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OT3bIB BEAYIIEU OPTAHU3AIIUHN
0 HAY4YHO-NpaKTHYecKOoi 3HaYnMocTH Auccepranuu U.I'. Kaprunoi na temy
«MoJieKyJ/IsipHO-TeHeTHYeCKHEe MeXaHH3Mbl IATOreHe3a paxuTa y aerei,
NpeaACTABJICHHONH HA COHCKAHME YYEHOH CTeNneHH KaHAXJATa MeIHUHHCKHX HAYK
no cnenuajbHocTn 14.03.03 — naToJsiornueckas GpunoIOrus

AKTyaJbHOCTH padoThl. B Hacrosiiee BpeMs BO BceM Mupe Haburonaercs
3HAYWTEJIbHBIA pOCT 4Hclia 3a0oyieBaHUNl KOCTHOM CHUCTEMBI, OCHOBHOM IPUYMHOM
KOTOPOTO ABJISIETCS CHIDKEHHE MHUHEPabHOM IIIOTHOCTH KOCTH. Paxut — 3abonesanue,
XapakTepu3yolleecsi HapylleHHeM 0OMeHa BEIIECTB, C HapyLIEHUEM UX OTJIOXEHUs B
MaTpHKCE KOCTHOW TKaHH, NMPUYMHON KOTOPOro siisgerca Aeduuur BuTamuHa D un
HapylleHue ero mpeoOpa3oBaHUs B TFOPMOHANBHO aKTHBHBEIE (OpMbL DyHKIMH
BUTaMHHAa D XOpouIo W3y4eHBl: MOJAEp)KaHHe INOMEOoCTa3a Kallbliks B OpraHusme,
BCcachIBaHHE KalbLys B KUIIEUHUKE, YBelnueHue peabcopbuuu kanpis U pocdopa B
[OYEUHBIX KaHaNbllaX, CONEMCTBUE MUHEPATN3ALMH KOCTEH.

B nocrennue rojpl MPOBOJAATCS MHOTOYMCIICHHBIE HCCIIEN0BaHuUsA, U3y4aromue
pons BuTamuHa D B opraHusMe M ero OWonoruyeckue cpoucTsa. JlocraTouyHast

obecrneueHHOCTE BUTaMUHOM D obOycioBnuBaeT 3(dexTuBHOE (YHKIIMOHUPOBAHUE U

npeIoTBpalleHHe pealu3allid pasiu4yHbIX pHCKOB. [losToMy wu3yueHue poju




MapKepoB MeTa0oM3Ma KOCTHOH TKaHW B Pa3BUTHH paxuta AB/ISETCA aKTyaJlbHBIM
JUIsl COBEPILIEHCTBOBAHMKS €r0 ANarHOCTHKYU H NpoUIIaKTHKH.

B CBS3M C BBIIIEH3/I0’KEHHBIM, TEMa HaY1¥HOr0 HCCIICOBAHHA N.I'. Kaprusxoit 06
W3Y4EHUM MOJIEKY/IAPHO-TCHETHIECKHX MEXaHH3MOB MaToreHesa paxuTa y J€TeH
HO3BOJISET HE TOMbKO OOBSICHUTH MATOreHe3 paxuTa Ha MOJIEKYJSIPHOM YPOBHE, HO H
OIpe/IeNUTs BAPUAHTHI 'EHOB, MPEPAcToNaratoiiX K passuTHIO JAHHOW MaTOJOIHH,
4 Taike OLEHWTb PUCK Pa3BUTHSA OCTPOTO JIHOO MOJIOCTPOrO TEHCHUS 3a00JIeBaHM.
Takum 00pa3oM, AMCCEPTALMOHHBIA TPYZ N.I'. KapruHoii SBISETCS aKTyaJbHBIM B
TeOpPeTHYECKOM M MPaKTHYeCKOM OTHOIICHHUH.

CTpykrypa H 00beM JAMcCepTalHH. Jucceprands u3noxeHa Ha 113
CTpaHMIIaX MALIMHOIMCHOTO TEKCTA, HAllHCaHA B Knaccu4yeckoi gopme, W COCTOUT U3
BBEJCHUSA, 00630pa JIMTEPaTyphl, XapakTEPHCTHKM METOAOB HCCIICNOBAHMA, TVaBEI
coBCTBEHHBIX MCCIIEIOBAHHUM, 00CYXKIEHHS MOJIYy4EHHBIX PE3YJIbTAaTOB, 3aKIIOHCHHA,
BBHIBOIOB M CIHCKA HCIONB3YEMOM JHTEPaTyphl (118 oreuectBeHHBIX U 82
3apy0exHbIX HCTOYHHKOB).

[lo marepuanam OHCCEPTALlMK OITyOIMKOBAHO 3 craTh¥ B PELEH3UPYEMBIX
KypHasax, pekoMeH10BaHHbIX BAK, 4 cTaTby B XypHanax, He BXOJALMX B nepeveHb
KYpHAJIOB, PEKOMEH/I0BaHHBIX BAK; 4 Te3uca B COOpHHKax MeXIyHapOIHBIX,
POCCHICKHX KOH(pEPEHIHH, KOHTPECCOB 1 CHE3/10B.

ABTOpedepar NOIHOCTHIO OTPAXkKAET OCHOBHOE COACPIKAHNE paboTsI.

HayuHnasi HOBH3HA HCC/IC10BaHHS. ABTOpPOM BIIEPBBIE ONKCAHO MEPBHIHOE
3BEHO MaToreHe3a paxura, acCoLMUpPOBAHHOE C nonuMopdU3MaMy reHa KojulareHa
COL1A1: -1997 C>A u COL1A1: 1546 (6252) G>T [Spl S>s]. B xoze uccienoBaHus
yCTaHOBJIEHO, 4TO nomumoppusm rera COLIAL: -1997 C>A B COBOKYIIHOCTH C
M3MEHeHHeM YPOBHS TapaTHPEOMIHOTO FOPMOHA, NOBBIIIACT BEPOATHOCTL pasBHTHA
OJIHOTO M3 BAPUAHTOB TeueHHMs paxuTa. JlokasaHO, ¥TO KOHLEHTparis C-KOHLIEBOTO
TeoMNenTuIa KojuiareHa I Timna accoluupoBaHa ¢ HOCUTENILCTBOM FEHOTHIIA AA rena

COL1A1: -1997 C>A u resoruna TT rena COL1A1: 1546 (6252) G>T [Spl S>s].



TeopeTH4ecKasi H NPAKTHYECKAsl 3HAYHMOCTD paboThbl

ABTOp BEpBbIe BBISBUII, YTO HOCHTEIBCTBO ICHOTHIIA AA rena COLIAL: -
1997 C>A o0ycioBI¥BaeT pa3BUTHE OCTPOro 60 MOAOCTPOro TEYEeHHs pPaxHTa.
JlokasaHo, uto cofepxanue C-KOHIEBOTO TEJIOMENTH/A KOLIareHa I Tuna HanmpsAMyIo
cBsizaHo ¢ HocuTenbcTBoM SNP-papuanta AA reHa rexa COL1Al: -1997 C>A u
resoruna TT resa COL1A1: 1546 (6252) G>T [Spl S>s].

JMccepTaHT MPEACTaBUI MPaKTHYECKYI0 3HAYMMOCTD paGoTEl B BUJIE OLICHKU
MPOrHO3a BEPOATHOrO PA3BHTHs TEUEHHs PaxuTa Ha OCHOBAHWH MHOro(akTopHOH
MATeMATHUECKOH MOJIENY OCHOBHEIX 3BEHBEB IATOTEHE3a, BKIIOYAIONICH NaHHBIC O
KOHIIEHTPALIMH MHTAKTHOTO MAPaTUPEOUIHOTO TOPMOHA B CHIBOPOTKE KPOBH H SNP-
BapuanTsl rena komnareda COL1AL: -1997 C>A.

CreneHb JOCTOBEPHOCTH Pe3y/IbTATOB NPOBEAEHHbIX ucciel0BaHui

JlOCTOBEPHOCTh Pe3yNbTaToB PaboThl M HX 000CHOBAHHOCTB OIPEACIAIOTCA
MpUMeHEHHeM COBPEMEHHBIX METONIOB MCCIIEIOBAHNS 1 cTaTHCTHYECKOH 00paboTkon
MONyYEHHbIX NaHHBIX. Micronb30BaHHbIe B paboTe MeTOZbl HMCCIIE0BaHMs aJIeKBATHBI
OCTaBIeHHBIM 3azadaM. HaydHble MOJOXEHHs, MpPEACTaBJICHHbIE B IHUCCEpPTALH,
4eTKO apryMEeHTHPOBAHBI M MOATBEPXKICHBI Pe3y/IbTaTaMK CTATUCTHHECKOTO aHaJu3a.
O60CHOBAHHOCTH HAYUYHBIX MOJIOXKEHHH paboThl HE BBI3bIBAET COMHEHHH.

OcHOBHOE coep:kanne paboTsl

Bo BBefeHHH aBTOp OOOCHOBBIBAET aKTyalbHOCTH HCCIICAOBAHMA. ABTOp
OCTABMN LeJdb YCTAHOBATh OHOXHMHMYECKHE W  MOJCKYJIAPHO-TCHETHICCKHIE
3aKOHOMEPHOCTH W3MEHEHHH MeTaboi3Ma KOCTHOM TKaHH TpH paxuTe y JAeTei.
3anauy KCCIIE0OBaHMUs Y€TKO CHOPMYTHPOBAHBL.

B nepsoii riaBe 0030p JMTEpaTypel aBTOp pPacKpbIBacT COBpEMEHHBIE
Mpe/ICTAaB/IeHUs O paxuTe ¥ Mapkepax MeTabo/IM3Ma KOCTHOM TKaHH.

Bo BTOpO#i riiaBe MaTepuaibl ¥ METOABI aBTOPOM nofpoOHO ONMUCAHbI METOJIBI,
pcronb3yemMble B pabore. B uccie0BaHuM y4aCTHUKH pasNelieHbl Ha 3 rpynmsl: |
IpYMITy COCTABHJIHM JETH C OCTPBIM TEUCHHEM PaXuTa, 2 rpynna - JIeTH ¢ [OJA0CTPhIM

Teyenuem 3aboneBaHus, B 3 Tpyniy (KOHTPOJIBHYIO) BOLIUIM 3[0POBbIE JHLA.




JluccepTaHT MPOBEN KOMIUIEKCHOE o6crenoBanne 82 ManueHToB, OOMBHBIX PAXUTOM, C
pa3HBIMA CTETEHsMM K TEHYCHHEM, H 26 370pOBBIX JieTeHd, MPOXKMBAKOIIMX Ha
TeppuToprr 3abaiKalbCKoro Kpad. KonuuecTBO OOJBHBIX M Habop METOMMK
JOCTATOUHBI AJIsi PellleHHs MOCTaBICHHbIX 3ajat. ABTOpOM BbIOpaHbl aJIeKBaTHbIE
MeTOIBl CTATHCTHUecKoi 00paboTku: MNpoBelcHa OlCHKA KOJIMYECTBEHHBIX U
KauecTBEHHBIX [PU3HAKOB, accouHaliH MOMMMOP(HEIX BapUaHTOB TIEHOB C
KOHLIEHTpalyel MOJIEKYJI, BBIMOTHEHHE KOPpEJSLIHOHHOIO H MHOXKECTBEHHOTO
PEerpeccHOHHOTO aHau3a.

B 3 ruaBe NpenCTaBlIeHbl pPe3y/bTaThl HCCICNOBAHMI, nojy4YeHHble JIMYHO
aBTOPOM. BBIABIEHO, YTO KOHLEHTPAIHS KaJbLUTPHOJA CHIDKEHa BO BCEX Tpyrmax
nereit ¢ paxutoMm. PaHee Oblla XOpOLIO H3BECTHA pOIH menoyHoi ¢ocdaraspl B
[1aTOreHe3e PaXuTa, aBTOP AOMOJIHACT ITH AaHHBIC HOBBIMH CBEICHUSMU O 3HAYEHHUU
xucnoi pocarassl. Jlanee aBTop aHANM3UPYET 3HATCHHE M3ydaeMbIX TOKa3aTesiell B
pasBUTHM paxuTa y HeTed. VCTAHOBJIEHO, UTO MPEpacrojaralomumM (GaxtopoM B
pa3BHTUM PaxMTa y AeTeH SABISCTCA coueranue HocuteabcTBa SNP Bapuanta AA rexa
comaresa COL1A1: -1997 C>A ¥ noBbIlIeHHE YPOBHs TapaTHpEOHIHOTO ropMoHa B
chiBopoTke kpoBH. OCOOCHHO LEHHBIM ABIACTCA corocTaBjieHne OMOXMMHUYECKUX U
MOJIEKY IAPHO-TEHETHYECKUX JaHHBIX C OMHCAHHEM NaTOreHEeTUYeCKOH OCH paxuTa y
nereif, Bxmouaromieii SNP BapHaHTbl [CHOB KOJUIArcHa COL1A1: -1997 C>A wu
COL1Al: 1546 (6252) G>T [Spl S>s], xanbuuTpHOI, C-KOHLEBOI TenonenTHI
kosuiaresa [ Tuna ¥ oCTEONpPOTErCpHH.

B 3aK/OYeHHH aBTOP AHAIM3MPYET W O00CYXKJAeT pe3ynbTaTbl MCCIIeIOBaHuUA.
[IpoBeieHO COMOCTABIIEHHE MOy EHHBIX IaHHBIX C pe3yJibTaTaMH HCCIIeI0BaHUM
APYTUX YYEHBIX, YTO CBHACTEIBCTBYET 06 ymenuu aBTOpa 0006MIATh MOTYHEHHbIE
pesyisrarel.  [IpencTaBicHa KOHLIENITyaJbHAs ~CXeMa TaroreHesa  paxuTta,
BKITIOYAIOLAsi Pe3yJIbTaThl COOCTBEHHBIX MCCIIEIOBAHUH U paHee M3BECTHBIC JAaHHBIC.
[lonojkeHHMsl, BBIHOCHMblE Ha 3aLIUTYy, BBIBOABI H IPaKTHYECKHE PEKOMEH/auH

COOTBETCTBYIOT LEJISIM ¥ 3a7a4aM HCCJICA0BaHHA.




PesyibTaThl paboThl pPeKOMEHAYIOTCH K BHEAPEHHIO B ydeOHBIH npouecc
Kapenp TATOJOTHYECKOW (PU3MONOTUM, TMPOINENEBTUKH JIETCKMX Ooje3Hed u
MeIHATPUH BBICIIMX MEIMLMHCKHUX y4yeOHBIX 3aBe/ieHMi. Pe3ynbraTel NpOBEJEHHOIO
IEHETHYECKOTO HCCJIeIOBaHUsl MOIYT OBITB BHECEHbI B TI'€HETHYECKHH nacrnopt
MAalMeHTOB M WCIMOJIb30BaHbl ISl ()OPMHPOBAHHS HOBBIX I[IOAXOIOB IHATHOCTHKH
KOCTHOW TIaTONOTMM pa3IM4YHOrO TIeHe3a Ha JIOKIMHMYECKOM ostamne. [lng srtoro
HeoOXOQUMO COCTaBJIEHHEe METOAMYECKUX pa3paboTOK Ui Bpaueil, B KoTopeie Oyaer
BHECCHA MHTEPIIPETALUs pe3yJIbTaTOB FeHETHUECKHX UCCIe0BaHus.

MpuHUMNHATBLHBIX 3aMeYaHuil kK pabore HeT. OTeNbHbBIE TOMAPKH, ONeYaTKH
¥ HEy/JlauyHble CTHIMCTUYECKHE 000POTHI OTHOCATCS JIMILE K 0QOPMIIEHHIO paboThI,
HOCAT TEXHHYECKHUH XapaKTep ¥ He CHIDKAIOT OOLIEH MOI0KUTENbHON OLIEHKH

JHUCCEPTALITHOHHOI'O UCCIIENOBAHUA.

3akarouenune

Huccepranus Kaprunoit Hpunsl ['eHnagbeBHbl Ha Temy: «MojekyspHo-
reHeTHYeCKHe MEeXaHU3MBbI NaTOTeHe3a paxuTa y AETei» sABIIACTCS CaMOCTOATEIbHON
3aBepIIEeHHON HayYHO-KBAIM(UKAMOHHOA pabOTOH, B KOTOpPOH pellleHa BaKHas
Hay4yHas 3aJaya [0 pPAacKpbiTHIO pOJNM TMOJMMOP(QH3MOB TI€Ha KoJulareHa B
BO3HHKHOBEHHH paxuTa.

Hayunas paGora MW.I. Kaprusoii cooTBeTCTByeT IyHKTaM MacropTa
cneuuansHocTH 14.03.03 — matonoruyeckas GU3UOJIOTHSA:

1. 2. Vi3yyeHne oOIIMX MaTOreHETUYECKUX MEXAaHU3MOB pa3BUTUs 3a00/IeBaHu,
TUMOBBIX INATOJIOTMYECKHX TMPOLECCOB M peakUMid opraHu3Ma Ha BO3/IEHCTBHE
IaTOreHHOro (hakTopa, B TOM 4YHCJIEe MEXaHH3MOB (POPMHPOBAHHA IATOJOIHYECKHX
CHCTEM M HapylIeHHH HH(MOPMAIMOHHOIO Ipolecca, 00yCIaBIMBAIOIIKNX DPa3BUTHE
3a00J1eBaHUM.

n. 3. AHaiu3 MEXaHM3MOB CaHOI€He3a, HallpaBJICHHBIX Ha MpEJ0TBpalleHKe
MIOBPEX/IAIONIEr0 JeMCTBUS NATOMEHHOr0 areHTa Ha OpraHu3M, €ro OpraHbl M
CHCTEMbI, H3y4eHHE TPUYHH ¥ OCOOCHHOCTEH B3aWMHOH TpaHcdopMalyu
CAHOTCHETUYECKUX U NMaTOTCHETHYECKUX MEXaHHU3MOB.

n. 8. AHanM3 B3aMMOOTHOINCHWI OOIEro M 4YacTHOro, 4YacTd M LENOro,
eJUHCTBA U GOPBLOBI MPOTUBOIOJIOKHOCTEH B AMHAMHMKE Pa3BUTHS IMATONOMYECKOIO
nporiecca.



m. 9. UM3ydeHue STHONOIMHM, TATOI€HETHYECKHX M CAHOICHETHYECKHX
MEXaHW3MOB TIpM 3a00JieBaHMAX KOHKPETHBIX OpraHOB H CHCTEM, a Takxke
[IaTOreHeTHYECKHX OCHOB MX KIMHUYECKOW CHMIITOMATHKH.

TakuM o06pasom, [uccepranuonHas pabora I KapruHo#i cOOTBETCTBYET
tpe6oBanusm 11. 9 Tlonoxenus «O NPUCYKIEHAN YHCHBIX CTENeHEeN», yTBePKACHHBIX
IMoctanosnenueM ITpasutenscta Poccuiickoit @enepaunn Ne 842 ot 24.09.2013 (c
mameHenusmu ot 01.10.2018 r.), mpeAbABAsSEMBIM K KaHIUJATCKUM JAHMCCEPTALIUSIM, a
JMCCEpPTAaHT JOCTOMH WCKOMOH CTeleHH KaHAuJIaTa MEIULMHCKUX Hayk [0

cnemuanbHocty 14.03.03 — natonoruyeckas GpuU3nOIOTHs.

Or3biB 0OCYXJIeH M Of00peH Ha 3acelaHuu Kadejpbl MaTONOrMYecKoH
dusmosnornu ¢ KypcoM ummyHonarosnorui ®I'bOY BO CII6ITIMY Munszapasa
Poccuu 10 ssaBaps 2020 r., mpoTokon Ne 6.
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