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Ha apTopedepar aucceprauun Konaparosoit Mapuu AjlekcanipoBHbI Ha TeMy

«Heankoronsnas xuposas 60ae3Hb nevenn, myranun C282Y u H63D
rena HFE u ocobennocT 06MeHnbIX Hapymenuii» no cneunansnocra 14.01.04 - BHYTpPEeHHHE

Dos1e3HM HA cOMCKaHMe YUEHOI CTeneH KAHANAATA MeTHUITHCKIX HAYK
AkTyaasHoCTh HeelenoBanus. Jliccepramnonnas pabora Konmparoroit MLA. nocesuena
H3Y4YeHHIO COCTOAHHA nojaumopdusma amneneil C282Y u H63D rena HFE npu HeankoromeHOI
JKHPOBOH OONE3HH MeYyeHH M BIMSHHS MyTaruil Ha oOMEH YrieBOJOB, JUMHIOR, TOPGUPHHOB
KeJle3a, KOTOPBIM NPHHA/UICHKUT Beayluash posib B ee pasBuTHH. [IpobieMa ocBsieHHas B paboTe
KonaparoBoii M.A. gaBnsercst BecbMa aKTYaIbHOH B CBA3H C TEM, YTO B IOC/EJHHE IOIEI BO BCEM
MHPE OTMEYACTCs POCT HHTEPECa K HEANKOroJIbHOH KUPOBOH Oone3Hu rnedeHu. ITo 00yCIOBIEHO
Bce OoNpINeH PacpOCTPAHEHHOCTBIO M JAMACHOCTHUKON J@HHOI NATOJOTMH CPed HAcelTeHHS, a
TAKJKe TeM, YTO 10 KOHIA He H3YyYCHBI MEXaHH3Mbl pa3BUTHsI 3a00/1eBanns, He CMOTPsA Ha OoibmIoe

KOJTHYECTBO NMPOBEIEHHBIX HCCIIEJOBAHUI.

OcnoBHBIC HACH H BBIBOALI JIHCCEPTAIIHH. VGEHHTEHBHOCTB MOJIYYEHHBIX PE3YIBLTATOB H
BBIBOJIOB OIIpE/IeNIAeTCsl 10CTaTOYHbIM OOBEMOM M KauecTBOM IPOBEJIEHHBIX HccienoBaHuit (112
OOJIBHBIX € HEAIKOrOJbHOH JXKHPOBOH Oone3Hblo neueHH M 342 uenoBexa oOmIei MOMyNALHH), C
HCIIONTB30BAHHEM  COBPEMEHHBIX  KIMHHYECKHX, OHOXMMHYECKHX, CHELHATBbHBIX MEeTOJ0B
HCCIIeIOBAHMS, KOTOPLIe MPUBEICHE! U onucansl B apropedepare. CoBpeMeHHAas] CTaTHCTHYECKAS
06paboTka mOMyUYeHHBIX Pe3y/IbTaTOB HCCIeIoBaHUs yOequTeabHO 000CHOBBLIBAET JOCTOBEPHOCTD
ClIeNaHHBIX aBTOPOM BBIBOIOB. BBIBOMBI, MOJOXKEHHS, BHIHOCHMBIE HA 3aIIHTY, COOTBETCTBYIOT
MOCTABJICHHBIM [IETH H 3a/1a4aM, KOHKPETHBI H BBITEKAIOT U3 [10JIYyYCHHBIX PE3y/IbTaTOB.

Biiag aBTropa B npoBeIcHHOE HccaegoBanne. Briaa apTopa cocToss B 0TOOpe OONBHBIX
1Sl MCCIIETOBAHHS [I0 KPUTEPUIM BKTIOUSHHS U UCKITIOUEHHS, B 00cnenoBaHuy O0/IBHBIX 1 Habope
KJIMHHYECKOrO IE€PBHYHOTO0 Marepuana, B IOJArOTOBKE MarepHana Uil OHOXHMHYECKOIO
ueenenoBanus, B GopMHpPOBaHHH Oasbl JaHHBIX, HX 00paboTke, 0OOOIEHHH H CTATHCTHYECKOM
aHaim3e.

Hayuynass HOBHM3HA pe3yJbTaToB HccaeloBanng. HayuHasd HOBHM3H@ HE BbI3bIBAET
comHenuil. Briepsble ycraHosieno, 4to y nanuentos ¢ HAJKBII nedenu HapylieHus B oOMeHe
JKeJie3a PeMMYIIeCTBEHHO PErHCTPUPYIOTCS Ha (JOHe HOCHTE/IbCTBA MYTAHTHBIX aieneit 282Y u
63D rena HFE. Buepesle noka3ano, uto 6ofee BHIpakeHHbIe HapyIeHHs opGupHHOBOro odOMeHa
NPEUMYIIECTBEHHO PETUCTPUPYIOTCH V MALUEHTOB € MYTalHAMH B IeHE HFE. B crpykrype
JATEHTHBIX H/HIH HEKTaccH()HOMPOBAHHBIX HApyLUIEHHH NOpPQUPHHOBOTO OOMCHA BIEPBBIC
BepH(HIHPOBAH GHOXHMHYCCKHI CHHAPOM YpOIOpQUPHHYPHH U KOMOWHUPOBAHHBIE HAPYIIEHHS.

Breperie B pe3yiIbTaTe MPOBEICHHONH KOMIUIEKCHOH OTIEHKH COCTOAHMA nopupHHOBOrO 0OMEHaA Y
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Oonbupix HAJKBII koHcTatupoBano, u4to Haudonee HH(QOPMATUBHBIM SBJISETCS OMpe/ieNenue
IKCKPETOPHOro MpoduIIs nokasaresneii nopHUpUHOBOro 0OMEHa: MpeIecTBeHHUKOR nopbupHHOB
(aMMHOJIEBYTMHOBAsA KMCIOTa M NOpQOOHIMHOreH) W (paKimii nopPUPHHOB (ypornopdhupud H
Konponopdupun). Kaxaslii BapuaHT paccTpoHCTB HMMEET KAYECTBEHHBIE M KOTHYCCTBCHHBIE
u3mMenenus. IlokasaHo, 910 paccTpolCTRA MUNHIAHOrO 0OMeHa BBIABIEHBI Y BCeX 00CIeN0BAHHBIX
TalMCHTOB W HC 3aBUCAT OT HalM4YWs MYTaHTHBIX ajtenedl 282Y u 63D rewa HFE. Brepssie
YCTaHOBJICHO, 4YTO I/iHC}’ﬂHHOpEZ%HCTCHTHOCTb H THIICPHHCYJTHHHU3M 60.]]66 BBIPaXKEHBI ¥ MaLlKWEHTOB
HEATKOT0/IbHOM KUPOBOIi 00/1e3HEI0 MeYeHH Ha GoHe MyTanuii anneneii C282Y u H63D rena HFE.
BriepBeic  BBISBIEHO — HANMYME  B3AUMOCBASH  MHCYJIMHOPE3HCTEHTHOCTH, HapyLIeHUH
MOP(QHUPHHOBOr0 00MEHa i HOCHTE/ILCTBA MYTaHTHBIX aimnencit 282Y u 63D reua HFE.

[IpakTHveckas 3HAYHMOCTH Pe3Y/IbLTATOB MCCAeJOBAHMA. BhISBICHHE HOCUTEIbLCTBA
MyTaHTHBIX ajueneii 282Y u 63D rena HFE y natmenror ¢ HAYKBII no3BosisieT BHLIGTHTS IPY kI
MAalMeHTOB ¢ [MOBBILEHHBIM DPHCKOM Ppa3BHTHA HapylleHMil oOMeHa ikeje3a. B pesynsrate
NPOBEJICHHOTO MCC/IC0BAHUS BBIABICHA BbICOKAA 4acTOTAa HAapyLICHUH nophUpHHOBOro oOMEHa
npu HAKBIL. B ouenxe cocrosnus nopdupruHoBoro ooMena HanbGoaee HHGOPMATHBHLIM SBJISETCS
Olpe/le/ieHHe IKCKPETOPHOro NpoduIs. ITO MO3ROSIET PETHCTPUPOBATE PACCTPOICTRA HA YPOBHE
KaK MpeIliecTBEHHUKOB MOPOUPHHOB (AMUHHJIEBYIMHOBAs KHCIOTA H MOPGHOOHIMHOrEH), TAK U Ha
ypoBHE  (DPAKUMOHHBIX PACCTPOHCTB (NOBbILIEHHE OSKCKpelMH (pakimii  yponopbupuna,
KOTIponopGuprHa M HapyLIeHWs HMX COOTHOLICHUS). TeCTUPOBAHME HA HATMUYME MyTaHTHBIX
annened 282Y u 63D rena HFE naeT BO3MOKHOCTB perMcTpUpoOBaTh JaHHbIE HApyLIEHHS HA
PaHHUX CTauAX 3a0oneBaHus. [loka3zaHHasd accolManusa HOCHTEILCTBA anneell 282Y u 63D rena
HFE ¢ MHCYIMHOPE3UCTEHTHOCTBIO MO3BOJISET BbIAEAUTH IPYIIIb MALMEHTOB IS TPOPUIAKTHKH
dopmuposanns HAXBIIL.

Cornacno aBTopegepary, paloTa TrpaMOTHO H3IOKEHa M XOPOIIO HWILTHOCTPUPOBAHA.
Pesyabrarsl MccnenoBaHus XOpollo ocBenieHbl B 20 meyaTHbIX pafoTax, MX KOTOPEIX 7 craTeil
OnyONHKOBAaHBl B HAYYHBIX DEIEH3HPYEMBIX JKypHalaX, PEKOMEHAYEMBIX s MyOauKaimii
OCHOBHBIX HAy4YHBIX pPE3yJbTATOB JUCCEPTALMOHHOIO HCCACAOBAaHHSA, 4 TAKKE JI0JIOJKEHBI Ha
KOH(EPEHLHAX BCEPOCCHHCKOT0 YPOBHsI, 3aMe4aHuil 110 apTopedepaTy HeT.

3akaouenue. B nemoM MOKHO caenaTh 3aK/IIOYEHHe, YTO M3JIOKEHHble B aBTOopedepare
JaHHBIE CBHUIETENECTBYIOT, uTo Konaparosoii M.A. nponenan 1ocTatouHbii 00beM HUCCiIe 0BaHuH,
KOTOPBIH MO3BOJUI O0BEKTHBHO OLECHUTH Hastnyue MyTtauuii rena HFE npu HAJKBII.

Tema, oOcyxnaemas B aBropedepare Ha avccepraudto  KonapartoBoik M.A.
«Heankoronsnas skupoBas 6onesnb meueHd, momuvopduzvel C282Y u H63D rema HFE wu
0c00eHHOCTH OOMEHHBIX HapylleHdi» fABAAETCH AxTya1bHOH, HUMeeT OOJBLIOH HAy4YHBIA H

HpaKTH‘{BCKHﬁ HUHTCPCC, W MPCACTABIACTCA 3aKOHYCHHBIM K CaMOCTOATCIIbHbBIM  HAy4YHbIM
g



HccaeqoBaHlEM, OTBeYaeT TpeGoBanusMm Ilozoxkenus o IIPHCYIKICHUH Y4YeHbIX cTemeHeidl. Ha
OCHOBaHHH aBTOpedepaTa, MOKHO CHENATH 3AKIIOYEHHE O COOTBETCTBHH MPEACTABISHHOIO
AUCCEPTALHOHHOIO HCC/Iea0BaHHS TpeGOBAHUSM nynkra 9 [lonoxkeHus o npucyxaenuu YVUeHBIX
crenencit ([locranosaenue IMpasutensctea PO or 24.09.2013r Ne 842, pea. or 21.04.2016 r.),
TIPEABABIAEMBIM K KAaHAHIATCKUM IUCCEPTALUAM, a ee ABTOP 3aC/IyKHBAeT MPUCYKTEHUS YueHoi

CTCTICHH KaHH1aTa MEAULIMHCKUX HAayK 10 criennansroctu 14.01.04 — BHYTPEHHHE Bone3Hu.
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