3AKJTIOYEHUE JUCCEPTAIIMOHHOT'O COBETA
/1208.126.01 HA BA3E ®EJEPAJIBHOI'O TOCYJAAPCTBEHHOI'O
BIO/UKETHOI'O YYPEXKAEHUS «<HALIMOHAJIbHBIN MEIULIMHCKHA
UCCIENOBATEJILCKHNA LEHTP SHAOKPUHOJIOI UMy
MHWHHUCTEPCTBA 3IPABOOXPAHEHU S
POCCHUMCKOMH ®EAEPALIAM IO JMCCEPTALIUN HA COUCKAHME
YUYEHOH CTENNEHU KAHIUJIATA HAYK

aTTeCTallHOHHOE Jejio No

PeLICHHE THCCEPTAIMOHHOTO coBeTa oT 29.11.2018 r. Ne 165
O npucy:xnennn Makpenkoii Huune AnlekceeBHe, rpaxkaanke Poccuiickoii

(I)ezlepaunu, yqenoii CTENEeHH KAHAHAATA MEeAHIHHCKHX HaYK.

Huccepranms «MoJeKynsIpHO-reHeTHYeCKHe OCHOBEI BPOXKJIEHHOTO
TMIIOTHpEO3a:  aHamM3 ¢  NPUMMEHEHMEM  MeTOJa  BBICOKOA(P(EKTHBHOIO
HApAIEILHOTO CCKBEHHPOBAHHUA», 1O crenuanbHocTd 14.01.02 — DupokpuHosorus
(MeguMuMHCKME Hayku) npuHsTa K 3ammTe 11.09.2018 roga, nportokoj Nel62/2
AMCCCPTAlMOHHBIM  coBeToM [ 208.126.01 ma Gase ®DemepanbHOro
FOCY/apPCTBEHHOTO  OIOIKETHOTO  yupeskueHus «HaluoHaNBHBIH —MeIHIHHCKHI
MCCIIEIOBATEIECKUH  LIEHTP JHAOKPHHOJIOrMM» MHUHHCTEpCTBa 3/[paBOOXpaHEHUS
Poccuiickoit @enepanuu, 117036, r. Mocksa, ynuua JImurpus ViesHosa, 11, NpUKas
Pocobpuanzopa 21.12.2009 r. Ne 2260-2851.

Couckarens — Maxkpenkas Huna AnekceeBna, 1989 rona poxaeHus, B 2012
rogy oxonuuna @enepanbHOE TOCYyIapCTBEHHOE GIOMKETHOE obpazoBarejiLHOe
yupexaeHue BBICIIIETO oOpa3oBanus "Poccuiickuii HalMOHAIBHBIH
HCCIIC/IOBATEILCKHA  MEAMLMHCKHH  yHUBepcuTeT wumenn H.U. [Tnporosa"
MunucrepeTBa  3apaBooxpanenus Poccuiickoit Qenepalud 10 CHELUATBHOCTH
«nenvatpus». B 2017 romy 3aBepmmna OporpaMMy IIOATOTOBKH Hay4HO-
NEMAroTHHECKUX  KafpoB B  acnupaHType @DenepalbHOro rocyaapCTBEHIOro
OI0’)KETHOTO YYpeKeHUA «OHIOKPHHOJIOMMYECKUH Hay4HbIH LEeHTP»

MunucTepeTBa 3apaBooxpanenust Poccuiickoii ®enepauuy (B HacTosilee BpeMs
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OQenepanbHoe  rocynapcTBEHHOE — GIOMKETHOE yupexaenne «HanuoHansHbIiH
MEJMUMHCKAH ~ HCCIENOBATENbCKUH  IIEHTp SHIOKPHHONOTHK»  MHUHHCTEpCTBA
3llpaBooXpanenus Poccuiickoit ®enepanun). B  nactosmee BpeMs paboraer
HayYHBIM COTPYAHHKOM OTAENEHHUS HAaCJeICTBEHHBIX SHJIOKPHHOIIATUS HAy4YHO-
HCCIC10BATEIECKOr0 MHCTUTYTA MEPCOHATH3UPOBAHHON MeaMIIHHbI DenepanbHoro
FOCYIapCTBEHHOTO  OIOZKETHOTO  yupexaeHust «HaluoHaIb b MEIULMHCKHAH
HCC/ICIOBATENIbCKUI LEHTP 3HIOKPUHOIOTHH MununcreperBa  3npaBooxpaneHus
Poccuiickoit Denepanuy.

Hucceprauust  BeINOJHEHA B HHCTUTYT€  NETCKOM  SHIOKPMHOJIOIUH
denepabHOrO  roCyIapcTBEHHOTO  GIOMKETHOrO yupexnenus «HaumoHanbHbIi
MCIHLUHCKHA  HCCNENOBATENbCKUH  LEHTp SHAOKpHHOJOrUM»  MuHHCTEpCTBA
31paBooxpaHeHHs Poccuiickoit ®enepanun.

Hayunplii  pyxoBogamrenn — Aenos  Wean Wsanosuu, [Ipesujent
DenepanbHOrO  roCyIapcTBEHHOIO  GIOIKETHOrO yupexnenns «HauumoHanbHbIit
MEIMLUUHCKHHA  HCCIIeOBATEIbCKHI LCHTp SHIOKPHHONOTHH» MHUHHCTEpCTBa
3ApaBooxpaneHust Poccuiickoit @eneparmu, akageMux PAH, noxrop meauumuckux
HayK, npoeccop.

Oduunanbubie onnonenToI:
- Iletpsiikuna Enena Edumosna, AOKTOp MEIMUMHCKUX HayK, Ipodeccop Kadeapbl
JOKa3aTeIbHOM MEJULIMHE] MEIULIMHCKOTO HHCTUTYTA Denepanpnoro
FOCYNapCTBCHHOIO ~ aBTOHOMHOTO  06pa30BaTeILHOIo YUPEXJIECHUSI  BBICILEro
obpasoBanus «Poccuiickuii YHHUBEPCHUTET ApPY>KOBI HAPOIOBY»
- bamnuna Enena Bopucosha, AOKTOp MEIHLHMHCKHX HayK, mpodeccop kadeapsl
SHJAOKPHHOJIOTHH @enepanpHOro roCy1apCTBEHHOI0 OrofKeTHOrO
00pa30BaTeIBHOrO  YUPEXIEHHS  BBICIIErO obpazoBanus  "CeBepo-3amaiblii
FOCYNapCTBEHHBIH ~ MeJUUMHCKHH  yHHBepcHTeT wuM. WL Meunukosa"
MunucreperBa 3npaBooxpanenus Poccuiickoit Denepauuu
AQJTH NOJIOXKHUTENBHEIE OT3bIBBI Ha JUCCEPTALIHIO.

Beaymas oprammszauust - DenepaibHOE TOCYHApCTBEHHOE GIOIKETHOE

00pa3oBaTeIbHOE yUpexIeHre BBICIIEro 00pa3oBanus "POCCHICKUI HAMOHATbHBI




MCCIIEI0BATEIECKUN  MeNUUHHCKUIA yHHBepcUTeT uMeHn H.U. Iluporosa"
MuHucrepcTBa 3ApaBooxpanenus Poccuiickoit ®epepariy, ropoa Mocksa, B cBoem
ITOJIOXKUTEJIEHOM 3aKIIIOYEHHH, IIOANKACAHHOM Jlorauessim Muxaunom
DesopoBUYEM, [OKTOPOM  MeIUIMHCKUX HayK, IpOpeccopoM, 3aBeayIOLHM
KaQenpoll  3HIOKPHUHONOTHH NeNMaTPUYECKOro  (dakynbTeTa, ykasaia, 4To
AuccepTalMoHHas pabota Makpenkoit H.A. Ha TeMy «MoOJeKyISpHO-TreHeTHUECK e
OCHOBBI ~ BpPOXIEHHOrO  THMIIOTHPEO3a: aHalu3 ¢ NPUMEHEHHEM  MeToJ1a
BBICOKO3(()EKTUBHOIO MapasiessHOro CCKBEHMPOBaHHA» SBIAETCS 3aKOHYCHHOM
Hay4HO-KBaJM(PUKALOHHOM paboToi, B KOTOpOi pellleHa Hay4Hasl 3a1a4a — H3y4eHa
MOJICKYJIIpHAA NPUPO/a BPOXAEHHOTO TMIOTHpEO3a, NpoBe/JIeHa OlLEHKa (eHOTHUII-
FeHOTHUIT KOPPEISILIHH.

Couckarens wumeer 7 Onmy6IMKOBaHHEIX paGoT, B TOM 4Yucie 10 TeME
AUcCepTalMH 6 paboOT, M3 HUX B OTEYECTBEHHEIX PELEH3UpPYEMBIX XKypHanax,
PCKOMEH/IOBAaHHBIX /I ONMYGNHKOBAHUS PE3yIbTATOBR AMCCePTAlIMOHHBIX paboT - 4
paboThI, B 3apyGe)HOM HAYYHOM H3TAHUM — | pabora. JlaHHble paBoThl B MONHOIN
MEPE OTPaXKatOT Ppe3yNbTATHl U OCHOBHBIE MOJIOMKEHMUS Aucceprauuu. Onucanue
MaTe€pHaIoB W METOJOB JaHHBIX HAYYHEIX paboT, a TaKke paszielibl, oTpaXkarolue
PE3YJILTATEL HCCIIEIOBAHKS M MX 00CYKIEHHE, IOTHOCTHIO BBIIO/HE ] aBTOpPOM.
HauGosiee 3naunmele Haygnsie paboTEI 10 TeMe guccepTaLyy;

1. Ocunosckas M.A., Kuses A.B., Maxkpeukas H.A., Bacumbes E.B., Tionpnakon
A.H. Cunapom pesucreHTHOCTH K THPEOTPOITHOMY I'OPMOHY: OIIUCAaHHE CeMEHHOIo
ciy4das // Knunanueckas u IKCICPpUMEHTaNbHAs TUpeonosorus. 2015, —T.11 — No 4. —
C. 36-39.

2. Makpeukas H.A., Kanunuenko H.IO., Bacunses E.B., IlerpoB B.M., Tionbnakos
A.H. Knunnueckwuit cnyyai BPOXIEHHOI0 rHNOTHPE03a, 00YCIIOBIEHHOrO nedexToM
reHa NKX2-1 // TIpo6nemsi SHAOKpHHOJIOTHH. — 2016. — T. 62. — Ne 3. — C. 21-24.

3. Makpeukas H.A., Besnenkuna O.B., Yukynaesa O.A., Bacuises E.B., [Terpos
BM., Jlenos W.U., Tionemakos A.H. Ciy4ali BpoxneHHOro THIIOTHpEo3a B

COYCTAHHH C HEHPOCEHCOPHON TYroyXOCTEHIO (curnpom IMenapena), o6ycioBieH I




nedexrom rena TPO // TIpoGnemsr SHAOKpHHOJOTHHU. — 2017. — T. 63. — Ne 2. — C.
110-113.
4. Makpeukas H.A., Besnenkuua O.b., Konoakuna A.A., Kuses A.B., Bacuiben
E.B., ITerpos B.M., .UIHKyJIaeBa O.A., Manuesckuit O.A., Henos U.HU., Tonbnakon
A.H. MonexynsipHo-reHeTHYecKHEe OCHOBEI AUCTEHE3UH IMUTOBUIHON Kenespl //
Kinunuyeckast u sxkcnepumenTanbHas Tapeonnonorus. — 2018. — T.14. — Ne2 —C.64-
71,
5. Makretskaya N., Bezlepkina O., Kolodkina A., Kiyaev A,, Vasilyev E.V., Petrov
V., Kalinenkova §., Malievsky. O., Dedov 1.I., Tiulpakov A. High frequency of
mutations in ‘dyshormonogenesis genes’ in severe congenital hypothyroidism //
PLoS ONE. - 2018. - 13 (9):  e0204323. - Pexum JOCTYyTIA:
https://doi.org/lO.1371/joumal.pone.0204323.
Ha aBropedepar nuccepranuu TIOCTYITUIIH OT3BIBHI:
1. CanakoeBoii JIroqmusibl I1aBNOBHEI, OKTOpa MeIMLMHCKHIX Hayk, npodeccopa
Kadenpsl  meauaTpun (akynpTeTa  gomoONHHTENBHOTrO poeCCHOHAIBHOTO
obpasosanus ®I'BOY BO MY um. akagemuka E.A. Barnepa Munsnpaga Poccuy.
2. CynmnoroBoit JIrogMuiIb AJIEKCaHIPOBHBI, JOKTOpA MeIMIIHHCKHiL HayK,
npogeccopa kadempsl Tepammm ¢ KypcaMu SHAOKPHHOJIOTHH, (DYHKLHOHAILHOH U
YJIbTPa3sByKOBOH AHAarHOCTHKM uHCTHTyTa HITP ®I'BOY BO Tiomenckoro MY
Mnunzapasa Poccun.
3. Paiiropoackoit Hanexnnr FOpbeBHEI, JAOKTOpa MEAMLHWHCKUX HayK, OLCHTA
Kaenpel MpONENEeBTHKH NEeTCKHX Oonesnel, netckoii SHJOKPHUHOJIOTHH W
auaberonmornu  ®I'BOY BO CaparoBckoro ™Y um. B.U. PazymoBckoro
Munznpasa Poccun.
4. llnpoxoBoit Hpumsi BacunbeBHBI, KaHIMmaTa MemUIMHCKHX HayK, Bpaua
ACTCKOTO 3HA0KpUHONOra ®I'AY « HMHL 3n0poBbs Heteit» Munsapapa Poccuy.
OT3bIBEI  MONOXHTENBHEIE, IPUHIMITHATBHBIX ~ 3aMEYaHHH He  Cofepiar,
TIOMYEPKUBAIOT HAYYHYIO M NPaKTHYECKYIO I[EHHOCTD Pe3yJIbTaToB, MOJIyYEeHHBIX B

AHCCEepTAllMOHHOH pabote Makpenkoii H.A.




BriGop oduumansuex onmodentos u BEylleH OpraHu3anu¥ 06O0CHOBBIBACTCS
KOMIETCHTHOCTRIO NaHHBIX CIICLMANHCTOB B OGNACTH AMArHOCTHKH M JICYeHMs
SH/IOKPUHOTIATUH B JETCKOM BO3pacTe, B TOM 4YHCiE B chepe MomexkynspHO-
PeHEeTHYECKUX UCCIIENOBaHHIA.

Muccepraunonuslii  coser O0TM€4aeT, 4YTO Ha OCHOBAaHHHU BBITIOJHEHHBIX
COMCKATENEeM HCCEef0BaHUi pa3paboTaHa HaydHas KOHLEMIUS O COOTBETCTBIM
MOJICKYIIAPHO-TEHETHIECKMX €PEKTOB U KIMHUYECKHX NPOSBIEHHUIA BPOXJICHHOTO
THIIOTHPEO3a; MPE/IOKEHbl OPUTHHATBHEIE CYKIEHHS O CTPYKTYPE MOHOI'€HHBIX
¢opM 3aboneBaHus; 060CHOBAHO IPHMEHEHHE METOAa BbICOKOI(DPEKTHBHOrO
MapaJlIeTIbHOr0 CCKBEHUPOBAHHUA C LENbIO BEPUDHKALMH HACIECTBEHHBIX bopm
BPOXKAEHHOIO FHIIOTHPEO3a.

Teopernveckas 3HaunMOCTL HCC/Ie 0BaANHS 00ycloBIeHa Tem, 4TO aBTOPOM
/IOKA3aHbl  TIONIOKEHNS, BHOCAIME BKIAl B pacIIMpeHHe MPEJCTaBICHHH 0
MOJICKYJISPHOH OCHOBE BPOXIEHHOTO TMIIOTHPEO3a, U3y4YeH CIEKTP Ne(EKTOB I'CHOB
TPO, SLC545, PAXS, NKX2-5, IVYD, SLC2644, TG, NKX2-1, DUOX2, TSHR B
CTPYKTYpe 3aboJieBaHUs; DOKa3aHa HENeco00pasHOCTh MOJIEKYIIAPHO-TEHETHIECKOrO
HCCIICIOBANMS Y MAUMEHTOB € BPOXIEHHBIM THIIOTHPEO3OM. [Mpumenurensno
npoGJieMaTHKe quccepTauuu 3(QPEKTUBHO, C MONyYeHHEeM O6NANAIOMMX HOBH3HOMN
PE3YJIbTaTOB, WCIONB30BAHEl COBPEMEHHBIE METObI MOJICKY/IAPHO-TeHETHUEC KO
AMACHOCTHKH ~ —  BEICOKO3(DEKTHBHOE  mMapaiulenbHOe CEKBEHHPOBAHUE  C
NPUMEHCHHEM CHEH(HUYECKOH NaHeNH mpaiiMepos, BKJIIOYAIOIIEH KOIUPYIOI[HE
obnactd 12 reHOB-KaHAMIATOB, U MYNbTUINICKCHAs aMIUVTMQUKALNAS  JIMra3Ho-
CBA3AHHBIX 1Ip00, IMO3BOJAIOLIAN UICHTUGULMPOBATE OGIIMpHbIE jeleld
HHCEPLHUH FE€HOB.

3HaYeHHe NOJYYEHHBIX coMCKaTe/IeM Pe3yIbTATOB HCCACA0OBAHMS JJIsI
MPAKTHKH  [IOATBEPKIACTCI TEM, 4YTO BHEAPEHAa METOIMKA MOJIEKYJISIpHO-
FEHETHYECKOTO  OOCNIENOBAHHA MPH  BPOKIEHHOM TUIIOTHPEO3€;  OIpe/esICHbI
MPEACIBI M IEPCIEKTUBBI HMCIIONB30BAHUS BBICKO3((pEKTHBHOrO napaule/ibHoro
CCKBCHUPOBAHHS y NALIHEHTOB C HATHYHEM BPOXKIEHHOIO TUIIOTHPEO3a U B Oy 1ylem

TIpH NIpeHaTaJbHOH JHArHOCTHKE.




Onenxa xocToBepHOCTH pesy/bTAaTOB HCC/IEAOBAHUS BBISIBHIIA, YTO TEOPHS B
JICCEPTALIMOHHON paboTe IOCTPOEHAa Ha MPOBEPSEMBIX NAHHBIX M COITIACYIOTCS C
ONyONMKOBAaHHBIMH  JKCIEPHMEHTANBHBIMH  JAHHBIME 10  HCCICLOBAHUIO
FeHETHYECKOH MPUPOJBI BPOXIAEHHOIO IHIIOTHPEO3a; MAeH GAa3HPYIOTCA HAa aHAM3e
COOCTBEHHBIX HaGMIOJeHHH W 0606LIeHUH IePeOBOr0 MHPOBOIO  OIBITA;
UCTIOIP30BAHO ~ CPAaBHEHHE ABTOPCKUX JAHHBIX  MOJIEKY/SAPHO-T€HETHYECKOrO
UCCICNOBaHMA W [AaHHBIX HE3aBHCHMBIX HayYHO-HCCIIE[OBATENLCKUX — pabor,
MOJYHEHHBIX paHee; HCIOJb30BaHbl COBPEMEHHBIE METOAMKH cGopa M 06paGoTKH
HHOPMaUUH;  IKCIEpUMeHTaNbHas paGoTa NpOBEJIECHa B COOTBETCTBUM C
YCTaHOBJICHHBIMH MEXIYHapOAHBIMH CTaHIApTAMH; YCTAHOBJIEHA COIJIACOBAHHOCTD
aBTOPCKHX PE3yJIbTATOB C pe3yibTaTaMu paboT, MpPEeACTaBIEeHHBIMH B HE3aBUCUMBIX

HCTOYHHKAX I10 JIAHHOM TeMaTHKe.

JIM4HBIA BKJIAJ COMCKATENII COCTOMT BO BKIIOYEHHOM Y4aCTHMM Ha BCex
STanax Ipouecca: aHalu3e JUTEPaTyphl [0 TeMe JUCCepTaluHy; pa3paboTKe qu3aiina
M IIaHUPOBaHMK OTAIlOB HCCJIEAOBaHUs; COOpPEe MCXOAHBIX JAHHBIX H OLCHKE
KJIHHAYCCKOTO MaTepuana; y4aCcTHH B MNPOBEACHHH MOJEKYJIAPHO-IeHETHYECKIX
UCCIeI0BaHMMH; 06paboTke M MHTepIpeTaluu pe3yibTATOB, HOJY4EHHBIX B XOJE
HCCIIENOBAHNs; CTATUCTHIECKOH 00paboTke MaHHBIX; (HOPMYIMPOBKE BHLIBOIOB W
TIPaKTHYCCKUX PEKOMEHIALUH; MpENCTAaBICHHH pPEe3yNbTaTOB WCCICMOBAHUS HA
POCCHHCKHX ¥ MEXIYHapOAHBIX KOH(EPeHIHSX; MOArOTOBKE nyOnuKauuii 110

BBIIIOJIHEHHOM pabore.

B muccepranmu Makpeukoit H.A. ua TeMy «MoneKkylsipHO-reHeTHYecKue
OCHOBBI ~ BPOXKACHHOIO  THIIOTHPEO3a: aHAIM3 ¢ [OpUMEHEHHEM  MeToja
BBICOKOI(()CKTHBHOIO MapasieNbHOr0 CeKBEHHPOBAHUS» COBIIIOIEHbI KpUTEpHH,
YCTaHOBIICHHBIE MYHKTOM 9 «IlonoxeHust 0 mopsAaKe NpUCYKAEHHUS YUEHBIX
CTENeHe», yTBEPXKIEHHOrO IOCTaHOBIeHHeM IlpaBuTenscTBa  PoccHHCKOI
Qenepauuu ot 24 centabps 2013 r. Ne 842 «O NOPAIKE NPUCYKIACHHS YYCHBIX
CTENCHEeH» ¢ H3MEHEHHMSAMH, YTBEP)KICHHBIMHU IOCTAHOBJICHHEM IIpaBurenncra
Poccuiickoit ®enepanuu ot 21 anpens 2016 r. Ne 335 «O BHeCeHHH H3MEHEHMI B

ITonoxenun o MPUCYXNAEHHM YUEHBIX CTEIEHEHY. Huccepranus sBIsSETCS HayuHO-
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KBAIU(QUKAIHOHHON paboTol, IOCBAMECHHOI PCUICHUIO aKTyallbHOH Hay4HOI
3ajaud. B puccepramui  orcyTeTByrOT HEJIOCTOBEpHEIE  CBEJEHHS 00
OIyOJIMKOBAHHBIX COMCKAaTeNeM YYeHOH CTelleHH 'paﬁorax, B KOTOPBIX H3JI0KEHBI
OCHOBHBIE Hay4JHBIE Pe3y/IbTAThl AUCCEPTALHH.

Ha 3acenanum 29 Hosi06pst 2018 roma AMCCEPTAUMOHHBIA COBET MPHHSII
pelienue npucynute Makpenkoi Hune AnekceeBhe YYEHYIO CTeNeHb KaHauiaTa
MEIMIMHCKHUX HayK.

Ilpy  npoBemeHud TaifHOrO romocoBaHHMs JAHUCCEPTAlIMOHHBI COBET B
KoJmuecTBe 23 uenoBeK, U3 Hux 23 JAOKTOpa HayK IO CHEeIHaJbHOCTH
paccMaTpuBaeMoN AMCCEPTalH, yYaCTBOBABIIMX B 3ace/laHu, u3 31 yenoBeka,
BXOILIUICTO B COCTaB  COBETa, IIPOrOJNOCOBANM: 3a — 23, OPOTUB — HeET,

HEJICHCTBUTEJILHBIX OroJiereHeit — HET.

3amecTuTeINB NIpECEnaTeNs

AUCCEPTALMOHHOTO COBETA, _ ,»Q//"f

akagemuk PAH _ ﬂeTgxqéa'_ﬁaﬂeHTHHa AJlexcaHipoBHa
YdeHslii cexpeTapb )

AMCCEPTAIMOHHOTO COBETA,

JAOKTOp MEHUUHCKUX HAYK / Cypxosa Enena Bukroposna

30.11.2018 r. (/




