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OT3bIB BEAYIIIEA OPTAHM3AIINU
denepajabHOrO rocyaapcTBEHHOIO ABTOHOMHOTO yUpeKIeHnst
"HanumoHaJIbHBIA MEANIHHCKHI HCC/IEA0BATEIbCKUI HEHTP 310POBhL AeTei"
MunucreperBa 3apaBooxpanenusi Poccuiickoii @exepaunn (PITAY «HMMUI]

3p0poBbs Jerei» Mmunsapasa Poccun) o HAyYHO-NPAKTHYECKOH 3HAYHMOCTH

AUCCEePTALNU Xa0ouOynanHoii JAuHBI AJb6ePTOBHBI
«l'onagoTponuH3aBuCHMOE Ipe:kIeBpeMeHHOoe [0JIOBOE pa3BuUTHE:
KJIHHHYECKHE XapaKTepPUCTUKH u MOJIEKYJIAPHO-TeHeTHYeCKAST

reTeporeHHoCThbY, IPEeICTABJIEHHOH HAa COMCKAaHHE YYEHOH CTeleHHu
KAHAUAATa MeAHUHHCKHX HAayK Mo cneuuaabHocTd 3.1.19. IHAOKpHHOIOTHS

(MeaUIIHHCKHE HAYKH)

AKTyaJIbHOCTb TeMbl JHCCEPTAIUOHHON pabdoThI

B nopmaBmsromeM uncne ciydaeB (B 90% y meBouek m B 25-60% y
MaJIBYUKOB) T€He3 TOHAIOTPONMH3aBUCHMOIO IPEKIEBPEMEHHOIO IIOJIOBOTO
pazsutus (IIIP) ocraercs HescHBIM W 0003HAYaeTCs KaK «HIUOIIATUYECKOEY.
Yactora IIIP cocrasaser 1:5000-10000, 3HaumTenpbHO Tpeodiamas cpeau
nesodek. Ilo maHHBIM MeXIyHapomHoW juteparypel no 27,5% cmydaes
roHagorponunsasucumoro IIIIP  sBnstorcss ceMeWMHBIMEU  BapuWaHTaMH, dYTO
[IO3BOJIAET  IPEAIIoNararb  IE€HETUYECKM  JETEPMUHUPOBAHHBIA  XapakKTep

HaCJIICOOBaHU. HOKaSaTGJIBCTBa BIMSAHUS I'CHCTHYCCKHUX (baKTOpOB HEOCIIOPUMEI, O



4eM cBUneTeNbCTBYeT CxONCTRO CPOKOB IOJI0BOrO co3peBanus Y MOHO3UI'OTHEIX
OnusHenoB, a Takxke JeTe | px ponurenei, HIPOACMOHCTPUPOBaHHbIE 110
PE3yIbTatam MHOTOYHCIe HHEX 3apyOEKHBIX HCCIENOBAHMIL.

Hccnenopanus, TOCBALEHHbIE  TOMCKy TCHETUYECKHX  MeXaHu3MOB,
MOZYTUPYIOIIMX CPOKH MONOBOrG CO3PeBaHMs, SABISAIOTCS Oyens aKTyaJIbHEIMU, K
HacTosgmeMy  Bpemenn UICHTHQUIMPOBAHO  HeCKONBKO AECATKOB  IeHOB,
PeTymupyromux  pabory PHHOTaJIaMo-rHHO(bmapHo—FOHaz(Hoﬁ ocu (ITTO) wu
B3AHMOCBA3aHHEIX ¢ (eHOoTHIIOM [ITIP. Tem me MeHee, Haubonee H3yyeHHBIME
MOHOTCHHBIMU NpuymHamu [P ABIAIOTCS Pa3iMYHble BapHAHTHbIE 3aME€HBI B
I'€HaX  KHCCHENTHHOBOTrO nytn (KISS! wu KISSIR), MKRN3 g DILK],

I/I,ZICHTI/I(i)I/IHI/IpOBaHHBIe Y HaluMeHTOB Kak ¢ CeMeﬁHBIMH, TaK u CIIOpagnYye CKUMU

aTOreHeTHYe CKOit Tepanuu. PaGorsr, MTOCBSIIIEHHEIE IIONCKY TI'eHeTUYeCKux
npuyus IIITP Cpeau poccuiickux ACTeH, KpaiiHe OTPaHUYEHbI U TPEeNCTABICHE]
CAUHUYHBIMU ONHCAHUSIMY KIHHUYECKUX Cllydaes,

HOCKOJILKy IITP cBsizano ¢ HCYIOBIIETBOPUTENLHBIM POCTOBBIM IPOTHO30M
U  IICMXOCOIIHAILHON A€3ajanranuen peref, CBOCBPEMECHHOE  Ha3HayeHpe
ITIaTOTe€HETHYE CKOLf Teparuyu  mpenaparamu [IDOJIOHIMPOBAaHHBIX  aHaNOroR

TOHaAOTPONUH-PUNU3UHT ropMmora  (I'ePI') sBasercs KpaiiHe BaXHbIM. B

Takum 06pa30M, BCe BBIIIICH3I0KEHHOE onpeneiser Hay9Hyr0o u

IIPAKTHYECKYIO aKTyaIbHOCTE AUCCePTAIMOHHOMN paboTEI Xabubymmnoii JT.A.



Haylmaﬂ HOBH3Ha I/ICCJIG}IOBEIHHH, NOJIYYEeHHBbIX pe3yiibTaTos n BbIBOJI0OB

B PO, Brepseie ga 60J1BIII05] BBIOOpKE  jereit C  Hauonatuyeckum
TOHANOTpONUH3aBHCUMEIM  [][]P IIPOBEIEHO MOJICKYIIpHO-TeHe THY e cKoe
UCCICIOBaHUE MeTomoM next generation sequencing, mo3BomuBIIEE U3YYHUTH
TCHETHYECKYIO 0CHOBY 3a60/TeBanms.

Ipusenens: be3ynbratel  uccnenmoBamms o TCHOTHUII-(heHOTHYe CKOif
aCCOLMAalMU, a Takxe XapakTepHble KIMHAKO-TabopaTopHsIe XapaKTepUCTUKH
NAllHeHTOK ¢ cHHAPOMOM Temmn, wuro ITO3BOJIMJIO IIPOAEMOHCTpHUpPOBaTE
HﬂdxbepeHHHaHBH01HHaFHOCTquCKHﬁ HOMCK W mpuopHTeTHDIH MeTop
MOJCKYISIpHO-reHeTHYe CKOif BepupuKanmu CHHIpoMa y neteit ¢ [P 1 Hammupen
CHCHUPUIHBIX (enoTUNIYE CRIIX ocobeHHOCTel.  Opua U3  yacrei
AUCCEPTALIMOHHON paGoTh Xabubymuunoit LA, nocssimena CPaBHUTEIBHOM
OLEHKe 3¢ ekTHBHOCTH PasJITIHBIX PeXUMOB Teparmy TP, xotopas moseommma
[IPONEMOHCTPUpPOBaTE CONOCTaBUMYIO 3(hpeKTHBHOCTE 1 6e3omacHocTs 0Gonx

METOLOB JleyeHus.

3H3‘IHMOCTI> pe3yiabraros HCCJIeJOBaAH ST AJIA JaJIbHeHIero Pa3sBuUTHS

oTpacJm



aHaimmza (XMA). Veramosnero, uro TCpallUsl TPOJOHTMPOBAHHEIMU aHAIOTaMU
I'uPI" xak B Buge CKEMECAYHBIX, TaK ¥ B BHJE CIKCKBAPTANLHBIX HWHBEKIIHN
o0mafarT comocraBuMoii s¢dexTuBHOCTEIO 1 Ge3omacHoCTEO. Coxkparnenue
1aCTOThI MHBEKIUH ITO3BOJIST IIOBBICHTE IIPUBEPKEHHOCTE MAIlHEHTOB K JICYSHHIO
1 IOCTHYB JIYYIIUX TePAEeBTHYECKIX PE3yIIBTaTOoB.

Takum o6pazom, mammoe HCCIIef0BaHNe 00J1a]aeT MOCTATOYHO BEICOKOI

HayYHOU U MPaKTHUYeCKOH 3HAYNMOCTEIO.

Pexomennauun no uenonwzosanmo Pe3y1bTaToOB U BBLIBOJOB
AHCCEPTALMOHHOM PaGoTHI

YuuteiBas HayuHyio u KIUHAIECKYIO  3HAYMMOCTD  AMCCEPTAlHOHHON
palboThl, HONydYeHHBIE mMaHHEE MOTYT TOCIyXXHTh OCHOBOM I najbHeHImmx
DYHIAMEHTANBHBIX ¥ KIHHIYECKIX UCCIICAOBaHUN 110 yKa3aHHOM TeMaTWke Ha
6aze I'HI[ PO OI'BY «HMML] sunoxpusOIOrmy Munsznpasa Poccnn, Tak u B
APYTHX Hay4HO-UCCIIe0BATEILCKUX OPTraHH3ALISX.

Ilonyuennele mammBle 0 wacroTe CEMEHHBIX (OPM MperxkIeBpeMeHHOro
IIOJIOBOTO PpAa3sBUTHSI, a TaKXe O MOJICKYIAPHO-TeHETHIECKON TeTepOreHHOCTH
IIO3BOJIAT ONPENENATh IOKA3aHUs K MOTERYTAPHO-TEHETHYECKOMY TeCTUPOBAHMIO,
UTO ABIIACTCA Ba)XHBIM ISl MENHKO-TeHETHIECKOro KOHCYJIPTUPOBAaHUsI CeMel,
BRIACTICHUA  TPYNII  PUCKA 1O DA3BHTHIO 3a6OJeBAHMs C  IOCIemyIOIIUM
CBOCBPEMEHHBIX 00CIEN0BAHNEM U HAZHAYCHUEM [IATOIeHETHUYECKOM TepaIyu.

Pesynerarsl, BbIBOmBI U TIPakTHIeCKHe PEKOMEHAALMH HPUMEHSIOTCS
COTpynHUKaMu  HMHcTHTyTa  nmerckoit SHIOKpuHONOTHM  OIBY  «HMMUIL]
OHIOKpHHOJIOrUm» Mun3snpasa Poccuu u MOTYT OBITh PEKOMEHIOBAHbBI B OPYTHX
METIMHCKHUX YUPEKACHHUSX, OKA3bIBAIOIIIIX IIOMOIIE NETSIM € IIPEeXKIEBPEMEHHBIM
IIOJIOBBIM Pa3BUTHEM.

Iony4ennsle pesynsrartsl u ocHOBHLE IIOJIOKEHUSI TUCCEPTallUd MOYKHO
PCKOMEHIIOBaTE K BHEIPEHHIO B II€IarOrdyecKuil NpoLece Uit OpAHHATOPOB,
aCllMpaHTOB W Bpavel, MPOXOISIImX KYPCBl TIOBBILICHUS KBaJU(DHUKAIMU 10

CIICMUAIIBHOCTHU ((I[CTCK&H SHIOKPHHOJIOTHUSY.



Hayynag 000CHOBaHHOCTD K AOCTOBEPHOCTH T0JI0’KeH i, BLIBOAOB 1
3aK/II0YeHuH, chopmynpoBannpx & AHCCepTanUn
Hocroseprocts MSJIOKCHHBIX  MONOXKeHMi, BEIBONIOB W  mpakTuyeckux
PeKOMeH maruif TIONTBEPKICHA TOCTATOYHOH 10 o0BeMy BEIOOpKOIf (n=102), uro
TIOATBEpKaeT ee PeTIpe3eHTaTHBHOCTE, IpoBeeHmeN KOMIITIEKCHOTO KITHHHKO-

naboparopHoro, HHCTPYMEHTaIEHOrO u MOICKYIIIpHO-TeHeTHYe cKoro

TIPH  BBIIONHEHUH  paborTsL. BeBogsr  u TIPAKTHYECKUE  peKoMeHarnuy
COOTBETCTBYIOT IOCTaBIIeHHEM 3a/ladaM, apryMeHTHpOBaHpl y 3aKOHOMEPHO

BBITEKAIOT U3 OPEeACTaBIEHHBIX be3ynrraron HCClIeTOBaHUY.

cOopHuKax 3apyOeKHbIX KOHQepeHumit, 6 — g COOpHUKax  poccmiickix

KoH(pepeHwmi,

Obvem wu CTPYKTypa  aumccepranmu COOTBETCTBYEeT Bcem TpeGoBaHuUsIM,
TPCABABISEMBIM K HCCIIeN0BAHMSIM Ha CouCKaHWe ydveHO cTemeny KaHIuara

MEIUIIMHCKUX Hayk.



ABTope(bepaT Xabubymmuroit JLA. COOTBETCTBYET OCHOBHEBIM ITOJIOKEHUSIM
AUCCEpTalMy, OTpakas aKTyalIbHOCTh TeMBI, Lejp p 3alladu  MccrenoBaHusl,
HAay9HYI0O  HOBH3HY, OCHOBHER PE3ynbTatel, BRIBOAEI p IIPaKTHYeCKre
PeKOMeHnanuy. IIpuanmmmasHx 3aMCYaHMH K COHEPKAHMIO K odopmienio

aBTopedepara u AUCCEPTaINK He HMeeTCy,

3akimouenye

FeHETUYECKOiT OCHOBEI HUINOTIaTUYECKOTO TOHanOTponuH3aBUCHMOTO
IIP&XAEBPEMEHHOIO  110710BOTO PasBUTUA y nereli. ITo cmoei aKTyaJlbHOCTH,

HOBH3HE, TCOPETHYECKON W HaquO-HpaKTquCKOﬁ 3Ha‘II/IMOCTH, ,Z{OCTOBepHOCTI/I

PasBuTHe:  KIIMHWYeckpe XaPaKTEPUCTHKU y MOJICKYIISIPHO-TeHe THYe ckay
TCTePOreHHOCTEY, IPEACTaBICHHAs Ha coucKaHue YHCHOH CTeNeHH Kaumunara
MEIMIINHCKUX HayK 110 crenuanpHOCTH 3.1.19. 3H,ZIOKpI/IHOJIOFI/I}I (MequIuHCKHE
HayKH), COOTBETCTBYeT ~TpeGoBaHmsM, UPCABABIIEMBIM K JHCCepTanmu  mHa
COHCKaHMe y4YeHOH cremeny KaHmnata Hayk  comacho IlyHKTam 9-14
«Ilonoxenne ¢ UPHCYXICHUH  yyenpIx CTCICHEN»,  yTBep)IeHHOrO
IMTocranosrenuenm IlpaBurenscrea PO or 24.09.2013 . Ne842 (C U3MeHeHHAMY B
Peliaknum nocraHoBIeHMI; ITpaBurennerra Poccuitckoii Denepaun ot 21.04.2016
L. Ne335, ot 02.08.2016 1 Ne748, ot 29.05.2017 L. Ne650, ot 28.08.2017 r. Ne1024,
or 01.10.2018 Nel168, or 26.05.2020 r. Ne751, or 20.03.2021 L. Ne426, or
11.09.2021 r, Nel539, ot 26.09.2022 r. Ne1690), a ee aBTOp, Xabubymmna Huna
Alb0epToBHa, n0CTOMNHA TIPUCYXNEHHST UCKOMOH  yueHoi CTENICHW KaHIumara

MEAHUHHCKAX HayK II0 CHeLHATbHOCTY 3.1.19. OHIOKpUHOMOT TS,



H.A. o6eyxnen u YTBCPXKICH Ha COBMECTHOM 3aCelaHuK TIPOONEMHO KoMuceyy

10 cnenmManbHOCTY «HeI[HanI/IH» C IIpHUBIEYEHHEM Bpa‘{eﬁ-aHIIOKpHHOJIOFOB,

Ipotokor Ne77 ot 04 urosg 2024 ropna.

Hoxktop MEANIUHCKYX Hayk, npoceccop, SABENYIOINUHE HehpoIoruye ki
oTneneHuem OIAY «HMMUIT 310POBbS ETED)) MI/IH3I(paBa Poccun

Leirun Anexceii Huxonaesuy / A —/

/ // L/
Haro coracue Ha 00paboTtky mMoux [I€PCOHANBHBIX NAHHEIX

« 7 » UAOLY 2024 1

Honmucs goxropa MEIUIMHCKAX Hayk, npodeccopa Iprry aBePsII0

Yuensrit CeKkpeTapr OIAY «HMMULI 310poBes nereit %
AOKTOp METMIMHCKHX Hayk, npogeccop PAH
Bunsipckas U.B. /

Kaununar MEIHIUHCKHX HayK, CTapLINK HayYHEI COTPYHHUK

OIAY «HMMUI 3I0POBBA JEeTeily Munznpasa Poccuy

/

bpsxesunckas JTroGogg Bopucosna / e /
Haro cormacue Ha 00paboTky Moux [I€PCOHATBHEIX ;aﬁ;{mx
« 4 » oLy 2024 v,

Honmucky kanmumara MEAMOUHCKUX Hayk Bpskesunckoii JIB. 3aBEPSIIO
Yuenrrit CeKpeTape PI'AY « HMUI | 30poBK *ztéf
AOKTOp MEMIIMHCKIX Hayk, npogeccop PAH.

Bunsipckas U.B.

Konrakrnasn HHpOpManusn:;

3ApaBooxpaneHus Poccuiickoii Denepanyu
Anpec: 119991, Mockga, JloMonocosckui IIpocIexT, 2, crp. 1
Tenedon: +7 (495) 967-14-20
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