OT3bIB
0GUIMANBLHOTO ONIOHEHTa, JOKTOpa MEIWIMHCKUX Hayk, mnpodeccopa
[lapoesa Tumypa AXmenoBuya Ha JUCCEPTALMOHHYIO paboTy Anapeesoit Hatanbu
AnleKcaHIPOBHEI «MoeKyIspHO-TeHeTUIECKHE OCHOBEI KIIMHUYECKOH
reTepOreHHOCTH HEHpPOOIacTOMBI», TPEACTaBICHHY) HA COMCKAHHE YYeHOM
CTEIEHH KaHAMJaTa MEIULIMHCKUX HayK Mo crenuassHocTsM 3.1.6 — OHKonorus,

mydeBast Tepanus; 3.1.21 — Ilennarpus

AKTYa/lbHOCTH TEMbI HCCJIEI0BAHHUS

HeiipoGiacroma (HB) sBisleTcss camoif  4acTodl  3KcTpakpaHHAIBHO#M
CONIUTHOH OIYXONIbIO Yy JeTel, KOTopas IpPOMCXOAMT W3 HE3PENbIX KJIeTOK-
NPEANICCTBCHHUKOB CHUMITATHYECKOH HEPBHOM cUCTeMbl. B cTpykType jeTckux
onyxoneit Hb 3anumaer 3 mecTo, ycTymas reMo6iacto3aM U HOBOOODPA30BaHUSM
LHEeHTPTbHOM HEpPBHOM cucTeMbl. [Ipy 3TOM aKTyalbHOCTH TEMBI MCCIETOBAHUS
NIOJYEPKUBACTCS HE TOJBKO YacTOTOH BCTpeYaeMOCTH, HO W TeM, uto HBb
KITHHWYECKH M OMONIOTHYECKH ABJIAETCS KpaifHe reTeporeHHoM ommyXxonbio. B oHIX
CIydasxX 3JI0Ka4eCTBEHHBIC BapHaHThbl (HeHpobiacToMa, ranraroHelipobnactoma)
MOTYT CO3peBaTh /M0 A0OpPOKAYeCTBEHHOrO BapUAHTa OIMYXOJIH CHMIATHYeCKOil
HEPBHOM CHCTEMBI — FaHTJIMOHEHPOMBI. B HEKOTOPBIX ciiyuasx HOBOOGpa3oBaHue
MOXKET IIOJIBEPrHYThbCS CIOHTAaHHOM perpeccuu. B mpyrux cinydasx HB moxer
MpOTEKaTh KpaiHe arpecCHMBHO HECMOTPS HAa IPOBOJMMYIO MHTEHCHBHYIO
CreU(pHUECKYIO TEPAIHIO.

3a rnocieaHKne JeCATHIIETHS, HECMOTPS HA MHTEHCUBHOE JIeUeHHe MAlUeHTOB
TPYTIIBl BBICOKOI'O PHCKA, YIyYIUEHHs IPOrHO3a HE MOCTHTHYTO, YTO TaKkKe
SABJISIETCSl  AKTYyalbHOW TPHYMHON M3YyUeHUs] TIeHETHYECKHX XapaKTepPHCTHK
OIyXoNlM. BHyTpu TIpynmel NaileHTOB BBICOKOTO pHCKAa MOMKHO BbIAEIHUTh
MOATPYIIY, Yy KOTOPOH TIPOrHO3  OKAa3blBAETCS HAWXyMIIAM  (5-NeTHAs
OeccobprTriiHas BeKHBaeMocTh < 10%) u nporpeccus 3a601eBaHKsl BOSHUKAET npu

NPOBEACHUM II€PBOM JIMHUM Tepanuu, 00 cpasy xKe T[ociae OKOHUAHMS



MHTEHCHBHOM (pa3pl JedeHus. Hannuwe storo dakra ob6ocHOBbIBaeT BBIPAOGOTKY
KPUTEPUEB Ul CTpaTH(QMKALUK MAlHEHTOB B IPYIIY OYEHb BBLICOKOTO PUCKA M
pa3paboTKy HOBBIX [1OJIX0J0B K TEPATTHH.

Ha nannoM sTarne Ha Te4eHHe U MPOTHO3 OMYXOJIH NpeAIIonaraeTcsi BIAsSHUE
MHOTHX T€HETHYECKMX (DAaKTOpOB, TaKMX, KaK pa3lHYHbIE CErMEHTapHbIE
XPOMOCOMHBIE aHOMaJIHH, abeppalliyl B Pa3JInYHbIX I'€HAaX, METUIIMPOBAHUE [CHOB,
SIIUIeHETHYECKUE (DAKTOPEI, a TAKXKEe MUKPOOKPYIKeHHUsI oryXoii. Kpome Toro, s
H3Yy4YEeHHUs MOJICKYIIPHO-TEHETHYECKOT0 00OCHOBAaHHUSA DPELMUIMBOB  OIYXOJIH
BEIyTCs TIeHeTHYecKHe uccienoBaHus Tkanu HbB B nebrore 3aboseBanust U B
peunause. Cnemyer oTrmeTuTh, 4to s HB He BbIBIEHBI peKypeHTHble
FEeHETHYECKHEe U3MEHEHHUS, YTO 3aTPYIHSAET ONpeaeIeHHe IPOrHOCTHUECKOW POJIH
BBISIBIIIEMbIX JI€(DEKTOB, OIHAKO, B XOJI€ UCCIIE0BAHUN MOTYT ObITh 0GHAPYKEHBI
IIOTEHLMAJIbHbIE TePalleBTHYECKHE MHILIEHH.

Taxum obpazom, H3yueHue MOJIEKYIsIpHO-IeHeTHYeCKuX ocobennocteit HB
SIBJISICTCSA KpaiHe akTyanbHOH npo0yieMo, KaK 1J1st TOHUMaHus GHOJIOTMH Oy X0y,

TaK H IJid IPOBEIOCHUS HepCOHaJ'IH?;I/IpOBaHHOﬁ TCpalliu B LEJAX YIIYYIISeHUSs

NPOAOJI>KHUTEIIBHOCTH M Ka4eCTBa KU3HH IMALlHEHTOB.

Crenenb 00OCHOBAHHOCTH HAYYHBIX T[OJIOJKEHHH, BBLIBOAOB M
peKoMeHIAuHH, chOPMYJTHPOBAHHBIX B IHCCEPTALHU

CreneHb 000CHOBaHHOCTH HAYUYHBIX MOJIOXEHMUIT, BLIBOAOB M MPAKTHYECKHX
pexomenjanui - obecrieyeHa O0OBEMOM M PENpPEe3CHTATUBHOCTBIO  BHIGOPKH
MCCIICIOBAHUA, CTPYKTYPHPOBAaHHBIM IOJXOJOM, a TakkKe MpPUMEHEHHEM
KOPPEKTHOM CTATHCTUYECKON 00paboTku. ABTOpoM 06GOCHOBaHA HEOGXOIMMOCTD
NPOBeJIeHHs YIIyOJIEHHOIO MOJIEKYJISIPHO-TEHETUYECKOTO WCCIIENOBAHMUS  IUIs
OTAENBEHBEIX TPYTIT MAlHEeHTOB, HAIJISIHO IOKa3aHa HeOOXOAMMOCTh MPOBEICHHS
MOJIEKYJIIDHO-TEHETHYECKOr0  MCCIIEJOBAHMSI B PEeLMIUBE H  [POrPECCHH

3a00JI€BaHUs, ONPE/IE/IeHb! TOTeHIHAILHbIE TyTH UHTeHCU(BUKALME Teparnuu s

IMaUcHTOB C H66H3FOHPHS{THBIM TIPOTHO30M.



Ha 3amuaTy BBIHECEHBI TIISTh TIOJOXKEHHH, KOTOpPble COOTBETCTBYIOT
MIOCTABJIEHHON LIeJIM M 3a7a4aM HCCIIeOBAHMS U MO3BOJISIIOT 0003HAYHTE MECTO U
pOJib  MOJIEKYJIAPHO-F€HeTHMYECKUX  WCCIEJOBaHUM  npu  MAeHTUUKALUK
reHeTudecKu-geTepMuHUpoBanHoi HbB, onpenenuTs ¢akTopsl HeOIaronpusaTHOro
TeueHus 3aboneBanus. [logyueHHbIe B X0/1€ UCCIIEIOBAHUS PE3YJIbTATHI TOAPOOHO
OTpaKeHBI B TEKCTE, TAOTUIAX U Ipa)MueCKUX MaTepuanax JuccepTaiui. BeIBoibl
JIUCCEPTAIMOHHOTO UCCIEOBAHNS HMEIOT HECOMHEHHOE HayYHOe M IIPaKTHUECKOoe
3Ha4YeHHUe.

Martepualnsl IuccepTaluu OblIN IPeACTaBICHB] Ha PAa3TUYHBIX POCCUHCKUX U
MEXKIyHapOIHBIX Hay4YHO-TIpakTh4deckux KoHpepenuwusx. [lo Teme muccepranmu
OIMyOIIUKOBAHO 7 TeYaTHBIX paboT, B TOM YKC/Ie 4 CTATbH B XKypHAJaX, BXOISIIMX B

nepedens BAK.

JocTOBepHOCTL M HOBH3HA HAYYHbIX [0/I03KeHHH, BBLIBOJOB W
pexoMeHAa Uil

B nuccepranuonnoit pabote AmnapeeBod H.A. mnoapoOHO onucaHbI
CYIIECTBYIOIIME TPOTHOCTHYECKHE MOJIEKYISPHO-TEHETUYECKHEe H3MEHEHUs,
[IPUMEHseMbIe B KJIMHHYECKOHN IpakThke. Ha ocHOBaHMU aHaiIM3a JUTEPATypPHBIX
JIAHHBIX M COOCTBEHHBIX HCCIIeOBAHUN BBIIEIICHBI IIPOTHOCTHYECKHE MapKePhI, 3a
CUET KOTOPBIX MOTYT OBITh PaCIIMPEHbI CYIIECTBYIOLINE CHCTEMbI CTPATH(HKALIMH.

Briepsele B pamMKax OJHOIO MCCIENOBAaHUS IIPEACTaBIEHBl pPe3yJbTaTbl
aHajau3a MOJIEKYJISIPHO-TEHETHUYECKUX XapaKTepUCTUK KiuHudeckux rpynn HB,
IPEACTABIAIONIMX HAUOONBIINA MPaKTHYECKHH HHTEpeC W BbIIEJIEHBI PYIIIIEI
MAlUEHTOB, Uil KOTOPBIX PEKOMEHJ0BaHA [JOIOJHUTEIbHAsA MOJIeKYIspHO-
reHeTHYecKass JMarHoCTHKa C LeNbl ONpeleNneHus MNporHosa 3abojieBaHusi W
ompeneneHus TepaneBTudeckux onuuii. Kpome toro, uyueHn xapaxkrep H3aMeHEHHH
reHeTHYeCKOro NMpo(uiis Mpyu pa3BUTHH PelUaAnBa UJIK Iporpeccuu 3aboneBaHus,
YTO TI03BOJIMJI0O YCTAHOBUTH 3HAYUTEIBHYKD BPEMEHHYID T'€HETHYECKYIO
BApHATUBHOCTh U 00OCHOBATh 3HAYMMOCTh MCCJIEIOBAHUA MaTepHalla B pelHInBe

OIIYXOJIH IJIA ITPUHATHA TCPAIICBTHHUECKHX peLueHnﬁ.



Hayunsle nonoxkenus, cdopmyrupoBaHHble aBTOPOM B JHCCEPTALHOHHOI
paboTe, OCHOBaHBI Ha aHAJM3e 3HAYUTENBHOTO KOJIMYECTBA MaTepuasa,
nojy4eHHoro o1 202 manMeHTOB, W Pa3NIUYHBIX METOJOB MOJIEKYJISIPHO-
FCHETHYECKOrO  MCCIe/I0BaHUs  (BBICOKOMPOM3BOJMTE/NLHOE —CEKBEHUPOBAHME,
METOJ My/IbTHIIEKCHON aMIUTH(HUKALMH JTUTHPOBAHHBIX 30H/I0B H METO 06paTHOH
TPAHCKPUIIIUK U MTOJIMMEPa3sHOM LeNHOoH peakiuu). HemansiM sBisieTcss ¥ 06bem
penkux ¢opm HB, Takux kak ceMeliHble W HAcleNCTBEHHBIE cllyyaw,
MyIbTH(OKAIbHbIE OPMBI 3a60JI€BAHNS H OIyXOJIH C HATTHYHMEM apHbIX obpasuos
onyxonu (B nebrore 3aboneBaHUS M TIPU  Pa3BHUTHUS PEeLMINBA/TIPOTPECCHH ),
coOpaHHBIX 3a AECATHICTHUH NepHOI.

OOpaboTka NOJNYYeHHBIX pE3YJHTATOB IIPOBEACHA C HCIOJb30OBAHHEM
COBPEMEHHBIX METOOB CTAaTHCTHYECKOI0 aHAIN3a U KOPPEKTHBIM UX BLIGOPOM B
COOTBETCTBHH C pellaeMbIMM 3a1a4yaMHu.

ITpoBeseHHe  MONEKYISPHO-TEHETHYECKOTO  MCCIENOBAHHS  [103BOJISET
BBUIC/IUTE HE TOJILKO MALMCHTOB C IeHETHYECKMMU CHHIPOMAMH, TPeOYIOLIUMHE
GoJtee TIaTeILHOTO HAGIONAEHHS 32 CHOIMHIAMY U YICHAMH CEMbH, HO U BBISIBUTH
MHIICHH UL HasHAYEHHsA MOJICKYISIPHO-HAMpPABICHHON TepanuM Mai{eHTaM c
MCXO/{HO HEGJIAronpHATHBIM MPOTHO30M (MALHEHTE IPYMIIBI BEICOKOTO PHCKA) HITH
[TAUEHTaM € PasBUTHEM pelMINBA WK NporpeccHy 3aboneBanns. Ha ocHOBAHWK
MPOBEACHHRIX  MICCIICNOBAHMH IOKA3aHO, 4YTO BBHAY KpailHe pasIHuHOro
MOJICKYJIIPHO-I€HETHYSCKOr0  mpoduis B nebiore  3aboneBanus W = B
PeLMIMBE/IPOTPECCHH, MOXET OBITh PEKOMEHI0BAHO npoBelieHHe OHOICHH
o0pasoBaHMst B MOMEHT KOHCTATALMH HEONaronpusTHOro  coGbITHS  fJisl

BO3MOKHOCTH I’IHTCHCH(I)PIK&HHH JICHEHHH.

Ouenka coaep:kauus Auccepranuu u odmas XaPAKTEePHCTHKA paboThl

Pabora moctpoenma mo TpamuuHOHHOMY NpUHIHIY, OQopMIIeHHE U
[TOCJICIOBATENIPHOCTD  M3JIOXKEHHs MaTepuala OTBevaioT TpebGoBaHusM BAK.
Huccepranust uznoxena Ha 171 neyaTHbIx CTpaHuuax dopmaTta A4 U COCTOUT W3

«Beepenus», Tpex rmaB («O6Gzop suTepaTypbi», «MaTepuanbl ¥ METOALIY,



«Pesynbrarei»), «3akmoueHusn», «BeiBomosy, «lIpakTuueckix PEKOMEHALM Y,
«Crncka  nuteparypbl».  bubmuorpadmuecknit  ykasarenb — comepkut 7
oTeyecTBeHHBIX U 180 3apyOeskHBIX HCTOYHHKOB. PaGora witocTpupoBaHa 26
pucyHKamu 41 42 Tabnunamu,

Bo BBeZieHnn 000CHOBBIBACTCS AKTYaTILHOCTD HCCIIEN0BAHMS, YKa3aHbl LE/H,
3a/la4M, Hay4yHas HOBM3HA W MpaKTHYecKas 3Ha4MMOcTb paboThl. [Ipencrasnena
MH(QOpPMALUsS. O COOTBETCTBUM JHCCEPTAl[HOHHOTO HCCIENOBAHHUS TMACTIOpTaM
CIIeLMANBHOCTeH, yKa3aHbl CBEJEHUs O JIMYHOM BKJIale aBTopa M IMyONHKalusx
OCHOBHBIX Pe3yJIbTATOB UCCIIEIOBAHMS,

["naBa nepsas «O630p MUTEPaATYpHI» COCTOUT U3 § Pa3/IENoB.

B nepsoM pasfene riaBbl OMHCAHBI SIHAEMUOTIOTHYECKHE W KIMHMYECKHE
xapakrepuctiuku Hb, rje noguyepkuBaeTcst HACKOIBKO M3ydaeMas OIMyXoJb MOYKET
OBIT TeTeporeHHOH M O0OOCHOBBIBACTCS HEOOXOAMMOCTE M3Y4YEHMS IaHHOM
reTePOTeHHOCTH.

Bo Bropom paszene nepBoii riaBsl npeacTaBieHbl GpyHaaMeHTaIbHbIE 3HAHNS
o naroretese Hb, a mMeHH0 06 sMOpuorenese u GpakTopax, BIUSIOUMX HA PA3BUTHE
Hb. B nannom pasjene CTaHOBHTCS MOHATHBIM KpaiHe CJIOKHBIE MEXaHH3MbI
paszsutus Hb.

B TpeTheM pasjiene ONHCHIBAIOTCS W3ydyaeMble FeHeTHUYeCKHe IOpaisepel Hb
Ha TIALMEHTaX ¢ FeHETHYECKOH MpeIpacrolioKeHHOCTbIO, 0/IHAKO, BBUIY KpaiiHe
OrpaHMYEHHOTO KOJIWYEeCTBA MAUEHTOB C FTEHETHUECKOH MPeapacIiooKeHHOCTHIO
1 HeOOJIBLIOHN MX MOMyNAMK B 00uiel koropre nauuentos ¢ HB, moayepkuBaercs
HEOOXOAMMOCTh SKCTPATIOIHPOBAHNS [IOJIYYEHHBIX PE3Y/IbTATOB Ha CIIOPaHuecKue
cllydau.

B 4eTBepToM passerne oxapaKkTepH30BaHb! CIOpaIHYECKUe Clydan B hopMaTe
H3YYUYEHHA F'€HETHYECKHUX ﬂpaﬁBQPOB, OJHAaKO, HMEHoIIIHecCs B JIMTEpAType JaHHbIE HE
T03BOJIAIOT OZHO3HAYHO BBIEIUTh €UHbINA FeHeTHUeCKUH MexaHu3M passutus HB.
Tem He MeHee, 00HApY)EHO, YTO BBISBIEHHBIE MOJIEKYISAPHO-FEHETHYECKHE

HU3MEHEHHA MOTYT OBITh ITPOTHOCTHYECKH 3HAYHMMBIMH B psAJi€ ClIy4yaes.



B matom pasjiesie onuceiBaeTcs rpyna nauneHTos ¢ MynsTudokansHoi HB.
IlpuBojsitest obmue naHHBIE, MMEIOIIMECS B JIMTEPATYpe HA JAaHHBIM MOMEHT, a
TAKKE FEHETHUECKAs XapaKTepUCTHKA NAllMEHTOB ¢ JaHHOW (hopmoii 3aboneBaHms.

B wiectom pasnmene nepsoit riaBsl IpUBEIEHBI MOJIEKYISPHO-TEeHETHIECKHE
(aKkTopel, BCTpEYalOIIMecs y INALMEHTOB C IMOTEHUMATbHO HeGNaronpHsTHBIM
NpOrHo3oM. ONHMCHIBAETCS MHOXECTBO paboT, MPOBOJIMBILIMX HCCIEJ0BAHUS Ha
pasnu4HbIX Tpynnax HB, rae BeisBisnach KOppensuus reHeTHUeCKHX (GakTopoB ¢
nporuosom. IlonuepkuBaercs KpaiiHe pa3HOOOpPA3HbBIN CHNEKTp W3MEHEHHMIH,
TPaKTOBAaHHbIC KaK HeOIaronpusTHpIE MPOTHOCTHYECKHE MApKephl, a TaKiKe
OrpaHUYEeHHOE YHCJIO ONKMCAHHBIX B IMTEPATYpPE UCCIEOBAHHII.

B cexnpmoM pasmene XapakTepHsyeTcsi IeHETHYECKas TeTepOreHHOCTD,
npucymas Hb. [Tonpo6GHo onmuceIBalOTCS BUIBI FeHETHUECKON TeTepOTeHHOCTH U
00CYKAAI0TCsI UX YBOJIOLIMOHHBIE MEXAHU3MBEL.

BoceMoii pasfien nepBoii riaBel kacaeTcsi COBpeMEHHBIX MOAXO0I0B K TeparyH
Hb, rae mompoGHo mnepeuncieHbl BO3MOKHOCTH MONEKYNSPHO-IeHEeTHUECKOMH
Tepanuy, CyIEeCTBYIOLHUE Ha JaHHBIH MOMEHT.

Bo Bropoii rimaBe «Marepuansl © METOIBI» MPECTaBIEHbl METOIOJIOTHS,
Marepuagbl W YCIOBHA TPOBEAEHMS HCCIEOBAHMH, YTO COOTBETCTBYET
COBPEMEHHOMY METOAMIECKOMY HaYy4YHOMY YPOBHIO. ABTOPOM OIUCAHEI KPUTEPUH
BIJIFOYCHHS [TALIUEHTOB B UCCIICOBAHHUE, NPE/CTABICHO Pa3/ielIeHUE MALMEeHTOR 10
H3y9aeMbIM TpyIIaM, IPHBEIEHBl METOMAbI, HMCIIONB30BAHHBIE IS aHalu3a
MOJIEKYJIIPHO-TEHETHYECKUX U3MEHEHMH, [IpeACTaBIEHbI OCHOBHBIE
XapaKTEPHUCTHKH BLIOOPKM M TPUHLKIBI TEPAmuM JAaHHBIX NalueHToB. Takike
OMMCAHBI CTATHCTHYECKHE METOJAbl aHajW3a W BBEJCHBI OCHOBHBLIE MOHSTHS,
MCII0JIb30BAHHBIE /IS ONIUCAHUS Pe3YJILTATOB.

B TpeTsell rnaBe mpencraBieHbl pe3ynbTaThl COGCTBEHHEBIX MCCIENO0BAHMH,
MMEIOIHE JI0CTATOYHBIH 00BbEM KIMHHYECKHX U J1aO0PaTOPHO-UHCTPYMEHTAIBHBIX
AaHHbIX. Pe3ynbrarel paboThl MOAPOOHO ONMMCAHBI U XOPOILO HILIFOCTPUPOBAHBI B
BULe TabnMU M pPUCYHKOB. [IloclienoBaTeqbHO OMUCAHbI KIMHHYECKHE U

MOJIEKYJIAPHO-T€HETUIECKHe OCOOEHHOCTH B H3y4aeMbBIX TIpylnax. ABTOPOM



yjesaeHo ocoboe BHUMaHUE Ha CPAaBHEHHE IapHBIX 00pas3sloB, a TaKxKe NpHUBEIEH
o ApoOHBIN aHATU3 IBOJIOLUHE MOJIEKYJISPHO-T€HETHYECKOr0 npo¢uis Ha JaHHbIX
o6pasiax ¢ pa3HOCTOPOHHUM H3YYeHHEM MX XapakTepucTuk. ClienyeT OTMeTHUTS,
YTO pe3yJbTaThl MHCCIEOBAaHMs I0Jy4eHbl W ONMCAaHbl B COOTBETCTBHH C
OCHOBHBIMM TIO3WLUSIMH J0Ka3aTelIbHOM MEIMIUHEI C COONIOIeHHeM YCIOBUH
NPUMEHEHUS CTATUCTHYECKUX KPMTEPHEB, YTO TMOBBILIACT HAYYHO-TNPAKTHHECKYIO
3HAYMMOCTh pabOThI.

B pasmene «3akmroueHue» aBTop 0000LiaeT BCe [0JydeHHbIE B XOIe
HCCIIE0BAHMS PE3YIbTAThl U [IPOBOJAUT UX CPABHUTENIBHYIO OLICHKY C pe3ylbTaTaMu
JIPYrUX KCCIEI0OBATeNbCKUX IPYII, YTO SBIAETCA BaXKHBIM IIPH MPEJCTABICHUH
pe3ynpTaTtoB Jr0oro HaydyHoro uccieqobaHus. IIpakTuueckune pexkoMeHJALMH,
chopmynupoBaHHble B paboTe, HOCAT NPHKIAMHON XapakTep W MOMOTYT BpavaMm-
JIETCKAM OHKOJIOTaM IPaBHIILHO MTPOBOJUTb TUATHOCTHUECKHUH U TEpareBTHIECKHH
sTanel y nauneHToB ¢ HB, B cOOTBETCTBHM ¢ COBPEMEHHBIMH TOAXOaMH, & TAKKe
OMOTYT BpayaMm-nenuaTpaM B HaOoneHuH 3a nauueHTamu ¢ Hb, B ocobennocTy
3a IPYTIOH MalMeHTOB C OHKOJIOTHUECKOH IPepaciooKeHHOCTBIO K OITyX0JIEBbIM
3a00JIeBaHUAM.

Conepxanue aBTopedepara.

ABTOpedepaT MOJHOCTHIO COOTBETCTBYET YCTAHOBIEHHBIM TPEOOBAaHUAM U B

ITOJTHOM Mepe OTpaxKaeT collepiKaHue padoThl.

3HAYMMOCTD Pe3yJ/ibTATOB PAab0THI A5l HAYKH U NPAKTHKH

Pesynbrarbl HcclleloBaHUS JIEMOHCTPUPYIOT BaXXHOCTb  OIIpEeesIeHHs
regeTHyeckux  ocobenHocred HbB, kax 1ang  BBIsSIBIEHHMS ~ CHMHAPOMOB
PeIpacIoioKEHHOCTH K OIyXOJeBbIM 3a00JeBaHMAM, TaK U JJIs OOHapy:KeHHs
JOTIOTHUTENBHBIX MOJIEKYJISPHO-F€HeTUYeCKUX MPOTHOCTUYECKHMX MapKepoB M

IIOTEHLHMAJIbHBIX MHUIIeHeH 115 MOJIGK)/J’ISIpHO—H&HpaBJIeHHOﬁ TEPpaAnuu y nalilMeHTOB

¢ Hb.



[Ipu Beeii nonxoTe M3OXKEHUS, B XOAE NPOYTEHHUS OUCCEPTALUHA Y MEHS
BOSHHKITH BOTIPOCEI, KOTOPBIE HE YMAISIIOT JIOCTOMHCTBA PabOTHI:

1. Kakoit orryxoneBslif MaTepua nenecooGpasHo HCMOB30BATE IS FeHETHIECKOrO
MCCIICI0BAHMS Y MTALIMCHTOB ¢ KOCTHO-MO3TOBBIM PELIUINBOM?

2. BBl ONUCHIBaeTCS HAIMYKE Y TTALIHEHTOB B TKAHH OITYXOJIH He TOJIbKO abeppaliuii

ALK, HO W Jpyrux MuMLIeHeH g TapreTHOH Tepanuu. Ecte nu omelT no

Ha3HAYCHHIO APYTHX MOJIEKYJIAPHO-HAPABIEHHBIX TPENAapaToB MALMeHTaM C

HelpobiacTomoii?

3akaiouenue

Huccepraunonnas  paGora  AumpeeBoit  Haranbu AJIeKCaHIPOBHbI
«MonekynsapHo-reHeTHUECKHE OCHOBBI KIIMHUYECKOM reTepOreHHOCTH
HeMpoOIacTOMBI», MpeNCTaBIeHHAs HA COMCKAHUE YYEHOH CTeneHW KaHjauaaTa
MEIULMHCKAX HayK Mo cneunanbHoctam 3.1.6 — Oukonorusl, jiydesas Teparius;
3.1.21 - Tlenmarpusi, sBISeTCS 3aKOHYEHHOW M CAMOCTOSTENLHOI Hay4HO-
KBaTH(OUKALHOHHOM paboToii, B KOTOPOH pEILIeHbl aKTyalbHble HAyYHBIE 3a/[aUU:
ONPE/C/ICHbI TOTONHUTEIIbHbIE MAPKePhI ISt IPOTHO3HPOBAHHUS HeGIarONpHsTHBIX
cobeiTnit y maumentos ¢ HB, a Takke NPOAEMOHCTPUPOBAHBI BO3MOKHOCTH
MOJIEKYJIIDHO-HATIPABJIEHHOH  Tepanmud  NalMeHTOB ¢ HeOJIaroNpUATHBIM
nporozom.  Kpome Toro, B  Xxoae paGoThl  BBITENCHBI CUHIPOMBI
HMPENPACIIONOKCHHOCTH K OMYXOJIEBBIM 3a00/1€BaHMUSIM, TIPH KOTOPBIX BCTpeYaeTcs
HelipobiacToma, 4To HeOOXOINMO UMETh BBHY IPH HaOJIIO/ICHUH 3a MallneHTaMH
M UX CceMbAMH. Bcee BbllleckasaHHOE HECOMHEHHO SBISETCH 3HAYMMBIM Kak il E:
AETCKOH OHKOJIOIWHM, TaK U AJIs Me{MaTPHH.

[lo akryansHOCTH, Hayuno# u mpakTHYecKoii 3HAYUMOCTH, 00BEMY
TPOBEICHHBIX  HCCAENOBAHWH, o0beMy  nybnukaumid  ucciaenoBaHuii B
PCLCHSNPYEMbIX M3NAHUSX W JMYHOMY BKJIA/ly aBTOpa JAHCCEPTALMOHHAS paGoTa
Annpeesoii H.A. coorsercTByer TpeboBanusm n.9, .10, .11, m.12, m13, n.14
«ITonmoxkeHus o mHOpsAKe NPUCYKIEHHA YUEHDBIX CTENEHEN», YTBEPKIEHHOTIO

rocraHoseHueM [paBurensctaa PO Ne842 01 24.09.13 r. (co BeceMu u3MeHeHUsIMH



¥ IOTIONTHEHHAM B IOCIEAYIOUINX PelaKLKAX ), MPEAbIBIIEMBIM K AHCCEPTALMAM Ha
COMCKaHWe YyYCHOH CTeIeHH KaH/jujara MEIHLIMHCKUX HAyK, a ee aBTop AHIpeesa
Haranbs AnexcanjipoBHa 3aciyKuBaeT NpUCYKIEHHs YUEHOM CTElIeHH KaHIU1aTa
ME/IMLIMHCKUX HayK I10 CHeNHabHOCTAM 3.1.6 — OHKoJOTHs, JydeBas Teparnus;

3.1.21 — IleguaTtpus.

O¢uunaabHbIi ONNOHEHT:

JDOKTOp MEIUIIMHCKUX HayK, podeccop,

PYKOBOAHUTENb Hay4dHOTo oTaena HITL]

CIENHaIM3UPOBAHHON MEIUIIMHCKOH [TOMOILU

netsaM uMmeHu B.®. Boitno-Sfcenenkoro / oeB Tumyp AxmenoBuy
i Q-7-o~f { ———

Houroseiit agpec mecta paGorei: 119620, Poccuiickas ®enepauus, r. Mockaa,

yi1. ABHaTopos, 38

Caiit yupesxaenust: http://www.npcmed.ru/

Tenedpon: +7 (499)-730-98-29

Hoxnucs npodeccopa Ilapoesa T.A. noarsepsaro:
3aMeCTUTeNb JUPEKTOpA 110 MPABOBOMY 0GECIIeUeH IO
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CTEIIEHHU KaHuaara MEJIHIITHHCKHX Hay

CBEJOEHUSI

006 opuIHATLHOM ONMOHEHTe

TIO 3allIUTe THCCEPTALMH HA COUCKAHUE YUCHOM CTeNeHH KaH
POT€HHOCTH HEHPOOIaCTOMBI»,
i, TydeBast tepanus, 3.1.21 — Ieauarpus

«MonexynspHO-reHeTHYecKue OCHOBBI KIMHHYECKOH reTre
K I10 cnequainbHOCTIM 3.1.6 — OHKONOrH

AUlaTa MEIMIMHCKUX HayK AHjpeeBoil Hatansu ANleKCaHPOBHBI Ha TeMy
IPCICTABNEHHON Ha COMCKaHHE YYeHOid

O.1.0. I'on Mecto OCHOBHOM | YueHas Y4enoe udp OcHoBHBIE paBoThI |
POXJIEHHS, | paboThl (C yKa3aHHeM | cTeleHn (¢ | 3Banme (1o | crienManBHO
I'PaXKIAHCTB | OpraHu3aIHH, YKa3aHHueM CIEMalbH | CTH
0 MHHUCTEPCTBA, mudpa OCTH  MJIM | OTpacib
BEJIOMCTBa,  TOpOAA, | CIEHUAJILHOC | ITO HayKH
JIOJIZKHOCTH) TH, no | kadenpe)
KOTOPOH
3alMIIeHa
JUccepTarms)
Illapoen 1951, PykoBomurens JlokxTop [Tpodeccop | 3.1.6 L, T.B. Iloctaukosa, H.M.
Tumyp Poccniickast | mayunoro ornena HIILT | Megununackux Ouxonorus, | Ueanosa, T.A. Iapoes, 10.A.
Axmenosna | ®eneparms CHIENMATM3UPOBaHHOM | HayK yyeBas Hecrepoga, O.B. Tonymikuna,
MEJIUIIHHCKOH TTOMOIIH Teparnus K.®. Cagnaes, JI K. Humronos,
AeTaM  uMeHH B.®D. | Jlokropckas 3121 M.A. Poxoes, A.B.
Boiino-Scenenkoro IUccepTals [leqmatpus | Iletpuuenko, A.B. KopHneesa,
HenapTaMeHTa 3allMIlIeHa 110 FO.JI. Mytuna, JI.JI. Bopona,
31paBOOXpaHEeHHUs CIIeIIHAJIbLHOC O.B. Knmumuyxk. Komrutekcuprit
ropojaa MockBel; ™ 14.00.14 — 00AXOM B JAHATHOCTHKE U
npogeccop  kabenpsr | OHKoTOrHS JeYeHUU COJIMIHBIX
JICTCKOM  OHKOJIOTHH 3JIOKa4eCTBCHHBIX OIyXOJIei y
HM. akaaeMuka JLA. JeTeH INepBOro roga Xu3Hu //
JypHoBa OI'OY Poccuiicknii sxypHan xerckoi
ATIO «PMAHITO» M3

|




PD; npogeccop
kadenpel  neamatpuu
®YB TBY3 MO
«MOHHMKH um. M. ®.
Bnanumupckoroy

FeMaTONOrMU U OHKOJOTHH. — |
2019.-T.6.—Ne S1.-C. 110.
2, A.A. Oukyperko, A.B.
[Terpuuenxo, ILA. Pomanos,
T.A. Hlapoes, H.M. WBanoga,
O.A. Turanosa. CoBpemenHbie
BO3MOMKHOCTH M TPYIHOCTH
AWATHOCTHKH KOCTHBIX CapKOM
y nereii // Iexnarpus um. [.H.
Crepanckoro. — 2020. — T. 99,
— Ne 4. — C. 56-62. — DOI
10.24110/0031-403X-2020-
99-4-56-62.

3. K.®. Casnaes, A.B.
Ilerpuuenko, JI.K. Humionos,
H.M. HMpanosa, T.A. IHapoes.
Octeocapkoma I  nsictHOI
KOCTH y JeBOYKH 13 jieT
(knuHUYecKoe Habmonenue) //
Poccuiickuii BecTHUMK neTckoii
XHUPYPI'UH, aHECTe3HONOTHH W
peanumaroniorun. — 2020. — T.
10. — Ne. 4. — C. 445-45].

4, K.®. Casnaes, A.B.
Ilerpuuenko, E.A. Bykpeesa,
H.A. IlaBbIpun, T.A.
llapoeB, H.M. Wpanoga.
Opranocoxpansiolee neueqne




ONyXoJieH KocTed y neteii //
Bonpocer onkonorun. — 2022.
—T. 68. — Ne S3. — C. 289-290.
5. M.A. Poxoes, T.A.
Mlapoes. IIpumenenue
MeTo/1a BOJIOCTPYHHOMR
JAMCCEKLHMH TPH Olepanmsx Mo
MIOBOAY OIyXOJIeH IoYeK vy
IeTei / Bonpocel
reMaToJIOrMHi/OHKOIOT UK "

HMMYHOTATOJIOTHH B
neaumatpun. — 2022. — T. 21. —

Ne 2. — C. 89-94. — DOI

10.24287/1726-1708-2022-21-

2-89-94.

6.  MIO. IOpuenxo, B.B.

Kypmiokos, E.A. HWsanosa,

ITA. TaTapunos, AB

Iletpudenko, E.B. Heynaxumn,

H.M. Upanoga, T.A. Ilapoes.

llpodunaxrtuka u nedenue

PaHHUX OCJIOKHEHHUH

IIPOTHBOOITYXOJIEBOI'O JICYEHHS

Yy neTel, GOJBHBIX KOCTHBIMHU

capkomamu  // Bompockr

OHKoOJIOTUH. — 2022. — T. 68. —
Ne §3. - C. 437-438. N




He saBnsirock wienom 9KCIIepTHOro coBeta BAK.

Ha 06paboTky nepconanbasx naHHBIX cornacen.

Hoxtop mennuuHcKkux Hayk, IIPO(ECCOop, pyKOBOAMTENb HAYYHOrO oTinena IBY 3 «HITL]
CNENHANTM3UPOBAaHHON MEIMITUHCKOH IMOMOIIH JeTIM UMeHH B.(D. Boiino-fcenenxoro
ACTIApTaMEHTa 31IpaBOOXPaHEHHA ropoaa MocKBEI»:

npogeccop kadenprl JeTCKOM OHKOIOTHH HM. Axkaznemuxa JI.A. JlypHosa

OI'BOY IO «PMAHIIO» M3 P®;

npodeccop kadenps neguarpun ®YB I'BY3 MO j |
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