3AKJIIOYEHUE JUCCEPTAIIMOHHOI' O COBETA 21.1.045.01

CO3JAHHOI'O HA FA3E ®EJEPAJIBHOI'O TOCYJIAPCTBEHHOI'O
BIO/UKETHOI'O YYPEXIEHUS «<HAIIMOHAJBHBIA MEJIUITAHCKUN
NCCJEXOBATEJHCKHM IEHTP SHIOKPUHOJIOI Nl
MUHVCTEPCTBA 3JIPABOOXPAHEHUSI
POCCUHCKOM ®EJEPAIINA
IO IUCCEPTAIIUN HA COUCKAHUE YYEHOM’ CTEIIEHN
KAHJINJIATA HAYK

aTTecTalMOHHOe A€o No

peleHue AuccepTaloHHoro coBera oT 26.09.2024 r. Ne250

O npucyxnenun Xaduoynnunoii /lune Ann0epToBHE, IpaKAaHKe

Poccniickoii @epepanuu, y4eHOH cTeneHN KAaHAHIATA MEIHUUHCKHX HAYK.

HMuccepranus «I 0HaJOTPONIMH3aBUCUMOE IIPEXKAECBPEMEHHOE ITOJI0BOE PA3BUTHE:
KIIMHUYECKUE XapaKTepUCTHKH M MOJEKYJISIPHO-T€HETUYECKass TI'eTEPOTeHHOCTHY II0
cneunansHocTH 3.1.19. DHAoKpuHONOrHS (MEIULMHCKUE HAyKH) IMPUHSTA K 3allUTe
20.06.2024 r. (mporoxon Ne 246/1) pucceprammoHHslM coBeroM 21.1.045.01,
co3naHHbIM Ha 0Oaze DenepanbHOro rocyJapCTBEHHOro OIOHKETHOrO YUYpeKASHUsS
«HanvoHanbHBI MEIUIMHCKHI  HCCIENOBATENbCKUM IEHTP SHIOKPHUHOJIOTHUM»
MuHncrepcTBa 3apaBooxpaHeHus Poccuiickoit ®@eneparuu 117292, r. Mocksa, yi.
Hmutpus YibesiHoBa, 1. 11, IIpukas Pocobpranzopa 21.12.2009 r. Ne2260-2851.

Couckarens XabuOynmna Juna AnsbeproBra, 1995 roma poxaerus, B 2019
rony oxoHuyuna «Ka3aHCKHMII TroCyZapCTBEHHBIH MEAWLHUHCKUI YHUBEPCHUTET
Munsapasa Poccnu no crienmansHoctu [eguatpus. C 2019 nmo 2021 rog npoxoauina
o0ydeHrue B  KIMHHYECKOM  OpAMHATYype MO  CHOemualbHOCTH  «JleTckas
SHAOKpUHONorusy», nainee ¢ 2021 mo 2024 rog — B acnupantype ®I'BY «HMMUIL]
OupokpuHosorum» Munznpasa Poccun.

C 2022 rona paboTaeT Bpa4oM — IETCKUM 3HIOKPHHOJIOTOM OOILIEKINHUYECKOTO

OTHENICHUS M aCCUCTEHTOM aKKpeAUTAallMOHHO-CUMYJIIIIMOHHOro uLeHTpa OIBY
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«HMMULI supoxpunonorun» Munsapasa Poccun.
Hucceprauus BeimonHeHa Ha ©Oa3ze DexepanbHOrO roCyJapCTBEHHOTO
Oro[KeTHOTO yupexxaeHus « HalosanbHeiil MEIHIUHCKIHN HCCIIe10BaTEebCKII LICHTP

SHIOKpHHOJIOruM» MuHucTepcTBa 3apaBooxpanenus Poccuiickoit @enepanym.

Hayunenii pykoBoamtennb: besnenkuna Omnbsra bBopucoBHa, mokTop
MEIMIIMHCKUX HayK, 3aMecTUTeNb aupekropa Llentpa - qupexrop MHCcTUTYTA MeTckoi

SHIOKPHUHOJIOTHH.

OdunuajbHble ONMOHEHTDI:

- Paitropoznckas Hanexzna KOpreBHa, TOKTOp MEAMIMHCKUX HAyK, IOLIEHT, IIpodeccop
Kapenpsl IPONENCBTUKH JAETCKHX Ooyie3Helf, MJETCKOM JHJOKPUHOJOIMH U
nuabetonorun DenepanbHOr0 TrOCYIapCTBEHHOTO OIOMKETHOTO 00Pa30BaTENBHOTO
y4upexeHus Beicmiero obpazoBanus «CapaTOBCKHil rocyqapCTBEeHHBIH MeIUIIMHCKUI
yHuBepcuteT uM. B.H. PazymoBckoro» Munucrepctsa 31paBooxpanenus Poccuniickoii
®enepanuu.

- Hukutrna Mpuna JleopoBHa, TOKTOpP MeIUIIMHCKUX HAYK, IIpodeccop, 3aBeayIomuit
kadenpoil nerckux OonesHell ¢ KIMHHKOU JiedeOHOro ¢akynsrera WHCTHTYTA
MEUIIMTHCKOTO obpa3oBaHus, 3aBEYIOIINI Hay49HO-HCCIIEN0BaTEIbCKOU
naboparopuel KeTcKoi 3HNOKpUHOIOTUU VHCTUTYTa S3HIOKpHHOIOTHH DeepaibHOro
rocyapCcTBEHHOro OrojkeTHOro yupexzaeHus «HanuoHaNbHBIH MEOUIIUHCKUM
HCClIeNoBaTeNbCKUM LeHTp uM. B.A. AnmaszoBa» MuHHCTEpCTBa 3paBOOXpaHEHUS
Poccuiickoii ®enepanuu

AN ITOJIOKUTEIJIBHBIC OT3BIBEI HA TUCCEPTAIHIO.

B pamxax puckyccuu B or13miBe Paitropoxckoit H.FO. Oputm  06CyXIeHEI
CJIeyIOIUUE BOIIPOCHL:

1. ITocTaHOBKA reHeTHYECKOIro ANar€o3a BIUSAET Ha Ha3HayeHHe Teparuu U
JanbHeiilllee HaOMOAeHIE CEMBU?

I'emernueckas Bepudukanus AHArHo3a SABISETCS HEOTHEMJIEMOH YacThbIO

MEAUKO-TECHCTHICCKOI'0 KOHCYJIETUPOBAHUA CeMeﬁ, KOTOPOC IIO3BOJIACT OIPEACIIATH
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IpyIIBl pUCKa IO pa3BUTHIO 3a0oyieBaHMs, B TOM 4YHclie B OyIyIUX NOKOJIEHMX,
IepCOHU(UIMPOBATh, IUIAaH HAONIOAECHW 3a 4YIeHaMH CEMBbH H CBOEBPEMEHHO
Ha3HaYUTh TEPANHIO IIPH HEOOXOAMMOCTH.

IIpn pasButuu II[IP BHe 3aBHCUMOCTH OT HAJIWYHAS HIH OTCYTCTBUS
TeHeTH4ecKoro naedexra TepameBTHYeckas TaKTHKa HE MEHsSETCA — IalMeHTaM
HA3HAYaloTCs MpOJIOHrupoBaHHble aHanord ['HPI', MOCKONBKY OCHOBHOI IEINbIO
JICUEHHUs SIBJISIETCSA IPENOTBpAIllEHHE IPOrPECCHH ITOJIOBOIO Pa3BUTHUA U YIIyYIICHHE
POCTOBOIO IIPOTHO3A.

Ilpu npoBefeHUH Hallero UcciefoBaHMs y CHOCOB IAIMEHTOB U3 TpeX ceMei
yaJoCh JUArHOCTHPOBATh 3a00jieBaHe Ha paHHEN CTaAuu ¥ BOBpEMsI HHULIUHUPOBATD
Teparnuio.

2. Cpenyn nanueHTOB, BKIIOYEHHBIX B HCCIIENOBaHME, OBUIM CIydau, KOrna
tepanus ananoramu ['HPI" He Ha3Havanace?

TpuHagUaTH NalUeHTKaM Tepanus He Ha3sHayanach, IOCKOIBKY Ha MOMEHT
IEpBUYHOIO OOCJIENOBaHUS Yy JEBOYEK YK€ MaHHU(GECTHpOBAIO MEHapXe, NpH 3TOM

McAraHa BO3pacTa Hadalla MCHapXe COCTaBHIIa 7 ner.

B pamxax muckyccuu B ot361Be Hukutunoit M.JI. 6putr 06CyXAeHB! CIIeTyromie
BOTIPOCHL:

1.  IIpoBomuinochk JIU MOJEKYJISIpHO-TeHeTH4eckoe obclieoBaHle poauTeneit
U B KaKuX clly4asx 3To ObU10 Hambosee 1enecoobpasHo?

Haubomnee uenécooGpa3H51M ObL10 00Ciei0oBaHNe poguTeNel pu 0OHapyKEHUH
y HallUeHTOB peAKUX BapUAHTOB B reHaX-KaHAW/1aTax, aCCOLIUAPOBAHHBIX C PETyIauen
paboTEl THUITOTAIaMO-THIIO(HU3APHO-TOHATHON OCH M IMOTEHUHAIBbHO C (EHOTHIIOM
3a00JIeBaHuUs, 111 YTOYHEHHS KIIMHIIECKOH 3HaYNMOCTH BEISIBJIEHHBIX U3MEHEHUN.

B narmeit pabote obcneoBaHue poauTesieil MpoOBOAMIOCH, HO, IO PsIy MPUYHH,
00pasiisl KPOBH WIEHOB CEMBH OBUIH JOCTYIHBI TOJIBKO B ITOJIOBHUHE CIIy4aceB.

2.  HMwmenu nu MecTo, ¥ y KAaKOT0 KOJIMYECTBA MAIlEeHTOB, U30BITOYHAs Macca
Tela M OXHUpEHWe, W OBUIM JHM 3THHYECKUE pa3iu4Ms Cpeid BKIIOYEHHBIX B
HCCIIeOBaHue neTeii?

M36kITOUHasA Macca Tejla 0TMedYanach Y ABYX INIAHCHTOK C CHHAPOMOM TCMHJ'I,
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AT KOTOPBIX M30BITOYHBII BeC SABIIETCH XapaKTCPpHBEIM CHUMIITOMOM. Y ocranpHBIX
JIETEW moKa3aTelu Beca 1 HHACKCA MAaCChI TCJIa HAXOAUJIIUCh B HOPMC.

OTHHYECKUX pa3INyuil B HCClleiyeMoil BEIOOpKe He ObIII0 00HapyKEHO.

Beaymas opranmsaums — @enepanbHoe ToCyJapCTBEHHOE aBTOHOMHOE
yupexnenne «HanyoHanpHBIA MEIUIMHCKUI HCCIENOBATENIbCKUA LEHTD 3/10pOBBSA
nereit» MunucrepcTBa 3apaBooxpanenus Poccuiickoit @enepanuu.

B mnonoXWTeNbHOM OT3BIBE, IOAIMCAHHOM JOKTOPOM MEAMLIMHCKUX HayK,
npogeccopoM, 3aBeIyIOIIUM HePpOJOTHYECKUM OTHelleHneM LIBIrMHBIM AltekceeM
HukonaesrnueMm, u bpxxesunckoit Jlro6oBbio boprucoBHOM, KaHAUAATOM MENUIIMHCKIX
HayK, CTapIIUM Hay4YHBIM COTPYIHHUKOM, OTpPaXXeHbl HaydHO-IIpaKTU4YECKasi LIECHHOCTh
paboThl, OOOCHOBAaHHOCTH H JOCTOBEPHOCTh PE3YJIBTATOB JHUCCEPTAIHOHHOTO
uccnenoBanus. [loguepkuBaeTcss HeCOMHEHHAs HOBH3HA HAy4dHOU paboOThI, KOTopas
ompezeNsieTcsl TeM, YTO BIepBble Ha OONBIION BBHIOOpKE JeTeld C WOUONAaTHYECKHM
TOHAJOTPONMH3ABUCUMEIM TpPEXACBPEMEHHBIM IIOJIOBBIM pa3BUTHEM HPOBEIEHO
MOJIEKYJIIPHO-TeHETHYECKOe HCCIIeIoBaHHe METOAOM next generation sequencing
(NGS), nosBonmBIIee H3YYUTh I'€HETUYECKYIO OCHOBY 3aboneBaHus. C yuyeTom
Hay4YHOM W MpakTHUYECKOH 3HaYMMOCTH AaHHas JUCCepTaloHHas paboTa MOCIYXKHUT
OCHOBOHM I JaidbHEHIINX HAYYHBIX HCCIIEIOBAaHMUHA B 00JIAaCTH SHJOKPHUHOJIOTUU Ha
6aze 'HI] PO OI'BY «HMWL] supokpuHonorun» Munsapasa Poccun, a Takxe apyrux
Hay4YHO-MCCJIEZIOBATEIbCKUX OpraHu3anusx. Pe3ynbTaThl auccepTallid MOTYT OBITH
PEKOMEHI0BAHEI /IS UCIIOJIB30BaHUS B IPAKTUYECKOM 3/[PAaBOOXPAHEHUH.

Couckarens umeet 13 paboT mo TemMe IUCCEPTALMU, B TOM YHCIEe 2 CTATbU IO
pe3yabsTaTaM HCCIIeTOBaHHSA B  peleH3UpyeMBbIX Hay4YHBIX XKypHaIax,
pexomengoBaHHEIX BAK MunoOpHayku Poccum pmnsg myOnMKamiyl OCHOBHEIX
pe3yNbTaTOB AUCCEPTALMOHHBIX paboT. PaGoTHI IMOCBSIIEHBI H3YUEHUIO MOJIEKYJISIPHO-
reHeTHUIECKOM OCHOBEI HIHOIIATHYECKOrO FOHAI0TPONIMH3aBUCHMOT0
[peXAeBPEMEHHOIO ITOJIOBOTO Pa3sBUTHS, a TakKe KIMHUYECKUX OCOOCHHOCTeH Npu
CeMeMHBIX, CITOPaIUYECKUX U I'eHETHUECKH BepruUIIUPOBAaHHBIX CIIydasx 3a0oeBaHus.

B nuccepranuy OTCYTCTBYIOT HEJOCTOBEpHBIE CBelleHUs 00 OmyOIHMKOBaHHBIX

coMcKaTeJeM ydeHOH crermeHH paborax. B omyOnMKOBaHHBIX CTAaThIX B XXypHaJlax 1
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Te3ucax KOHQPEPEHIIUH ¢ MEeXAYHAPOAHBIM y4acTUEM aBTOPCKUH BKIIaJ COCTaBIIIET HE
MeHee 50%. ABTOpPOM He TOJBKO IOATOTOBIIEH HAYYHBIM MaTepual, HO M IIpOBeleHa
ero obpabotka. Hammcanue Tekcra ImyOauKauuii BEITOJIHSJIOCE COUCKATENIEM y4eHOU
CTEIICHM.

OO6muit 00beM HayYHBIX M3/IaHWi cocTaBisgeT 6,7 MEYaTHBIX JIMCTa, Hauboiee
3HAYUMBIMU paboTaMu SBISIOTCS:

1. Xa6ubyssmna J.A., Kononkuna A.A., Buszepos T.B., 3ybkosa H.A.,
Bbesnenkura O.b. 'oHagoTHpONUH3aBUCHMOE IPEXIEBPEMEHHOE IIOJIOBOE pa3BHUTHE:
MOJIEKYJISPHO-TEHETHYECKHE ¥ KIMHWYeCKHe  XapakTepuCTUKU.  IIpoGriemsr
Oupoxpunonoruu 2023;69(2):58-66.

2. Xa6uoyaauna J.A., Konoakuna A.A., Buzepos T.B., 3y6koBa H.A.,
Besnenknna O.b. I'emerndeckwe acnekThl W KIAHAYECKUE XapaKTEPUCTUKU
HACJIEACTBEHHBIX ()OPM TI'OHAJOTPOIHMH3ABUCUMOIO IPEXIAEBPEMEHHOIO IIOJIOBOrO
pasBuTus // PerponykTuBHOE 3M0poBhe AeTeit u mogpoctkos. 2023. T. 19, Ne 3. C. 74—

85.

Ha aBTopedepaT AuccepTauiu NOCTYNHJIH OT3bIBbI:

1.  Or a.m.H., npodeccopa kadenpsl rocuuransHoi neanatpuu OI'GY BO
«Bbamkupckuii rocy1apcTBEHHbIN MEIUIIMHCKUN yHUBepcuTeT» MuHnsapasa Poccun —
Mamnesckoro Oiera ApTyposuya.

2. Ot a.M.H., podeccopa, 3aBenyromeit kadenpoit nexuatpun ®I'bY BO
«CeBepHBIM TroCyAapCTBEHHBIH MeIMLIUHCKUM yHHBepcuteT» Munsapasa Poccun —
Mansckoi CBernans! IBaHOBHEI

3. Ot k.M.H., gouenTa Kadenpsr sHpokpuHoiorun OI'BY BO «Kaszanckwuii
roCyIapCTBeHHBIN MeIUIUHCKAN yHUBEepcuTeT» Munznpasa Poccuu — IlainyuinHon
Mapuu PycTeMOBHBEI.

OT3bIBBI  TIOJIOXKUTEIBHBIC, TNPUHIUIHAIBHBIX 3aMeJaHUH HE COAepXKar,
IIOAYEPKHABAIOT HAYYHYI0O U IPAKTHYECKYIO LEHHOCTb Pe3ylIbTATOB, IIOJNYYEHHBIX B

auccepTaIoHHOM paboTe XabuOyuiHoH JJUuHEl ANbOEpTOBHEI.

BBI60p O(bI/IIII’IaJIBHBIX OINIIOHEHTOB 00OCHOBaH KOMIIETEHTHOCTBIO JIaHHBIX
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CIIEIMAIIICTOB B 00JIaCTH KIMHUYECKOH SHAOKPUHOJIOTUH, 10 BOIIPOCAM JUAarHOCTHKH
Y JIUEHHS JIeTeil ¢ HapyIIeHUSIMH TIOJIOBOT'O pa3BUTUA. BriOop Bemymiel opranu3anmu
00yCIOBIEH TEM, YTO OHA IIMPOKO M3BECTHA CBOMMH JOCTHKEHHUSIMH B MEAUIMHCKOM
HayKe U UMeeT BCEe BO3MOXXHOCTH OIPEAENIUTh HAYYHYIO U IPaKTHUYECKYIO HEHHOCTD
CCEPTALIHH.

OCHOBHBEIMHU ITyOJIMKAITUAMH 10 TEME JUCCEepTalliu OIIOHEeHTa Paiiroponckoit
Hanex sl KOpreBHEI SIBISIFOTCS ClIeAyIOIIUE:

1. Paitropoackas H.1O., bonotoa H.B., Uexonankas M.JIL., Ilomaxos B.K.,
Cenosa JL.H., ComoBa B.A. J/lnaraoctika Bpo>XI€HHOH I1aTOJIOTHH ITOJIOBOT'O Pa3BUTHUSA
y MaJIb4MKOB C IBYCTOPOHHHMM I1aXOBBIM KPUIITOPXHU3MOM B IIEPHOJ MHUHHU-ITyOepTaTa.
ITpo6nemsr Dupoxpunonoruu. 2019;65(4):236-242.

2.  Tloka3arenud MOJIOBOIO pPa3BUTUSA 3JO0POBBIX MAIBYHMKOB B DPa3iIU4HbIE
nepuo sl runoduzapro-ronaanoi aktusHoctd / H. B. bonotosa, H. 10. Paiiropozckas,
B. K. Ionskos, H. b. 3axaposa, A. Il. ABeposnoB // Ilenuarpus. XKypuan um. I'. H.
Crepanckoro. —2019. — T. 98. —Ne 6. — C. 91-97.

3. Paiiroponckas H.IO., bomotoBa H.B., Uexonaukas M.JI., Kpacuosa E..,
HpornoBa E.I'. OcobeHHOCTH MHUHH-IIyOepTaTa y AE€BOYKH B BO3pacTe 3 MECALEB C
BPOXIEHHON auUCYHKIMENH KOpbl HAJIIOYEYHUKOB. BOIpOCEl NpakTUYECKOH
neguatpun. 2020; 15(1): 95-99.

4. HeliposHIOKPUHHBIN KOHTPOJE MEHCTPYaJbHOM (YHKIMH Y NEBOYEK C
pa3nuaHbsIM MeTabomaeckuM crarycoM / H. B. bonorosa, H. 0. Paitropoackas, H. 1O.
®ununa, E. M. Opemkuna, M. C. Kyapusin, T.B. Crenanosa // [lenuatpus. Xyprai
uM. I".H. Cnepanckoro. —2020. — T. 99. — Ne 5. — C. 78-84.

5. Opemxuna E.M., Bomorosa H.B., Ilputaes T.E., AsepesHoB A.II,
Paitiroponckass H.JO. TopMmoHaibHBlE ¥ T€HETUYECKHE IIPUYHMHBI  Pa3BUTHSA
M30JIMPOBaHHOTO Kpurrropxusma // ITpobnems! sanokpunonoruu. — 2023. — T. 69. —

N5, — C. 99-106.

OCHOBHEIMH ITyOJIMKAITUAMK II0 TeMe JuccepTalvy onnoHeHTa Hukutunon

Hpuns! JIeopoBHEI SIBISIOTCS CIIEAYIOLIUE:

1. Huxutuna W.JL, CapakaeBa JI.P., KocrtapeBa A.A., Kynpsamosa E.K.
)



Knuandeckas reTeporeHHOCTh M MOJIEKYISPHO-TEHETUUECKHE NPUYHHBEL B KOTOpTe
HallMeHTOB ¢ HapymenueM (opmupoBanus noia / [leguarpus. Consilium Medicum. -
2021. - Ne2. - C. 194-202.

2 JIuckuna A.C., 3asepckas W.E., Antomwmua T.W., Caduymauna C.P.,
JxamueBa III.A., Hukutuna M.JI. K Bompocy 0 XapakTepHUCTHKE MEHCTPYalbHOTO
IIWKIa y JeBOYeK-1moapocTkoB ¢ oxxupenueM // Ilegmatpus. Consilium Medicum. -
2022. - Ne3. - C. 249-254.

3. JIuckuna A.C., BacmmbeBa E.JO., 3azepckas WN.E., Huxwurmna W.JL
KHCCITenTHHOBEINM CHTHAIMHT IPYU HAapyIIEHWHA MEHCTPYalbHOro IMKIA y JeBOYEK-
IIOJIPOCTKOB C OxupeHueM. Tpancnsnuonnas meaunuaa. 2023;10(3):154-165.

4. Hukntuna W.JL, CapakaeBa JIL.P., Kocrapera A.A., Kynapsamosa E.K.
AHaJIOTH KHCCIIENITHHA B (apMakoTepanuu runoroHaausma / A. A. baiipamos, I1. [I.
[la6anoB, Y. JI. Hukutuna, FO. H. IOxmuma, A. O. 3enenep // Experimental and clinical
pharmacology. 2023. T. 86, Ne 11S. C. 12a.

5. Huxutuna NI, Jluckuna AC, Kenpmancon UA, Kynmosa ITH. Oxupenne
U HapyUIeHHWsS MEHCTPYalbHOrO IMKIA y JAEeBOYEK-TIOJPOCTKOB: €CTh JH B3aMMHOE

BiusHue? Memuuuackuit coset. 2024;18(1):144-151.

OcHoBHbIe paboTs! Bexymieil opranu3anuy o TeMe AUCCepTaluuu:

1. TeHeTHueckWe TNPHYHUHBI CTEPOHIPEIUCTEHTHOTO  HEPPOTHYECKOIO
cunapoma / Musnosanosa A.M., AHaHBEH I1.B., CaBocteanos K.B., Iemrua A.H. //
[eguatpus. Xypuan um [.H. Cnepanckoro —2023. — T.102, Ne 4. — C. 100-111.

2.  CoBpeMeHHblE QITOPUTMBI T'€HETUYECKOH  JUArHOCTHKM  PEIKHX
HACEACTBeHHBIX Oone3Heit y poccuiickux mnamuentoB / CasoctesHoB K.B. //
HNudopmarmonusie Matepuainbl. Hayunoe nzganue — Mocksa: OOO "Ilonurpaduct u
n3narens'”, 2022 —452c¢.

3. Knunnueckue u reHeTHdeckne ocoOeHHOCTH AeTed ¢ cuaapomom HyHan,
o6ycnosnenrnoM myrtanusamu rega RIT1 / Kapepuna B.I'., 'annaesa JI.A., bacapruna
E.H., CaBoctesaoB K.B. // Poccuiickuii neguatpudeckuid xxypHai. - 2022, - T. 25, - Ne

4.-C.262.



4.  MounekynsapHO-reHeTHIECKHe 0CcOOEHHOCTH bopMupoBanus
PECTPUKTHBHOM KapauoMuonarun y poccuiickux aereit / CaBoctesinoB K.B., Bacapruna
E.H., Ps6oBa E.E., ITymxoB A.A., XXauun W.C., Bacapruna E.}1O., Anexceepa A.IO.,
MypaBeséBa JI.B., I'anmaeBa JI.A., ®ucenko A.Il. // Poccuiickuit KapAHOIOrHYecKui
xypHail — 2021. —T. 26, Ne 10. — C.4590.

Sp ConosreBa 0. B. Menuko-coruansHble Mpo6iieMbl PenpoLyKTHBHOTO
30pOBBS COBpEMEHHBIX MIKoNbHUL // Poccuiickuii BecTHuk ruruensl. 2023. Nel. C. 23—
217.

6. Knunudeckue,  MONEKyNsSIpHO-TEHETHUECKHMEe M  reorpaduyeckue
XapaKTepUCTUKN He(pOKaNbIMHO3a Y JeTel, NPOXUBAIOIIMX Ha TEPPUTOPHH
poccutickoit penepanun/ HuxonaeBa P.A., Ananpun I1.B., Bamypuna T.B., 3po6ok
O.1., ITymrkoB A.A., CaBoctesnoB K.B., Lsirun A.H. // Poccuiickuii neguaTpudecKuii
KypHai - 2022. - T. 25, - Ne 4. - C. 276.

7.  ®eHoTHIIHYECKas reTepOreHHOCTHh cuHApoMa baptrepa/ Bamypuna T.B.,
3pobox O.WU., Anansun II.B., IIymkoB A.A., MunosanoBa A.M., Komaposa O.B.,
Tumodeea A.I'., Imurpuenko C.B., PamocoBa A.b., AraponsH A.J"., CaBocTesSHOB
K.B., ®ucenxo A.IL, Llpirun A.H. // Hedpomnorus u guanus. - 2022. - T. 24, - Ne 1. - C.
62-71.

8. HecoBepmiennsiit ocreorenes, tun VIII. Ilepsoe B Poccum omumcanuve
penkoro cimydas. AKXTyalbHOCTh MOJIEKYJISIPHO-T€HETHYECKOro obcienoBaHus/
Urnarosuu O.H., CaBoctesroB K.B., [IymkoB A.A., I{eirun A.H., @ucenxo A.IL. //
Bomnpocs! npaktuueckoit neguatpun. — 2021, —T. 16, Ne 4. — C.141-147

9.  AyToMMMYyHHBId NONMINIAHAYIApHBIH cuUHApoM 1 Tumna / bpxxesuHckas
JLB., ®ponosa E.b., Arymenko A.A., Moscucsia I'.b. // Poccuiickuii meguatpudeckuit

xKypHai. - 2020. - T. 23, - Ne 6. - C. 393.

AuccepTanHOHHBIH COBET OTMeYaeT, YTO Ha OCHOBaHHWU HCCIEIOBaHUH,
BBINIOJIHEHHEIX COHUCKATEIEM:

pa3paboTaHa  Hay4YHas  KOHLEIIWS, pacKphIBAalOIIas  MOJIEKYJISPHO-
reHeTHYeCKHe MeXaHU3MEI FTOHAaJOTPOITHH3ABUCUMOT0 IIPEXIEBPEMEHHOT0 IOJIOBOT'O

pa3BUTUA IIPU CeMEWHBIX U CIIOpaAN4ICCKUX ClIy4dyasax 3360HeBaHI/I}I;



NpeNJIO;KeH HOBBIM IOAXOM K IEePCOHUGUIMPOBAHHOMY HAONIONEHHIO 32
HallMEHTaMH C MPeXIeBPEMEHHBIM I10JIOBEIM pa3BHUTHEM, OCHOBaHHEIM Ha XapakTepe
HaClIe[OBaHUS U MOJIEKYJISIPHO-TeHETUIECKHX 0COOEHHOCTSIX 3a00IeBaHHUS;

AOKAa3aHA TMEPCIEKTUBHOCTh HCIOJB30BaHUSA PA3NUYHBIX PEXKUMOB TepaIrvu
rOHaJOTPONMH3aBUCUMOT'O IIPEXACBPEMEHHOTO IIOJIOBOTO pa3BUTHSA
HpPOJIOHTHPOBaHHBIMY aHAIOT'aMH FOHAJOTPOIIUH-PUIM3UHT TOPMOHOB.

Teopernueckast 3HAYMMOCTD HUCCIIEJOBAaHHI 0OOCHOBaHA TEM, YTO:

BlepBele B Poccuiickoii Penepanmmu Ha OonpuIoi BBIOOpPKE JeTedt ¢
UANONATHYECKUM IPEXIEeBPEMEHHBIM IIOJIOBBIM Pa3BUTHEM H3y4Y€Ha MOIEKYJISIpPHO-
reHeTHyeckasl OCHOBa 3a00JIEBaHM, BRISBJICHBI paHee He ONMCaHHbIE N3MECHEHNS,

AOKa3aHA  BBICOKAas  4YacTOTa  CeMeWHBIX (QopM B CTPYKType
TOHAIOTPOITMH3aBUCHMOTO MIPEXXIEBPEMEHHOI'O IIOJIOBOTO Pa3BUTHSI Y JETeH,

OpUMEHUTENBHO K  MmpoOieMaTHKe  AUCCEPTallMUd  Pe3yJbTATHBHO
HCIIOJIB30BAHO MOJIEKYJIIPHO-TEHETHYECKOE MCCIIeIOBaHNE METOIOM MacCOBOIO
napajUieIbHOr0 CeKBeHHpoBaHHs cienyromero mokoyenus (NGS), B Tom uwucne
TIOJIHO3K30MHO€ CEeKBEHUPOBAHHE,

H3JIOKEHBI JI0Ka3aTelbCTBa CONMOCTaBUMOM 3 deKTHBHOCTH M 6€30MacHOCTH
BO3MOXHBIX PEXHMOB TEpaluy IPEeXIEBPEMEHHOI0 IIOJOBOIO  Pa3sBUTHS
IIPOJIOTHPOBAHHBIMHU aHAJIOTAMH TOHAJI0TPOITUH-PUITN3UHT TOPMOHA, OCHOBAaHHbIE Ha
UX CPaBHUTEIHHOH OLICHKe.

3HavyeHHe MOJYYEHHBIX COMCKATE/IeM pe3yJbTATOB HCCJIeJ0BaHHS AJsA
NPAKTHKH ITIOATBEPXKAAETCA TEM, UTO HA OCHOBAaHHH IOJIOKEHUI AUCCEPTALIAN:

pa3paboTaHbl M BHeApPEHbI PEKOMEHIAINY 110 BepuPUKALMKA MOJIEKYIISPHO-
TeHeTUYECKOM IPUYMHBI MOHAIOTPOMUH3AaBUCUMOIO MPEKJEBPEMEHHOIO IIOJIOBOTO
pa3BUTHUS y AETEH,

onpeaeJieH IPUOPUTETHBIA METOI MOJIEKYJIIPHO-T€HETUYECKON TUarHOCTUKH
y MaleHTOB C MOJI03PEHUEM Ha CUHIPOM TeMil,

npeacTaBJeH ¥ 0O0OCHOBAaH NEPCOHAIU3UPOBAHHBIA MOAXOJ K IPOBEICHUIO
MOJIEKYJIIPHO-TEHETUYECKOTO  HCCJIEIOBaHWs NpU  TOHAJOTPOIIMH3aBUCHMOM
IPEXACBPEMEHHOM IIOJIOBOM pa3BUTHH B paMKaxX CEMEWHOI0 T€HETHYECKOIo

KOHCYJIBTHPOBAHHS.



Muccepranmonnas pabora XabuOymmusoit J[LA. 3HAYMTENBHO pacUIMpseT
COBpEMEHHBIE IIpeICTaBJICHUS 00 3THOJIOTHUHU HIUOATUYECKOTO
TOHAJIO0TPOIMH3aBUCUMOTI0 MPEXKACBPEMEHHOIO IIOJIOBOT'O Pa3BUTHA Y AETEH U MOXKET
CI[y>)XMTh OCHOBOM I JanbHeHmux (yHJaMEeHTalbHBIX W NPUKIAJHBIX paboT mmo
yKasaHHOM TeMaTHke Kak Ha Oaze OI'BY «HMMUIL] sugoxprHomorum» Mun3npasa
Poccuy, Tak ¥ Apyrux Hay4HO-UCCIIEA0BATEIIbCKUX OpraHU3aIuil.

Ouenka J0CTOBEpHOCTH pe3yJIbTATOB HCCJEJOBAHHS BBIABUWIA, YTO
00OCHOBAaHHOCTh  IIOJIyY€HHBIX BBIBOJJOB W  INPAaKTUYECKUX  peKOMeHmanuii
IIOATBEPXKAACTCA  METOJOJOTWYECKA IMPAaBUIBHO  CIUIAHUPOBAaHHBIM  JU3aHHOM
UCCIENOBaHUS, NOCTATOYHBIM O00BEMOM pelpe3eHTATUBHONU BHIOOPKH, IMOJHOTOH U
COBPEMEHHOCTBIO KIIMHUKO-7Ia00paTOPHOTO ¥ HMHCTPYMEHTAIBHOrO 00CIiIeoBaHuUs
TAllUEHTOB, a TAaKXe HCIOJb30BAHMEM COBPEMEHHBIX METOJOB CTaTHMCTUYECKOU
00pabOTKH JTAHHEIX.

JIHYHBIH BKJIAJ COHCKATEJISl COCTOUT B €r0 HEMOCPEICTBEHHOM YYacTHHU B
TUIAHUPOBAHUU AU3aliHa HCCIEeNOBAaHMsA, a TAaK)Ke €ro BHINOJHEHUWH Ha BCEX JTallax,
BKJIOYAs: AaHaJU3 JaHHBIX JIUTEepaTypbl, GopMHpoBaHUe BHIOOPKH IIAIMEHTOB,
KIMHWYECKyl0  paboTy ¢  [anWeHTaMH, OpraHM3alid  JIabOpaTOpHBEIX U
MHCTPYMEHTAIBHBIX MHCCIENOBaHUM, 0OpaboTKy IIONyd4eHHBIX [aHHBIX, aHaIU3 W
UHTEPIPETALUIO pe3yJbTaTOB ucciaefoBaHud. CoHCKaTeNneM OCYLIECTBISINCH
CHUCTEMaTU3alysl U U3JI0OXKEHUE Pe3ylbTaToB B BUJE IyOnuKanuii, HayYyHbIX YCTHBIX U
IIOCTEPHBIX JOKIAJ0B, pa3paboTke KIMHUYECKUX PEeKOMEHAIUi, TeKCTa AUCCepTalluu
1 aBTOpedepara, BHIBOJOB M IPaKTHIECKUX pekoMeHmanuil. [IoAroToBka OCHOBHBIX
MyOnMMKauui 10 HpOBEJEHHOMY AHCCEPTALIMOHHOMY HCCIENOBAaHUIO, B TOM YHCIE
HAIlUCaHHBIX B COABTOPCTBE, MPEACTABISAET pe3yJbTaT IPEUMYyHICCTBEHHO JIMYHOI'O
BKJIa/la IUCCEePTaHTA.

HuccepTanus XabubymnuHoi Junel Anp0epTOBHEI Ha TEMY
«['oHamoOTpONMH3aBUCUMOE IIPEXAECBPEMEHHOE II0JIOBOE pa3BUTHE: KIMHUYECKUE
XApaKTepUCTUKHA M MOJIEKYJIApHO-TEeHETUYECKasi TIeTEPOre€HHOCTEHY», YTBEPXKIECHHBIM
nocta”HoBieHueM lIpaBurensctBa Poccuiickoit @enepamuu ot 24.09.2013 r. Ne 842 «O
HOpSAKE MPHUCYXAECHHUS Y4YEHBIX CTelneHel» C H3MEHEHMSIMU M JIONOJHEHUSIMH,

yrBepxaeHHbIMUA [loctanoBnenmsimu IlpaBurensctBa P®. [luccepranms sBiIseTcs
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3aKOHYEHHON Hay4YHO-KBAIM(UKAaMOHHOM paboTod, MOCBSAIIEHHON BompocaM
MOJIEKYJIIPHO-T€HETUYECKOH OCHOBBI, OCOOEHHOCTEH HaclelOBaHUI U crocobaM
3¢ GEKTUBHOIO JIEeYEHHUS TOHAZOTPOINMH3aBUCHMOTO IIPEXIEBPEMEHHOTO II0JIOBOTO
pa3sBUTUA y JieTell, YTO UMeeT BaKHOE 3HAYEHHE JJIA Pa3BUTUS SHIAOKpUHOIOruu. B
IUCCEpPTalliil  OTCYTCTBYIOT HEINOCTOBEpHBIE cBelleHMS 00 OIyOIMKOBaHHBIX
COUCKaTeJIeM y4YeHOU crermeHU paboTax, B KOTOPBIX H3JI0KEHBl OCHOBHBIE HAyYHBIE
pe3yJIbTaThl AUcCcepTaliy.

Ha 3acemanum 26 centsa6ps 2024 roma AuCCEpTalMOHHBIA COBET MPHUHSAI
pelleHye: 3a peLICHNE aKTyaJlbHON Hay4YHO! 3a7jaui, UMEIOIIEN 3HaueHUE 51 Pa3BUTHUS
SH/IOKPUHOJIOTUU TPUCYIUTh XabuOysummaoi June Ans0epToBHE yUEHYIO CTENEHb
KaHAMAaTa MEOUIIMHCKIX HayK.

IIpy npoBeieHNM TaitHOrO roJIOCOBaHUS AUCCEPTALMOHHBIA COBET B KOJIMYECTBE
22 4enoBeKka, U3 HUX 22 JOKTOpa HayK IO CHENUAIBHOCTH paccMaTpUBaeMOi
JAUCCEpPTallMY, Y4YacTBOBAaBIIUX B 3acelaHuM, U3 29 4eloBeK, BXOIAIIMX B COCTaB

COBETA, IIPOT'0JIOCOBANIH: 3a — 22, IIPOTUB — HET, HeZIeCTBUTENBHEIX OI0JIETEHEH — HeT.
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JOKTOpP MEAUUMHCKHX HayK Ma3sypuna Hatanes BanentunoBna
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