHOE TEUCHUC, U IIPOTPECCHpOBAHUE Y

BEIIIICO3HAYEHHON KaTeropuy nanucHTOB.

HOBU3HA UCCJIEJJOBAHNS Y ITIOJTYUEHHBIX PE3VJIbTATOB

Hayuras HOBH3HA pabOTHI, M3IOKEHHAS HETKO B COOTBETCTBYIOIIEM pa3fese
JUCCEpTalliy, BBINIAIUT JOCTaTOYHO y6emurensHo. OfHako maxe cTporuii
IAKOHWUHBIN CTWIb W3TOXKEHUS II03BOJISICT IMOIYIUTh CHEIHATNCTY J0CTATOYHO
MHQGOPMAITHY O TOM, HACKOJNBKO PAacIIMPUIACE HPECTABICHI O TaHHOM TpeIMETHON
oGnacTy 3HAHMM B XOXE HAydHOW pabGOTBL. B OCHOBHOM 3TO KacaeTei BIICPBBIE
JIOKa3aHHOW  KIMHMUYECKOW M [IPOTHOCTMYECKOM ~ IICHHOCTH  TCHETHYCCKUX
IONMIMOP(U3MOB, aCCOIMUPOBAHHEIX C 06MEHOM yIJIEBOIOB, JWIHIOB, JKeaesa H
nopupuHOB. OCOGEHHO BKHBIM SBJIIETCS CPABHCHUE HACTOTH perucTpanyy MyTanui
amteneit C282Yu H63Drena HFE y GoabHBIX HeaJIKOTOJIBHON JKMPOBOi OOJIE3HBIO
[euyeHyd C IdmaMy o6med momymarmu. IIoKazaHo, YTO MyTallMH BCTPEHAtoTCA c
OIMHAKOBOM 4acToToll. [Ipy 3TOM Hamie B 3-4 pa3a perucTprpyeTes MyTaIys [0 ajuIeln

H63D. O6HapyXeHbl I'€HICPHBIC pa3Tnyud. Myrtanus o amienn C282YHanueHToB ¢



HEaIKOTOJIBHOM JKUPOBOY GOJIE3HBIO NIEUEHN PETUCTPUPOBATACH B OCHOBHOM Y MYXKUHH,
a B TIONYJIALUOHHONW TpyIe ¢ OJMHAKOBOW dyacToTOM. Hampotus, mo ajnenu H63D
MyTallis B IIOMYJIIIMOHHOM TpyIIe Yaile oOHAapy)XHBalach y MY)K4HH, a IO aJlIenH
C282Y — ¢ oIMHAKOBOM YacTOTO. B IuccepTaliOHHOM HCCIEeN0BaHMU OBLIO MMOKa3aHo,
YTO y HAIlMEHTOB C HEAIKOrOJbHON JKMPOBOM OOJIE3HBIO IEUCHU C IIOJIMMOPPU3MOM
ajenen C282Ywu H63Drena HFE 6osee 3HAYUMOH oKazajlach
MHCYJIMHOPE3UCTEHTHOCT, NP aHAIN3E JIMIUIHOrO OOMCHa ypOBEHH TPUIIIMIECPUIIOB
GBI 3aMETHO BEIIIE. TOJBKO y IAnueHToB ¢ MyTanusamu rena HFE peructpupoBajcs
CHHIPOM XpOHHMYECKOH Teperpy3ku jxemesa. PacctpoiicTsa mopdupvHOBOro oOMeHa
TaKKe HAGIIOIATNCH Y GOTBIIHHCTBA 60MbHBIX ¢ MyTarmsamu reHa HFE. Tlpu sTom 6b11H
BIIEpBbIE ONMCAHB HOBHIE OMOXUMUYECKHE CHHIPOMBI HApyIIEHUH [OPQUPHHOBOrO
oOMeHna: ypornopbupuHyprs 1 KOMOMHUPOBAaHHEIC HAPYITICHN.

LIeHHOCTh HACTOSINETO WCCIENOBaHMA M HOBHM3HA 3aK/IIOYAIOTCA B IPOBEICHUU
KOMIUIEKCHOTO aHaiu3a B3y MyTamuii ayuteneit C282Yu H63Drena HFE ¢ oGMeHHEIMU
HAPYLICHUAMY PETMCTPUPYEMBIX [P HEANTKOrOJbHON JKMPOBOH OONE3HM MEYCHH. Ha
OCHOBAaHMM  IIOJYYEHHBIX  pe3ynbTaToB  OBUIM  CQOPMYNUPOBAHBI  BBIBOJIBI
JCCEPTALMOHHOTO HCCIIENOBaHUs U HPAKTHUECKHE PEKOMEHAAIMU OOOCHOBBLIBAIONINE
FeHETHUECKOE 00C/IeIOBAHIE TAIIEHTOB ¢ HEATKOTOJIBHO XKUPOBOH 60JIE3HBIO IEICHH.

JIOCTOBEpPHOCTH PE3yIHTATOB MCCICIOBAHNs HE BHI3BIBAET COMHCHHUH, Onarofaps
JOCTATOUYHOMY KIMHMYECKOMY MaTepuany (454 manueHTta), HCHOIb30BAHMIO
COBPEMEHHBIX BEICOKOMH()OPMATUBHEIX METOJOB AUArHOCTUKY, TIIATEILHOMY aHAIN3Y U

KOPPEKTHO# cTaTucTUdecKoii 06paboTKe.

3HAUEHUE ITOJIYYEHHBIX PE3VJIbTATOB JIJI51 HAVKU U TIPAKTUKU
[IpoBefileHHOEe  KIMHMYECKOE  HCCICNOBaHWE U IONYYCHHBIC — HOBBIC
OpUTMHAJIBHEIC HAayJHBIE JAHHBIE TIO3BOJIAIN YCTAHOBUTH, YTO BBIABICHUC HOCUTEIBCTBA
MyTaHTHEIX ayutenedt 282Y u 63D rena HFE y manueHTOB ¢ HEaJIKOTOJIBHON JKUPOBOM
GOJIE3HBIO0 TIEUEHU IO3BOJIAET BLIACIWTH TPYIIIBl IAllMEHTOB C TOBBIIICHHBIM PHCKOM
pasBUTHA HapyuieHuHi oOMeHa jkeje3a. B pesynabraTe IPOBEICHHOIO HCCICNOBAHMA
BEISBIEHA BBICOKAs YaCTOTA HApyLIEHMH MOp(QUPHHOBOrO OOMEHA NPH HEAIKOTOIbHOH
JKEPOBOM OOJTE3HY IedeHH. B OLCHKE COCTOAHMA MOPOUPHHOBOrO OOMEHa Hauboee

MHGbOPMATHBHBIM SBJISETCS ONPEIENCHHE SKCKPETOPHOTO NpPOoQmii. ITO MO3BOJLICT



PETHCTPUPOBATh PACCTPONCTBA HA YPOBHE KaK IPENIICCTBCHHUKOB opUpUHOB
(aMHHMIEBY/IMHOBas KWUCIOTa ¥ IOPQOOHIMHOICH), TaK ¥ Ha YPOBHE (bpaKIMOHHEIX
paccTpoicTB (MOBHINICHAE SKCKpEMH (paKimi yporopdupuHa, KomponopoupuHa U
HapylIeHus X COOTHOLIEHN). TeCcTHpOBaHNE HA HATMIME MyTaHTHBIX ajteneit 282Y u
63D rema HFE nmaer BO3MOXXHOCTH PETMCTPHUPOBATH JAHHBIC HApPYIICHWA Ha paHHMX
cTamusax 3ab6oseBanus. J[OKa3aHHAS ACCOLMANNS HOCUTENhCTBa ajienedl 282Y u 63D
rera HFE ¢ MHCYJIHHOPE3MCTEHTHOCTHIO MO3BOJISAET BBIACIUTH IPYIIILI MALUCHTOB VI

poGMIAKTUKA (OPMUPOBAHIS HEaIKOTOJIBHOM KIPOBOX OO0TE3HBIO MEICHN.

OBIIAS OIIEHKA IMCCEPTAIIMN

Pabora HamwcaHa B TpaJdUIMOHHOM cCTIIe Ha 115 crpanuunax. Bo BBedeHMH
060CHOBAHBl AKTYaJILHOCTh TEMBI, €M M 3aJaYdl HUCCIENOBaHNsA, Hay9IHAs] HOBH3HA U
IpaKkTUdecKas 3HaumMocTh. IlocTaBleHHas aBTOPOM LENh — ONPCACICHHE HYaCTOTEHI
HOCHTeJIbCTBA MyTaHTHEIX amieneit 282Y u 63D rewa HFE mpu HEaJIKOTOJIBHOM
J)KAPOBOM GONE3HM TEYeHW B CPABHEHHH C JIMIAMH OOIICH MOMyJSAIMA ¥ BBLABHTD
0COGEHHOCTH B OOMEHe MoKasaTelell jKejie3a, JIMIUAOB, IOPPUPUHOB U YIIIEBOIOB,
YCTaHOBHMTH BO3MO)KHBIC aCCOIMAIAM MEXIYy HUMH — JIOCTUTHYTa B IOJHOM obbeMe.
3a7aud MCCIIENOBAHMUSA, PEIICHHBIE aBTOPOM, IIOJHOCTBIO OOCCTICUMIN PpEaU3aLHIo
IOCTABJICHHOM IieNu. B IEccepTanyy IpeICcTaBIeHbl OApOOHOE OIMCAHIE MaTepHalIoB
¥ METONOB HCCIENOBAHWS, KOPPEKTHO ONKMCAHBI  PE3YJBTAThl  COOCTBEHHBIX
HCCIIeIOBaHUM.

3i0)KeHne OCIe0BATENBHOe ¥ JIAKOHWYHOe. PaGoTa WMILIOCTpHpoBaHa 9
TabnumaMu ¥ 6 pHCYHKamu. B IvlaBe 3aKiIIOYCHHE aBTOP JIOTWYHO MOABOAUT HMTOT
IIOJIy9eHHBIX Pe3y/bTaToB. Pe3yabTaThl pabOTHl U BEIBOJBI MOJIHOCTBIO COOTBETCTBYIOT
men¥ ¥ 3ajadaM, OCHOBAaHBI Ha IPAaBWIGHOM IUIAHHUPOBAHWM ¥ HHTCPIPCTANH
TIIPOBEJEHHOTO KCCIIE0BaHNs, COTIACYIOTCA C IOIYy4CHHBIMU daxramu. [Ipakruueckue
PEKOMEH/IAINH JIOTUYHO BBITEKAIOT U3 PE3yJIbTAaTOB paboTEHL.

JuccepTanus OTJIAYACTCS OPUTMHAJIBHOCTBIO MCIONB30BAHUA  MCETOAMIECKIX
IPUEMOB, UTO TONTBEPXKAACTCA NOCTATOYHBIM (14) KOIMIECTBOM Iy OJIMKAIAHA.

ABTOpedepar COOTBETCTBYET MaTepuay, H3/10)KEHHOMY B pabore.



PEKOMEHJIALIMU T10 UCITOJIb30BAHMIO PE3YJIbTATOB U
BBIBOJIOB INCCEPTAIINNA

T[lonyueHHble JaHHBIE CBUJETCIBCTBYIOT, 4YTO y OONBIIMHCTBA IALMCHTOB
HEAJIKOTOJIBHOM JKUPOBOM 00JIE3HBIO (5 (53051 JMAarHOCTUPYIOTCS
HEeKITacCU(QUITUPOBAHHEIE PACCTPOUCTBA MOP(HUPHHOBOTO obMeHa, 0coOeHHO Ha (oHE
HocuTeabcTBa MyTranmuii B reHe HFE.Hamuawme nomumopbusma resa HFE
CBHJIETENBCTBYET O HAPYNICHWAX B OOMEHe dkene3a U (OPMHUpOBAHMM CHHAPOMA
XPOHMYECKON HEPErpy3KH JKeIe30M. Y IAlUeHTOB C HEAJIKOIOJBHOM OOJIE3HBIO MEYCHU
HEOOXOIMMO HCCIIEIOBaTh BECh CIIEKTp IOKasaTeNel jKemesa, OCOOSHHO (beppuUTHH.
OGHapyeHHe HapylleHHil B oOMeHe jkene3a YKashIBacT Ha BBICOKYIO BEPOATHOCTDH
nanmaus MyTanuii B rese HFE. Ha ¢dome myranmii resa HFE mna6mogatorcs 6ojee
3HAYMMBIE PACCTPOMCTBA YIVIEBOAHOTO ¥ JIHMMAHOTO obMeHa. OUEHKY ICHETHYECKHX
IapaMeTpOB PEKOMEH/YETCs HCIIOb30BaTh B TEPalleBTUYECKUX CTAIOHApaX. Wx Taxke
11e1eco00pasHo BKJIKOYATh B Y4EOHO-METONUYECKHIl MpOIece o0y4eHUsl CTyIEHTOB

CTapIIEX KypcOB ¥ MOCTAUIIOMHON MOATOTOBKY BpadeH.

Bompocsr.

1. Ormevanuch I y IAIMEHTOB, BKIIOYEHHBIX B HCCICNOBAHUC, KIMHMICCKAC
CTUrMBI HapyIIeHns IopbupHHOBOro oomeHa?

2. KakoBa auarHOoCTHYECKas 3HAUMMOCTh M IPOrHOCTHYECKad INEHHOCTH OICHKH

reHEeTHYECKUX MapKepoB HapylIeHwit opGUpHHOBOrO 06MeHa?

TIpYHIMIHATEHBIX 3aMEYaHuil K JUCCEPTAIMOHHOM paboTe HeT.

3AKJIFOUEHUE
Tuccepranus M.A. Konnparosoii «HeakoronpHas XUpoBad 0oJie3Hb IIEYEHH,
myranmun C282Yu H63Drema HFE u 0COOEHHOCTH OOMEHHBIX HapyLIEHHN,
Ipe/ICTABICHHAs HA COMCKAHME YYCHOH CTENEHM KaHAuJaTa MEJMIMHCKUX HayK,
ABJSeTCH  HAy9dHO-KBAIM(UMKAIMOHHONW  paboToi, B KOTOpO Ha  OCHOBAaHUU

BEITIIOJIHEHHBIX aBTOPOM HCCIIEOBaHUAMN COIEPIKUTCS PEHICHHUC aKTyaJ'IBHOﬁ HaquOfI



33729l — OICHKM BJIMSHHSA TEHETHYECKHX MOJIMMOPQU3MOB, Ha o0MeH TMOop(UPHUHOB,
JKeNe3a, yriIeBOJIOB, JINIHIOB, YTO MMEET CYIECTBEHHOE 3HAUCHNE 1A MCTUIIHEL.
PaGora M.A. KoHapaToBoil COOTBETCTBYET TpeOOBaHHUAM IL 9 «IlomoxeHus o
IPUCYKICHAY YYEHBIX CTereHein (mocranosienue IpaBuTenscTsa P® ot 24 ceHTAODPA
2013 r., Ne 842), mpembsBISEMBIX K AUCCEPTAlMsAM Ha COMCKAHHUC YYEHOU CTENECHU
KaHIWgaTa HayK, a ee aBTOp 3aclyXXWBaeT IPUCYKICHUA HACKOMOM CTeIleHH II0

crermansHocTd 14.01.04 — BHyTpeHHUE 00JIE3HU, MEULIIMHCKUC HAYKH.

OT3HIB 3aciylllaH M YyTBEP)KIEH Ha 3aceJaHud KadeIpbl (baKyJIbTEeTCKOI

Tepamun, TpoTokos Ne 6 ot 10 Hos6pst 2017 T.
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