OT3bIB HA ABTOPE®EPAT

micceptanind Ma3zanosoii Haraasu HukonaeBHbl «OnTUMH3a1Ns alropuT™Ma MoJIEKyISIPHOR
nuarHoctuku Oonesnu ®abpu B Poccuiickoit @enepanmm», NpeACTaBICHHYIO HAa COHMCKaHHE

YUEHOH CTeleHHu KaH/Iu1aTa MeAUIIMHCKUX HayK 110 cuenuansHocTy 1.5.7. I'eneTnka.

OcobenHoctrio  Oonesun  Pabpu, peaxoro 3abosneBaHus ¢ X-CLEIUICHHBIM
HacjeIoBaHUEM, TPUHAJIekKAIUero K rpynne HacleACTBEHHBIX Ooyie3Hel oOMeHa, sBisercs
nebuuuT Gepmenta ambda rajnakro3uaazsl A, oOyCIOBIEHHBIH MaTOreHHbIMH BapHaHTaMH B
reHe GLA. Ulupokuii crekTp KIMHUYECKUX NposiBiIeHUH Oose3Hn Pabpu, npencTaBieHHbIN
aBTOPOM B TIpYyIIle MalHEHTOB C Kiaccuueckoi ¢(opMoil, 3aTpylHsSe€T CBOECBPEMEHHYIO
JUArHOCTHKY 3a00JieBaHHs, MPHBOAS K TMO3JHEMY Ha3HAYEHHIO NATOT€HETHYECKOM Tepanuw,
npeJoTBpalamIneif riay0oKyl0o WHBATUAN3ALHIO [ALUEHTOB. ABTOPOM B JHMCCEPTAl{HOHHOM
HAyyHOM HcCCJIeIoBaHUM Ha Oosbmioit BeiGopke manueHToB (n=10300) ¢ momospenneM Ha
KJIACCUYECKY1O dbopmy, OPOJEMOHCTPUPOBAHO yCHEeHHoe UCIIOJIb30BAHHE
rnoborpuaosmwicdunrosnta (au3o-1'63) B nuarHoctuke Oosie3Hn Pabpu, B KayeCTBE TeCTa
IIEpPBOTO YPOBHSI; B CBOIO OYepelb, YCIEUIHOE HCIOJIb30BAHUE BBICOKOIPOU3BOAMTEIBHOTO
CEeKBEHHPOBaHUS B KayecTBe TeCTa MEPBOrO YPOBHS IIPOJEMOHCTPHPOBAHO Ha BBIOOpKE
nainueHToB (n=1956) ¢ noxo3peHreM Ha aTUMUYHYIO. popMy Oone3nu Pabpu. IIpuMenennsie B
paboTe coBpeMeHHbIE OMOXUMHUYECKHUE U MOJICKYJISPHO-TEHETHYECKUE METO/bl JHarHOCTHKH,
BKJIIOYAIOIIHE CEKBEHUPOBAHHE KOAMPYIOLIUX M ITPHIIETalOINX HHTPOHHBIX obsactel rena GLA
o CaHrepy, TapreTHOE BHICOKONPOU3BOAUTENBHOE CEKBEHUPOBAHKE NIAHENH, cocTosiel u3 17
rEHOB, BBICOKO3(PEKTUBHAS XKHUAKOCTHAS XpoMaTorpadus U TaHAEMHas Macc-CIEKTPOMETPHS, a
TakKXXe TIIaTelbHO MOJA0OpaHHbIE METO/IbI CTATUCTHUECKON 00pabOTKe MONTYYCHHBIX JaHHBIX HE
OCTaBJISIIOT COMHEHHUI B JIOCTOBEPHOCTH Pe3yJIbTaTOB HCCIEAOBAHMA U IIPAKTHUYECKOH LIEHHOCTH
JUcCcepTallMOHHON paboTHlI.

Atopedepar Mazanosoit H.H. moctpoeH mo TpaguuuMOHHOMY NPHUHIUIY, KOTODPLIH
cooTBeTcTBYeT TpeOoBaHusIM Bricmieit AtrectanvonHoit Komuccueit (BAK) Poccuiickoi
Qenepanun Kk odbopMIeHHIO aBTOpedepaToB Ha COMCKAHUE YYEHOH cTelneHH. AIEKBATHO
CIUTAaHUPOBAHHBIE ¥ BHITIOJIHEHHBIE TaG0OpaTOpHBIE TECThl 00ECIEYNBAIOT MOJIHOTY JOCTHXEHHUS
1eJIH UccieoBaHusA. JIOCTOBEPHOCTh JaHHBIX, IOTHYHOCTh H 0OOCHOBAHHOCTH BBIBOJIOB PaboOThI
He BBI3BIBAIOT COMHEHUH. BBIBOABI W IpakTHYECKHE pPEKOMEHAAIMM, OCHOBAHHBIE Ha
pe3yabTarax paboThl, CHOPMYJIHPOBAHBI JTAKOHAYHO W MPEICTABISIOT OCOOYIO IL€HHOCTh HE
TOJIbKO JUIsl GYyHIAMEHTAIbHONW HayKH, HO U JUIs MPaKTH4eCKOW MeNUUMHBI. BpicOkHi ypoBEHb
O6uonHpopMaTHUECKOrO aHamu3a M CTaTUCTUYECKOH 0OpaboOTKM [aHHBIX IOATBEPXKAACT
JIOCTOBEPHOCTh 3TUX PE3YJILTATOB.

[To Teme muccepTanuu onmyoJIHKOBaHO 6 MeyaTHBIX pabOT: B TOM YHCJE€ B HHOCTPaHHBIX
XypHaax, BXoAsmx B 6a3y naHHbIX Scopus u Web of Science.

PesynbpraThl wuccnenoBaTenbCKOM  paboOTBl  BHEIPEHBI B IPAKTHKY J1abopaTopuu

MEIUIUHCKOH I'eHOMHKHM Meauko-reHetudeckoro neHtpa ®I'AY «HMMUIL 3g0opoBes neteit»



MunzapaBa Poccuu, a Takke HCHOJB3YIOTCS B y4yeOHOM mnpouecce kadeapbl MEIMIMHCKOH
renetuku OGI'BOY JIITO PMAIIO Munsapasa Poccun.

ABTOpOM copMyIHpOBaHO 6 BBIBOJOB M JaHO 5 IMPaKTHUYECKUX PEKOMEHIAIHH,
KOTOPBIE ITOJTHOCTHI0 COOTBETCTBYIOT LIEIM U IIOCTABJICHHBIM 33a/1a4aM.

YuuThIBas aKTyaJIbHOCTh BHIOpAaHHOM TeMbl H BBICOKMI HayYHO-METOAMYECKHH YPOBEHb
NPOBEACHHS HCCIEJIOBaHUN, MOXHO 3aK/IIOYHTh, 4YTO Aucceprauus Mazanosod H.H.
BBIMIOJIHEHHAsT T10J] PYKOBOJACTBOM J.M.H., mpodeccopa AcanoBa A.JO. ¥ npu HayyHOM
KoHCyJbTUpOoBaHUU 1.6.H. CaBocThsiHoBa K.B. mHOMHOCTBIO COOTBETCTBYET TpeOOBaHHUAM,
NpeIbsBISEMbIM K JHCCEPTAIUSM Ha COMCKAaHHWE YUCHOH CTENEeHM KaHAMAaTa MEIMLMHCKUX
HayK, corsacHo .2.2 paszaena Il [ToyosxeHus 0 mpUCYXACHUH YUEHBIX CTEIIEHEH B (eiepalbHOM
rocyJapCTBEHHOM 00pa3oBaTebHOM YYpEXIEHHWH BbICIIEro oOpasoBaHus «Poccuickuit
YHHUBepCHTET ApyxOrl HaponoB uMeHH [latpuca JIlymyMOb1», yTBEpKIEHHOIO YUEHBIM COBETOM
PYAH nporoxon Ne YC-1 or 22.01.2024r., a e& aBtop, Ma3anoBa Haranes Hukonaesha,
3aCITy)KHBAET MIPUCYKACHHUS YUEHOH CTeleHH KaHAHAaTa MEULUMHCKHX HAayK 110 CIEeNUanbHOCTH

1.5.7. 'eneTuka (MEIULIMHCKHE HAYKH).

JlMpexTop Hay4HO-HCCIe0BATENBCKOIO MHCTUTYTA
FEHETHYECKOH U MOJIEKYJIIPHON 3ITHIEMHOJIOTHH,
3aBeAyIONINi Jabopatopueil CTaTUCTUYECKONH T€HETUKHI

u buonnpopmarnku ®PI'bOY BO KI'MY Munzzapasa Poccnu,

r’ ~
JIOKTOP MEUIIMHCKHX HayK, npodeccop . ¢ >< “——TlononukoB Anekceil BanepreBuu

04 despans 2025r.

QdenepaibHOE TOCydapcTBEHHOE OIOXKETHOE 00pa30BaTEBHOE  YYPEXACHHE  BBICIIErO

obpaszoBanust «Kypckuii rocynapcTBeHHBI MEAMIIMHCKUHA yHUBepcUTET» MHUHHCTEPCTBA

3npaBooxpanenuss Poccuiickoit ®enepauuun. 305041, Kypckas obnacts, r. Kypck, yn. K.




OT3bIB HA ABTOPE®EPAT

mucceprauun  MasanoBoii  Haranbm  HukonaeBnbl  «OnrumMusauusi  ajaropurma
MOJIeKY/JIsApHOl  auarHocTuku  Gouxesun  ®adpu B Poccmiickoin  ®epepauun»,
NpeJICTABJEHHYI0 Ha COMCKAaHHE Y4YEeHOH CTeleHM KaHIMIaTa MEeIWUHHCKHX HayK Mo

cnenquaabuoctu 1.5.7. I'eneruka.

JluccepraiioHHoe uccnenopanue Masanoso H.H. 1oCBAIICHO HW3Y4YCHHIO POJIH
OMOXMMHYECKMX M IE€HETHYECKMX MEXAHM3MOB B [ATOreHE3e KIACCHYECKOM M aTUIMYHOM
dopmbr  Gonesun  DaGpu. U3BeCTHO, YTO CHHKCHHC AKTMBHOCTH —O-TallaKTO3MIa3bl A,
NPUBOJAIIEE K HAKOIUICHUIO [J1000TPHA03MICHUHIO3MHA, OOYCIOBIEHO MYTAaUMsIMH U
HEKOJMPYIOMIei T0C/IeA0BaTEIbHOCTEN HYKIICOTHI0B TeHa GLA. B cBaA3H ¢ 5TUM aBTOpOM ObLIa
NOCTABJIEHA 11€/Ib JAMCCEPTALMOHHOTO MCCIEI0BAHUs, KOTOPas 3aKjo4yanach B OCYIIECTBICHUN
CPaBHMTEIILHOTO aHaIIM3a GHOMAPKEPOB (-TATAKTO31Aa3bl A M rnodoTpuaosuichunrosnta. Jlis
JOCTHKEHHMs MOCTABJIEHHON LIEJM aBTOP KCIOJb30BAJ KOMIUIEKCHBIA MOAXOA U COBPEMEHHbIC
METO/IbI JUArHOCTHKHU: TAHJACMHYIO MAacC-CIICKTPOMETPUIO JII  ONPE/ACICHUSL AaKTUBHOCTH
depMeHTa W KOHLEHTpaUuH CyOcTpaTa, a TaKKe MOJIEKY/SIPHO-TEHETHYECKHE METO/bI
JIMarHOCTUKH JUIS BBISABIICHUS [TaTOICHHBIX BapHaHTOB reHa GLA METOJ0M CCKBCHHUPOBAHMS IO
Conrepy mnpu kiaccuueckoit ¢opme Oonesun @abpu M BBICOKONPOHM3BOIMTEIBHOIO
CEKBEHUPOBaHMs NPH aTUIHYHOH dopme Oonesnn Pabpu. AKTYalbHOCTh M HayyHas HOBM3HA
MCCJIE/IOBAHUS HE BbI3BIBAIOT COMHEHHUSI.

B asropedepare amccepramud MasanoBoit H.H. u310XkeHbl Hay4HO-OOOCHOBAHHBIC
JOCTHXKEHHS (PYHAAMEHTAILHON M NPUKIAAHOW FeHETHKH, CBUIETENLCTBYSI O TOM, YTO Hay4Has
pabora Ha TeMy «ONTHMM3ALMA AIFOPUTMA MOJICKYISPHON auarHocTHku Oonesnn dabpu B
Poccuiickoii ®enepaunn» 061anaer OGECCIIOPHON aKTYalbHOCTBIO, HAy4HOW HOBM3HOW M
NpaKTUYECKOH 1eHHOCThI0. CdopMynupoBaHHBIE NATH 3a4a4 IOJHOCTBIO PACKPBIBAIOT LENIb
paGoTel. TlomydyeHHBIe aBTOPOM pPE3yJbTAaThl COOTBETCTBYIOT MOCTAaBIEHHOH €M paboTBhI,
COIMOCTABUMBI C MHPOBBIMH HayYHBIMH JIAHHBIMH M HPEICTABIAIOT PeabHbIA IPAKTHYCCKUH
MHTEpeC JUTS KOPPEKTHOW JMArHOCTHKU M TaTOTeHETHUECKOTO JICUEHHS MAlMEHTOB ¢ 00IE3HBI0
®abpu. OCHOBHBIC MOJIOKEHHS U BHIBOJIbI JIOTHYHO BBITEKAIOT U3 MIPOBEJICHHOIO UCCIIE0BAHMS
U B MOJHON Mepe OTPaXkaloT ero 3HaYMMOCTh.

[To Teme auccepTaly OMyOJIMKOBAHO 6 ME4aTHBIX pabOT, B KOTOPHIX OIMCAHBI BCE
OCHOBHBIE PE3YJILTATHI, OJyYEHHbIE B X0J1€ BHIIIOTHEHUS PadOTHI.

Pe3ynbTaThl MCCIIEI0BATENLCKOM paboThl BHEAPEHBI B MPAKTHKY paboThI Jlabopatopuu

meauuuHckoil renetukn PIAY «HMMUIL] 3mnopoBest derei» MunsapaBa Poccun, a Takxke



HCIIONB3YIOTCS B ydyeOHOM mpouecce kadeapsl MeauuuuHckod renetukun @OI'BOY IO
PMAHIIO Mun3snpasa Poccun.

Y4uuTeiBasi aKTyaJIbHOCTh BBIOPAHHON T€MbI M BBICOKHI HAay4YHO-METOJANYECKHH YPOBEHb
NPOBEJICHUS HMCCICJOBAaHUH, MOXHO 3aKJIIO4YUTh, YTO Jucceprauuss Maszanosoii H.H.,
BBINIOJIHEHHAs! TI0Jl PYKOBOJCTBOM J.M.H., Tnpodeccopa AcanHoBa A.}O. mpu HaydHOM
KoHCybTHpoBanuu J1.0.H. CaBocthsHoBa K.B., MOJHOCTBIO cOOTBETCTBYEeT TpeOOBaHMSAM,
NpeabABISIEMbIM K JIMCCEPTALMSM Ha COMCKAHHE YYEHOW CTEINeHH KaHAWAaTa MEIUIHUHCKHX
HayK, coryiacHo 1m.2.2 paszena Il [TonokeHus 0 NpUCYKICHUH YYCHBIX CTEIIeHEH B (dellepaTbHOM
roCyJIapCTBEHHOM O0pa3oBaTeIbHOM YyupeXJeHHH Bbicmiero obpasoBanus «Poccuiickuii
YHHUBEPCUTET JIpykObl Hapo 0B uMeHH [latpuca JIlymymOb1», yTBEpKAEHHOTO YYEHBIM COBETOM
PYJIH mporokon Ne VC-1 ot 22.01.2024r., a e¢ aBrop, Ma3zanoBa Haranes Hukomnaesna,
3aCITyKMBAET MPUCY’KICHHUS YUYECHOM CTENEHU KaH1/1aTa MeAUIIMHCKUX HayK I10 CIIEIHAIbHOCTH

1.5.7. 'eneruka (MEAUIIMHCKHUE HAYKH).

['naBHBIN HayyHBIN COTPYIHHUK OT/AeHa KIMHUYECKON TeHETHKH

OCIT «Hay4yHo-uccne10BaTeNbCKUN KITMHUUECKUH MHCTUTYT

neJMaTpPUU U IETCKON Xupypruu uMenu akaaemuka lO.E. BenpTuinesa»

OI'AY BO «Poccuiickuii HAlIMOHATBHBIM HCCIIEI0BATEIbCKHH MEIUIIUHCKUH

yauepcuteT umenu H.U. [Tuporosa» Munncrepcrsa

3npaBooxpaHeHust Poccuiickon denepauuu

JOKTOP MEJUIIMHCKUX HayK HuxkonaeBa Exatepuna AJiekcanapoBHa

05.02.2025 r. é{ / [//@ 4
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[Toanuce a.m.H. E.A. HukonaeBoi -
Vyenslii cekperaps PI'AOY BO

MumnspaBa Poccun, K.M.H., 7011 A P y Jemuna Onpra MuxaityioBHa

.,

denepanpHOE I‘OC)’JIapCTBeHHOC "‘aamﬁowkfé o0pa3oBaTe/bHOE  YUYPEXKICHHE  BBICIIETO
obpaszoBanust «POCCHHCKHH HallMOHAJIBHBIM HMCCIEI0BATENbCKMH MEAMLMHCKUM YHHUBEPCHTET
umenu H.W. Tluporosa» MunucrepcTBa 31paBooxpaneHus Poceniickont ®enepauun. 117997,

r. MockBa, OcTpoBUTsSIHOBa, 10M 1.

Tenedon: + 7 (495) 434 84 64,

E-mail: rsmu@rsmu.ru



OT3bIB HA ABTOPED®EPAT

auccepraun  Ma3saHoBO# Haransn Huxoaaesunl «OnruMuzanusi — ajaropurma
MOJICKYJISIPHOIl  AHATHOCTHKH  OoJe3Hu ®a6pn B Poccmiickoii  ®enepaunny,
NpEICTABICHHYI0 HAa COHMCKAaHWE y4eHoil CTenmeHH KAHAWIATA MEAHIHHCKHX HAYK II0

cnemuaabHoct 1.5.7. I'eneruka.

AKTYaJIbHOCTD H3yUEHHS TIPUYHH PA3BUTHS PEIKHX (ophanHbIX) Gosie3Hel cnocoOCTBYET
ONTUMM3ALMH HX PAHHEH AMarHOCTHKH, MO3BOJIAIONIEH PUOCTAHOBUTE HeoOpaTHMBble H3MEHEHUS
OpraHoB W TKaHeH MAlMEHTOB 33  CYCT  TOJyHUCHH: (epMeHTO3aMECTHTEILHOH,
cyGcTpaTpelyLupyomieli U TeHHOH Tepanuy. Hayunas jauccepranioHHas paboTa MazanoBoi
H.H., mocBslieHa aHA3Y Pa3IHYHbIX GHOMAPKEPOB W HCTIOJIB3YEMBIX JULS IMArHOCTHKH nerei u
B3pOCIBIX C MOJO3PEHHEM HA ATHIMYHYIO H KIIACCHICCKYIO dopmbr  Gonesnn Pabpu. B
JHICCEPTALIAOHHOM paGoTe aBTOp HCTONB30BANl CTPATErHIO CENICKTHBHOTO CKPHHUHTA MAIEHTOB,
GHOJOrHYECKUH MaTepHal KOTOPBIX MOCTYNall M3 MOJaBJIAIOIEro GOJBIIMHCTBA CyOBEKTOB
Poccuiickoii ®ezepanuu. B HccnenoBanue ObUIO BKIIOUEHO 3HAYUTEILHOC HHCIO (Gonee
JIBEHALATH THICAY) MAIMEHTOB C MOJO3PEHUEM HaA oonesup ®abpu. g  KOMIUIEKCHOTO
aHaNTM3a STOH BHIGOPKH OBUTM Pa3paloOTaHbl M a/ANTHPOBAHA COOTBETCTBYIOLIME AJITOPHTMEL
JIMArHOCTUKH, BKJIIOYAIOUINE COBPEMEHHBIC TEXHOJOTHH BBICOKOO()(EKTHBHOM JKUIKOCTHOH
xpomarorpaduu, Macc-CIIeKTPOMETPHH, CEKBEHHUPOBAHHUs o Coanrepy U
BBICOKOIIPOM3BOAUTEILHOTO CEKBEHUPOBAHHSL.

JIOCTHXKEHHE LM HMCCIENOBaHMA M J0CTOBEPHOCTH  MOJYHEHHBIX pe3yIbTaToB
0GECIICUMBAIOT BHYLIMTEIBHBIE DPa3Mepbl M3YYEHHOH BBHIOOPKM M aJCKBATHBLIC METOJBI
ncenenopanusi. OCHOBHBIE MOJIOKEHHS, BEIBO/IbI H PAKTHIECKUE PCKOMCHIALIMH B TIOJIHOM Mepe
COOTBETCTBYIOT BEHIOJIHEHHBIM 3a/ia4aM. ABTopedepar Masanosoii H.H., npencTaBieHHbIH KakK
dyHIaMeHTaIbHAs Hay4YHas paboTa, ABIAETCS CYLICCTBEHHBIM Hay HbIM JIOCTH)KEHUEM U BHOCHT
sHAYMTEIBHBIN BKJIAZL B POCCHHCKYIO reHeTHKy. HaydHple pe3ysnbTaTel M HX o0cyxeHue
copMyTMpOBaHbl HAYKOEMKO H TOCNIEIOBATENBHO H3JIOKCHBEL.

[lo TeMe JUCCEPTALIUH OMYOIMKOBAHO 6 MEYaTHBIX paboT B pelieH3UPYEMBbIX XKypHaIIax (u3
nepeunss BAK), 4ro JTHIIHMA pa3 MOAYEPKUBACT HOCTOBEPHOCTD, a TaK)Ke TEOPETHYECKYIO U
TIPAKTHYECKYIO IEHHOCTD MOJIyYEeHHBIX IAHHbIX.

B asropedepaTe HM3JIOXKEHbl HAyYHO-OOOCHOBAHHBIE DPCIICHHMS, BHE/IPCHHUC KOTOPBIX
BHOCHT HECOMHEHHBIM BKJIAJ B Pa3BHUTHE MEIUIMHBI U CHCTEMBI 3/[paBOOXPAHCHHS Poccuiickoi
®enepaupn. PesybTaThl HCCIIEIOBATENCKONH pabOTHI BHEAPCHEI B PAKTHKY pabotsl Menuko-

renetuaeckoro nentpa ®TAY «HMMULI 310poBbsi AeTeH» Munsapasa Poccu, a Takxe



UCTIONB3YIOTC B y4eOHOM npouecce Kadeapbl meauuuHckoit reaerukn @I'BOY JII1O PMAIIO
Munszjipasa Poccun.

YuuThIBas aKTyaJIbHOCTh BBIOPAHHON TEMbI U BBICOKHN HAy4YHO-METOJIMYECKUH YPOBEHb
MPOBEJICHUSI  MCCJICJIOBAHUH, MOXKHO 3aKJIIOYMTh, YTO Juccepranms Maszanosoi  H.H.
BBINIOJIHEHHAs: NOJl PYKOBOJACTBOM J.M.H.,  npodeccopa Acanoa A.lIO., npu nHaydyHom
KoHcynbTHpoBanun J1.0.H. CaBoctbsHoBa K.B., MOJHOCTBIO COOTBETCTBYET TpeOOBAHMSM,
MPEAbABISEMBIM K JIMCCEPTALMAM HA COMCKAHUE YYCHOW CTENEeHH KaHauJaTa MEIMIIMHCKUX
Hayk, cornacHo 11.2.2 paszena Il [Tosioxenus 0 npucysX/IeHUH yUEHBIX CTENEHEH B (eepaibHOM
roCy1apcTBEHHOM  00pa30BaTeIbHOM YUPEXK/JICHHH BbICIIero obpaszoBanust «Poccuiickuii
YHHBEPCUTET JIpyKObl HapooB umenu llarpuca JlymymObD), yTBEpHkKIeHHOTO Y YeHBIM COBETOM
PYJIH nporokon Ne YVC-1 or 22.01.2024r., a eé aBtop, Masanosa Haranes Huxonaesna,
3aCITy KMBAET MPUCYKIACHUS YUEHOH CTEINeHH KaH/u/1aTa MeJIMIIMHCKUX HAayK 10 CHEeIHaTbHOCTH

1.5.7. 'eHeTuka (MEIMIIUHCKUE HAYKH ).

Havanbuuk Js1abopatopuu MOJIEKYJISIPHOM -
reHeTuku HacaeacTBeHHblx Oone3neid KKHBUKC-TTT

HULL «KypuaroBckuii MHCTHTYT», JIOKTOP OHOJIOTHYECKUX
Hayk, mpodeccop Cnomunckuii I1.A.

06 ¢erpans 2025r.

bopucos K.E.



OT3bB HA ABTOPE®EPAT
auecepraunn Masanosoii Hatanbn HukonaeBusl «OnTumMusanus aaropurma
auarnocTury 6oae3un @adpu B Poceniickoii Peaepaunny npeacrapieHnyio Ha
COMCKAHHE YYEHOI CTeleHH KAHHAATA MeHIHHCKHX HAYK M0 ClelHaIbHOCTH

1.5.7. I'enernka
B Poccuiickoii ®exepaunn Gonesnp Pabpn sxoaut B [lepedenn KH3HEYTPOKAOUIX u
XPOHHUYECKHX  MPOTPECCHPYIOHX — peaKkiX  (Op(aHHbIX) 3abosieBaHuii, NPUBOAIIMX K
COKPAIICHHIO TIPOIOIKHTELHOCTH JKH3HM TPaKIaH HIH MX HHBIHIHOCTH, YTBEP

oe
TMoctanonnennem [Tpasutenscta PO ot 26 anpesns 2012 r. Ne 403, mosToMy JuccepTaluHoHH
i OHOXMMHYECKHX H

SK/IEHHBIH

uccneopanne  Masanosoit H.H., nocssiménHoe u3y4deHuio  poJ
TMOB
reHETHUECKHX MEXaHH3MOB B pasBuTHH Gonesnn Pabpu, a TakKe ONTUMHU3ALH AJITOpH

S “ IM.
JWMArHOCTHKH KIACCHYECKOH 1 atunuunoii opmbl Gonesnn PabpH, SBIACTCA aKTyaJlbHbi
_rajakTo3ujasbl A H

Hakoruienie 3HaHMii 1O JTH30COMAbHOI AKTUBHOCTH (hepMeHTa O
ThIO

KOHIIeHTpaliu GHomapkepa 11060 Tprao3micuurosuna odnaiaet HCKJIIOUMTENILHOM BXKHOC
pH, y MAlMEHTOB C KJ1aCCHYECKOM H

1S CBOEBPEMEHHOMN KOPPEKTHOM auarnoctuku Gonesnn Pad
1eCTBYIOLIETO

atunuunoii Gopmoii. B cBA3H ¢ 9THM Henbio paboThI ABIAETCS ONTHMH3ALUH CY
AITOPHTMA JHATHOCTHKH Kiaccuueckoil (opmbl Gonesnn Padpu u pa3pabOTKH aJIropuT™Ma
JIHArHOCTHKH JUI aTHIHYHOI (opMbl Gose3nH, Ha OCHOBE MCCIIC0OBAHHA JIMarHOCTHYECKOI
3 (PeKTHBHOCTH OHOXHMHYECKHX H  MOJIEKY/ISPHO-TEHETHYECKUX MCTOJ0B BepuduKauu
qmarno3a 6osesnn ®abpu B Poccuiickoii denepauun. Jlist IOCTHKEHHS 3asBICHHOI 1E/H aBTOP
HCIO/1b30Ba)l KOMILIEKCHBIH MO/IX0/] H COBPEMEHHbIE METO/IbI Al HOCTHKH, TAKHE KaK TaH/ICMHas
MacC-CIIeKTPOMETPHS JUIsl ONpe/Ie/ieHtsl akKTHBHOCTH (DepMEHTa M KOHLEHTpalmy cyberpara, a
Takke cekBeHupoBaHHe 10 CoHrepy H BBICOKONPOM3BOJMTEIBHOE CEKBEHHPOBAHHE UL
TOITBEPIKAAIOILIEH MOJIEKYISPHO-TEHETHYECKOiT IMarHOCTHKH KJIACCHUECKO# H aTHIHYHOM (hopm
60s1e3un GadpH, COOTBETCTBEHHO.

JloctatouHblii 00beM MaTepuaa, ero HoBH3Ha 1 aicKBaTHO BBINOJIHEHHbIE Ta00paTOpHbIC
HMCCJIeI0BaHUs  00eCreuuBaloT MOMHOTY —JOCTHIKEHMS LEJIH  HCCIENOBAaHHs. CKPHHHHIA
[TosrydyeHHbIe aBTOPOM pPe3yJbTaThl COMOCTABUMbl € MHPOBBIMH HAYYHBIMHM JAHHBIMH W
IIPE/ICTABISIOT HECOMHEHHbI HayuHbli M NPAKTHYECKHil HHTEPEC, MO3BOJSIOT MOBBICHTD
9 (PEKTHBHOCTD IMArHOCTHKH H ATOICHETHYECKOr0 JICYCHUs MAaMEeHTOB ¢ Gosesnbio dabpu B
Poccun u ciyar OCHOBOH Ul pPa3BUTHS METOJOB JHArHOCTHKH JIM30COMHBIX OOJIe3HEi
HAKOIJICHHUS B LIEJIOM.

Astopedepar Masarosoii H.H. noctpoen no TpauiuonHoMy niiany u npesicrasieH Kak
(ynnamenTanbas paboTa. MOIHOCTBIO COOTBETCTBYET TpeboBarmsm BAK PO k opopmiennio
aBropedepaToB Ha COHMCKAaHHE yueHOH crenenn Kamamjata wayk. Llens u 3anaun
JWCCEPTALMOHHOTO  HCCIIEI0BaHMs  C(OPMYIIMPOBAHBI UETKO H paMOTHO. JlOCTOBEPHOCTH
Pe3yNbTaToB, JIOTHYHOCTH M 0OOCHOBAHHOCTH BBIBOJOB PabOTHI HE BBI3LIBAIOT COMHEHMIl. a
TpAKTHYCCKHE PEKOMEH/IALMH OPraHHYHO BBITEKAIOT U3 NPEJICTABICHHOr0 MaTepuaa. BeiBobl
TIOJIHOCTBIO COOTBETCTBYIOT LIEH U ITOCTABJIEHHBIM 3a1a4aM.



o teme amccepranmn onyOiikoBano 6 meyatHbix paboT: B TOM yHcie 2 CTaTbl B
petien3upyembIx kypraiax (3 nepeuns BAK) u 1 pabora B Marepuaiax Hay4unoif KoH(pepeHImH.
3 cTaThi HANEUATAHbl B IKypHATAX, BXOAsMMX B 6a3y aannbix Scopus u Web of Science.

VunThiBas akTyatbHOCTh BBIOPAHHOI TeMbl H BHICOKHIT HayqHO-METOIMYECKHH yPOBEHD
NPOBC/CHIS  MCCACIOBAHMIT, MOKHO 3AKITIOUHTH, 4TO jccepraiis MasaHOBOH H.H.,
BBINOJTHEHHAS TTOJL PYKOBOJICTBOM LM.H., npodeccopa Acarosa A.lO. 1 Hay4HOr0 KOHCY/ILTAHTA
1.6.1. CasoctbsioBa K.B. MONHOCTBIO COOTBETCTBYET TpeOOBAHMAM, MPEIbABISEMBIM K
JWCCEPTAIAM HA COMCKAHME YUeHO CTeNEeHH KaH/uiaTa MeIMIMHCKHX HayK, COriacHo m.2.2
paszena 11 Tlonoxkennst 0 npHCyKIEHUH yueHBIX cTeneneil B (eaeparbHOM rocy1apCcTBCHHOM
o0pa3oBaTeNbHOM YUpesk/IeHHH Bhiciero oOpasoBatus «Poccuifckuii YHUBEPCHTET APy KOBI

HapooB umenu Ilarpuca JlymymObl», yTBEPAICHHOrO YUEHBIM COBCTOM PYJIH npotokoi Ne
YC-1 o1 22.01.2024r., a € asrop, Masaosa Haranns HukouaesHa, 3aciy/KHBacT NPHCYIKACHHA
YUCHOM CTeNEHM KaHjujaTa MeIMIMHCKUX HayK [0  CrenHaibHOCTH 1.5.7. T'enernxa

(MEIMUIMHCKHE HAYKH).

CorlacHa Ha BKIIOYEHHE CBOMX MEPCOHANLHBIX JAHHBIX B JOKYMEHTBI, CBS3aHHbIE C
pabotoii mccepranmonnoro cosera ITJIC 0300.005 na Oase OIrAOY BO «Poccuiickii
YHUBEPCHTET JpyKObl HapooB umenn [larpuca JlymymGbi» n HX JasibHelinyio 00padboTKy.

["naBHbIi HayUYHBII COTPYAHUK,
DeiepanbHOE TOCYIAPCTBEHHOE O10/UKETHOE
yupexenue « Hauuonanbublii MeMIMHCKAHA
HCCIIEI0BATEILCKUIT LIEHTP HIOKPUHOTIOTUM»
Mumnucrepersa 3ipaBooxpanenus PO,

n1abopaTopusi FCHOMHOM METHIMHBL, /
JIOKTOP OHOJIOTHYECKUX HAYK, popeccop [ ‘~7 Xycannosa Puta Uropesna
04.02.2025 1.

denepanbHoe  rocyaapersennoe  OloketHoe  yupexaenne  «HarmonanbHbiii

ME/IMIIMHCKHIT HCCIIeN0BATeIbCKHE LEHTD SHI0KPHHONOTHHY MHHHCTEPCTBA 3/[paBOOXPAHEHHUS
Poccuiickoii ®eneparmu, IOpuueckuii anpec: 117292, r. Mocksa, yi. JIm. Yibstosa, .11,
Tenedou: 8 (495) 500-00-90, e-mail: nmic.endo@endocrincentr.ru,

caitt: https://www.endocrincentr.ru

oxnuen XycannoBoii Putsl iropesnsi 3aepsio




OT3bIB

Ha aBTopedepaT auMccepTanHoHHOH pabGorel Masanosoii Hartaiabu
HukonaeBHbl Ha Temy: «ONTHMH3QUMs aJropHTMa MOJIEKYJ/IsPHOMH
AMAarHoCcTHKH GoJjiesnn ®abpu B Poccuiickoii @eaepanun», npeacTaBjIeHHOH
HAa COMCKaHHe Y4YeHOH CTemeHH KaHIHAaTa MeJHUHHCKHX Hayk 1o
cnennajibHocTH 1.5.7. I'eneTHKa.

AKTy AJIBHOCTb TEMbI

Bonesup ®abpu — TKenoe Hacle[CTBEHHOe 3aboieBaHHE W3 TPYIIIbI
JIH30COMHBIX 6one3Hell HakomeHus. COracHO MOCIEHHM NaHHbBIM, 3a00/1eBaHNe
XapaKTepU3yeTCs JOBOJBHO BBICOKOW YacTOTOH — 1:40000 HOBOPOXIAEHHBIX.
Pa3pa6oTka MeTONOB MAaTOTEHETHYECKOIO JIEYEHHA W PErMCTpals Iperaparos
(hepMEHT03aMeCTUTENBHON TepaliH JealoT 0COOEHHO BAXHBIM BOIPOC TOYHOIO
YCTAHOBIIEHHsS. PEAKOTO Op}aHHOTO 3a00NeBaHH. KiMHudecKue IpOsBICHHA
Gonesuu Dabpu  OTIMYAIOTCS  MOMMMOPGHU3MOM C  MPEMMYLICCTBEHHBIM
MOpaKeHHeM psjia CHCTeM OpraHu3va. BHadarne Naromoruieckoro nporecca
OTYeTIHBBIE KJIMHHYECKHE NPH3HAKH MOIYT OTCYTCTBOBaTh, YTO ONPEAEIACT
TPYAHOCTH YCTQHOBJICHHs NMAarHosa IO KIMHUYCCKHM KPUTEPHIM. VYka3aHHBIE
hakTopsl  OGOCHOBBIBAIOT ~ Ge3yCNOBHYIO — aKTyallbHOCTb JIMCCEPTALIMOHHOTO
MCCIIeIOBaHHsA, TMOCBSAIIEHHOIO ONTHMH3AIMH naGoparopHOil  AHArHOCTUKH

6onezrn OabpH ¢ KIAaCCHYeCKoH M aTHIIHIHOH ¢bopMoii.

Haylmaﬂ HOBH3HA HCCJIEIOBAHHA, NOJYYCHHBIX pe3ybTaTOB H BBIBOJ0B

ABropoM Ha GONBIIOW Trpynme TECTHPOBAHHBIX nanpenToB (n=12256),
MMEBIIMX MOHO(AKTOpHBEIE TPOABICHHA Gonezuu Pabpu, MokaszaHO, HTO
HaKaIlTMBAEMbIii B OpraHu3Me MeTaboIuT r1060TpHa03UICHUHIO3UH (nmu30-1'63)
sBseTcs GHOMapKepoM TecTa epBoro ypoBHs IIpH knaccuueckor popme 60ne3HH
®abpu. 3aBbleHre OHOMapKepa mi30-1'63 sBIsAETCS OCHOBaHHEM JJIA BKIIOUCHHA

MalMeHTOB B TIpymmmy pHCKa A HaJbHeHIIeH MOJIEKYIISIPHO-T€HETH Y€ CKOM




IHArHOCTHKH Tpd  HccienoBaHud TeHa GLA. YcraHOBI€Ha — BBICOKas
yyscTBUTENbHOCTE 100% ¥ cnenududnHocts 100% MalOMHBA3MBHOIO METOJa
OIpeJIENIEHUs] KOHLEHTpauK Tu30-1'63 B CyXMX NMATHAX KPOBH M MPUIOAHOCTH €0
MCIIONB30BAHMS JIi KOHTPONS IATOT€HETHYeCKOH Tepanud. AHalIM3 KIHHHUKO-
TEHOTUIMYECKHX KOPPENSALMi IPOAEMOHCTPUPOBA]l TEeHIAEPHYI0 3aBHCHMOCTH

3TOIO IMOKa3arTecis.

JIOCTOBEPHOCTL H OOOCHOBAHHOCTL HAyYHBIX MOJIOMKEHHH, MOJYYeHHBIX

pe3yJILTATOB, BLIBOOB H NPAKTHYECKHX PEKOMEHIalHH

ITpoBe/ieHHEIE ~ MONEKYISIPHO-TEHETHYECKHE  MCCIENOBaHHMA  BKIIOYAIH
Beinenenue renomuoi JHK, mnomumepasHyro unensyio peaknuio (IILP) u
MCCIIEIOBAaHHE KONMPYIOIMX M TIPUJIEraloliX HHTPOHHBIX obnactedl rena GLA
MeTOIOM CeKBeHupoBaHMA To CaHrepy mpH Kiaccuueckod Qopme. B cmydae
[10[I03peHHUs Ha aTUNHYHYI0 GopMmy Gomnesnun Pabpu HCIONB30BANACh TEXHOIOTHA
BBICOKOIIPOM3BOIHTENEHOTO CEKBEHHPOBaHHMs COCTOsILIas M3 17 TeHOB B KauecTBe
TecTa IepBOrO YpPOBHS, MOKa3aBmias 3((EeKTHBHOCTh B JETEKIHH MyTallMi reHa
GLA y 6onbHBIX C IATONOTHEH runepTpodHIecKon KapIHOMUOIIaTHEH.

B pesynsrare NpHUMEHEHHA pa3paboTaHHOTO  ABTOPOM  KOMILIEKCa
HCCIeIOBaHUHM ¥ ONTUMH3MPOBAHHOIO AITOpPUTMa JAHArHOCTHKH 6onesnn Pabpu
6BUTO BHISIBIEHO y 88 maumeHTOB: y 28 mpobaHioB ¢ THITHYHOM (POpPMOH, 52 HX
POJCTBEHHHKOB ¥ y 8 IpobaHyioB ¢ aTUMU4HOM (hopMo# 3aboneBaHuUs, YTO NaeT
OCHOBaHHe mjisi TpopeneHHs JOGEKTUBHOH  TEpaIHH. [eHEeTHYECKMMH
WCCJIeIOBAaHUSIMH yCTAHOBIIEHO MOJIEKYIAPHOE pasHooOpa3ue NpH OTCYTCTBHHU
MaXOpHbIX Mytauuii resa GLA y KOHTHHICHTa 6onpHeIX B P®. Ilpu sToM
oOHapy>XeHbI HOBBIE TNATOI¢HHBIE BapHaHTHI TtHa GLA, neomucanHsle B 6ase
HGMD u cocrasuBmue okoino 1,0% oT Bcex ONUCAaHHBIX B HEel MyTalui JaHHOIO
TreHa, NPMBOIAIIMX K O0/e3HH ®abpu.

CTpyKTypa H COiep:KaHHe AMCCepTALHOHHOM paboThI
ABropedepar AUCCEPTAlK B IIONHOH Mepe OTpaXaeT coliepxaHHUE U CYTh

JUCCEpTalllH, BBIMIOJIHEH Ha COBPEMEHHOM Hay4YHOM YPOBHE, pacKpbIBacT




HaY4YHYIO HOBH3HY, MTOJIOXKEHUS, BRIHOCUMBIE Ha 3aIlUTY, BEIBOJBI U IIPAKTHYECKHE
peKoMeHJaluH. Marepuan  M3J0XeH JOCTyIIHO M  IIOCIIEJOBaTEIbHO.
[MpuHIMOHATEHEIX 3aMeYaHWii K cojepkaHHio aBTopedepara Her. Ilo Teme
J¥MCCepTAllid OMyONMKOBaHO 6 medaTHBIX paboT, M3 KOTOPhIX 2 CTAaThbH B
XypHanax, pekomeHnoBaHHbIX BAK. OCHOBHEBIE IIOJIOXKEHHS M pPe3yIbTaThl
HEOJHOKpAaTHO IIpeJCTaBlI€HBl Ha OTEYECTBEHHBIX M  MEXAyHapOIHBIX
KoHGpepeHuusax. M 3 crarbu HameyaraHbl B HHOCTPAHHBIX JKypHalax JJid
coMCKarTejieil yYeHOM CTeleHH KaHIuJaTa WM JIOKTOpa MEIMIMHCKHX HaykK,
BXOAANIMX B ©6asy jmgaHHeix Scopus u  Web of Science. Pe3synbrarsi
MCCIIeI0BATENIbCKOM pabOoTHl BHEIPEHBI B IPAaKTHKy M NMPHMEHAIOTCs MpU pabote
KoHcynsranioHHOro-auarsocrudeckoro nenrpa @AY « HMHLI 3noposes JieTen»
MunncTepcTBa  3apaBooxpaHeHus — Poccuickoir — Depmepaiyyd, a - Takke
HCIIONE3YIOTC B y4eGHOM mporecce Kadeapsl MeAUIHHCKOH I'eHETHKH OI'BOY
JITIO PMAHIIO Mun3znpasa Poccun.
3ak/ouenue

BhIIIEH3I0KEHHOE MO3BOJISIET CYMTATh, YTO HA OCHOBaHHM aBTOpedepara,
muccepranuonHas pabora Mazanoson  H.H. «OnTUMu3aLMs ~ alropuTMa
MOJIEKYIApHOM nuarHocTHkH Oonesnu @abpu B Poccuiickoit Denepaiun»
npejcTaBiser cobod CaMOCTOATENBHOE HCCNIEIOBaHWE H CONCPXKHT peIICHHC
BaKHOM HAy4JHOM 3aJ]a4d, YTO COOTBETCTBYET TpeOGOoBaHHAM INPEABSBIAEMBIM K
JHMCCepTAlMAM Ha COMCKaHWE y4eHOW CTENeHH KaHIMiara MEIMUMHCKAX HayK,
cormacHo 1.2.2 paspmena II IlonmoxeHus O MNPHUCYXACHHA yueHOH CTeleHe B
(eslepasibHOM  TOCYHapCTBEHHOM —00pa3OBaTeNbHOM  yHpEXK/ICHHH BBICIIIETO
obpasoBanusi «POCCHHCKUM yHHBEPCHTET npyx6sl HapomoB MMeHH Ilarpuca
JlyMyM6B1», YTBEPXKIEHHOTO YYEHBIM COBETOM PYIH nporokon Ne YC-1 or
22.01.2024r;

M  nmomHocThio  cooTBeTcTByeT TpeboBamusam 1.9  Ilomoxenus o
TIPHUCYKIEHUH YYEHBIX CTENeHEeH, yTBEPKACHHOTO [IOCTAaHOBJIIEHHEM
IIpaButenscTBa Poccuiickor deneparuu Neg42 ot 24.09.2013r. (c H3MEHEHUAMH

B pelJaKkLU{H IOCTaHOBJICHHH IPaBUTENIBCTBA Poccuiickoit @epepanuu Ne335 ot




21.04.2016r., Ne748 or 02.08.2016r., Ne 650 ot 29.05.2017r., Ne 1024 ort
28.08.2017r., Ne 1168 ot 01.10.2018r., Ne 426 ot 20.03.2021 r., Ne 1539 ot
11.09.2021 1., Nel690 or 26.09.2022 r.), a cam aBrop, Masanosa Haranbs
HukonaeBHa, 3acly:KMBaeT IPUCBOCHHS HCKOMOW y4YeHOW CTENeHH KaHAuzara

MEeIMIMHCKUX HayK o creryanbHocTH 1.5.7. ['eHeTHKa.

3aMecTUTENs JUpEKTOpa Mo Jede6HOH
paboTe c 1eTbMH IPYyAHOIO U PAaHHETO
Bo3pacra ®I'BY «HMHIL] CCX um.

A H. Bakynesa» Munzapasa Poccun,
3aBeIYIOLIMHA OTAEIOM KapIHOXUPYPTUH
HOBOPOX/IEHHBIX H JIETEH
MJIaIEHYECKOIO BO3pacTa, IIaBHbIH
BHEIITATHBIN AETCKHH CIEIHATTACT
CepIeYHO-COCYAUCTHIM XHPYPT
Mun3apasa PD, Bpad cepaeuHO-
COCYAHCTBIH XHUPYPT, JOKTOP

MEIMIIMHCKHX HayK, Bpad BBICLIEH Q\ Vj\
kareropuu, npogeccop (3.1.15) \\}‘ | Kum A.U.

ITopmuck Kuma A .M. 3aBepsio.
Py
Vyénsiit cexperaps I BY «HMI
CCX um. A.H. Baxynesay MuH3

PoccuH, JOKTOp MEMLMHCKHX Ha
npogeccop

J e . | Tonos LA

121552, Mockga, Pybnesckoe mocce, I. 135. +7 (495) 268-03-28,
info@bakulev.ru
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