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OIBY «HaumoHanbHbI MEAULIMHCKUIA UCCIeaoBaTENbCKUIA LEHTP AETCKUIA reMaTonormm, OHKONOrmm n UMMYyHonormm nMmenu Jvmtpusa Porayuesa»
2 Poccunckasa aetckas knunHuyeckas 6onbHuua PreQy BO PHUAMY um. H.N. NMuporosa Munsgpasa Poccun

BBENEHUE BUJNIATEPAJIbHAA ®EOXPOMOLIUTOMA Y

[TaparaHrnmombl n doeoxpomouuntomsl (II/OX) asnatotTca peakumm HEUPOIHOAOKPUHHBIMI D,ETEM
onyxonamu, pasBuMBavOWMMUCA U3 XPOMMAMMUHHBLIX KNEeTOK MO3roBOoro BellecTBa
HagnNoO4Ye4YHUKOB, FaHrMMEB CUMMAaTUYECKOU UK napacumnaTtmyeckom HEPBHOW CUCTEMDI
(Redlich A, 2021). lNokasaHo, 4TO B ocHoBe pas3sutuna 70-80% cny4aes [1/OX nexat
CUMHOPOMbI HacnegCcTBEHHOW MNPeapacnofioXXeHHOCTU K OMyXondm, acCouunpoBaHHbIe C

MATEPUAITIbl U METOODI

Puc. 1 Qonsa (%) MF.®X y neten 3a nepwuopg 2012-2023 rr. 20 nauneHTos c [/PX nonyvyanu nedyeHue (n= 17)
NN KOHcynbTaTUBHYKO nomoulb (n=3) B ®I'bY HMNL OO nm. Omutpus
PorayueBa, cpean KOTOpbiX OunaTteparnbHOe nopaxeHwe HaanoyYeyHUKOB

® [1aparaHrnuoma, n=13

deoxpomountoma, n=7 0
mMyTaumamm reHos SDHx, VHL, RET, NF1 (Crona J, 2017). bunartepanbHoe nopa)eHue OTMeHeHo y 4 (20%) naumeHTos (p”C'B1)' Anartos Bo BCex Cnydasix Obin
: "5 =1
Hagno4Yye4yHMKoB BeTpeyaeTcs B 24-38% cnydaes ®X y geTten, npeppacnonararowymm natepaneHas (peoxpoMOLMToMa U Naparaxrmmoma, 1 BEPUPULNPOBAH  TMCTONOTMHECKN. CeM  nhalneHram — npoBoANIIOCh
= BunaTeparnibHas heoxpoMOLMToMa, N=3 MONEKYNSAPHO-TEHETUYECKOEe UWCCrnenoBaHme AONA rnoucka repMmHanbHbIX

dakTtopamn ABMAOTCA CUHOPOM MHOXECTBEHHbLIX 3HAOKPWHHLIX Heonnasuu 2 Tuna wu
cuHaopom doH [unnensg-JinHoay (Kittah NE, 2020). lNpn ounatepanbHon ®X Ha dooHe
cuHopoma  oH [wnnena-JluHpay oThoaeTca  npeanodYTeHMEe B BbIMOMHEHUN
OpraHoOCOXpaHALWNX onepaumm B BUOY HU3KOro 310Ka4YeCTBEHHOro MoTeHuumana
HOBOOOpPa3oBaHUN.

NaToreHHbIX BapuUaHTOB B reHax, OTBETCTBeHHbIX 3a pa3sutune OX, Il B
nabopartopun monekynapHon ouonornn ey HMALL OFrOUN um. Omutpus
PorayeBa. lcnonb3oBanca MeTo4 CeKBEHUpPOBaAHUA HOBOIMO MOKONIEeHUS
(NGS-naHenb  "CuHOpoMbI  Npeapacrnosio)KeHHOCTU K OMNyXOJEBbIM
3aboneBaHuaAM"), NO nokasaHuaM pApyrve metoauku. [loa CUHXPOHHbLIMU

LIEJNIb PABOTbIl u3y4yuTb KNUHUYECKNE U MONEKYyNnsapHO-reHeTu4eckne ocobeHHOCTH MOHMManu onyxonu, passuBLUMECS B Te4eHMe 6-T MeCAYHOro MHTepBana.

naymeHToB c bunartepanbHOU PEOXPOMOLIMTOMON, Nony4vyaBwWwnx nedyeHme Ha 6ase PIbY
HMWLU OO nm. dmutpua Poradesa.

PE3VNBbTATHI NpenonepaumoHHas noaroToeka anbda- Puc. 2 'mnoTeH3nBHasA Tepanus Puc. 4 Likana GAPP
MeamaHa Bo3pacTa 4 NauMeHTOB C GunaTepanbHbIM MOpaKeHUeM HaANOYevHVKOB cocTaBuna 9,5 nmeT (pasbpoc 4,5-14,6). Bce ~ @ApeHobrokatopamu e TedeHue 10-14 aHen y
nauneHTbl Obinn nuyamu myxckoro nosa. B 100% cnyyaeB (4/4) B oebtote 3aboneBaHnMa OTMeYeHa apTepuanbHasa runepTeHsnd, B Y1 naumeHTa BTOpUUHas
CBAI3N C YeM naumeHTam nposouvlna% npegonepaunoHHasd NoAroTtoBka anbda-agpeHobrniokatopamu (puc.2). [lo pesynbTatam MeavaHa 03bi AOKCA303MHA COCTaBMNE 2 M kapavomuonaTys
DUOXMMUNYECKOrO aHanm3a CYyTOYHOM MOYM Y BCEX NAUMEHTOB OTMeYyanocb NoBbilleHne HopMmeTaHedpuHoB bonee 4 Hopwm (puc.3). B _ (QunaraunoHHbIW heHoTMN) Co
(pa3bpoc 2-4 Mr) B CYTKM y
CHWXEHWEM COKpaTUTENbHOM

Xxode MmonekynspHo-reHeTudyeckoro aHanmsa metogom MLPA y Bcex naumeHToB (4/4) BbiBNEH NaTOreHHbIN repMuHanbHbI BapuaHT B

cnocobHoCcTM MUoKapaa,

reHe VHL B 3 ak30He. Y 2/4 (50%) naunmeHToB OTMeYeHbl goKa3aHHble cnydaun passutuda INIH/OX B cembe. Xupyprnyeckoe neyveHne B (OnMH NALMEHT NOMYMAN MHOTOKOMMOHEHTHYIO SRCLIOHTDHYOCKOR

obbeme RO/R1 pesekuun npoBeneHo BO Bcex cryyasix. [IBym nauueHTam npoBefeHa onepauusi No MecTy XuTenbcTBa. B OOHOM | rynorensushyio Tepanuio, Bkniouas GrokaTopl_ _  rMnepTpoduM MMOKapaa

cliydae BbIMNOSIHEHA ABYCTOPOHHAS agpeHanakTtoMuda, B nocriegylowemMm y pebeHka OTMeYeHO pas3BUTUE JIOKalnbHOrMo peumavBa, | KanbuueBbiX KaHanoB " beral- NEeBoro xernyao4yka

notpeboBaBLLero xupyprudeckoro neveHunsa B ycnosuax HMUL OFON. B gpyrom y nauyueHTta ¢ cuHxpoHHbiMM ®X u MM npoBegeHa | aapeHobrnokatopei Y, \ 4

OAHOCTOPOHHAA apgpeHanaktomusa, B AanbHenwem B ycnosuax HMUWL OITOW npoBoawunocb nanapockonuyeckoe yaaneHue

naparaHrnmomMmbl 3a0pHOLLIMHHOINO MPOCTPaHCTBa U pe3ekuust KOHTpiaTtepanbHOro HagrnodedyHuka. [IBa  naymeHta WHUUMANBHO

onepupoBaHbl B HMWL, OI'ON B 0bbeme OBYXCTOPOHHEW opraHocoxpaHstolwen onepauun (n=1) n agpeHanaKkToMmn B COYEeTaHUM Puc. 3 Pe3ynbraTthbl OLleHKN KaTeXonaMMHOB B CYTOYHOMN MoYe

pe3eKkunen HagnoyYeyHnka Ha nPOTUBOMNOSIOXKHOW cTOpoHe (N=1). Takmm obOpa3om, OopraHoCOXpaHaAloLwaa onepaunsa Ha ogHOM/ABYX MeTaedbpH i .

HagnodyedyHnkax Oblna npoBegeHa B 3/4 cnydaeB. 3aMeCTUTENBHYIO Tepanui MapoKOPTU3OHOM nonydyaet 1/4 nauueHT, HopmeTaHedpuH :222::3.’1:1-1 j;:::: :;:

noaBeprimnca obunarepanbHon agpeHanakrtomun. Mopdonornyeckad cuUCTEMa OLEHKW 3riokadecTBeHHOCTM Mo wkane GAPP MauueHT 4 | ’

Mcrnonb3oBasnach y Bcex naymeHTtoB (puc. 4). Y 1/4 (25%) naumeHTa oTMeYyeHo pa3BUTUE NokKanbHOro peumngvea vyepes 18,4 mecqdues MeTaHedhpuH

OT MOMEHTa MOCTaHOBKM AmarHo3a. OOwasi BbPKMBaAeMOCTb B gaHHou koropte coctaBuna 100% c meamaHou AOnUTENbHOCTU HopmeTaHedpuH

HabnoaeHus 8,1 mec (pasbpoc 0,8 — 50,2). MaumeHT 3 KoHTaKTb!

MeTtaHedpuH : -

BbIBOMb! HOpMeTaHeiEI/IH clinoncology@gmail.com

bunatepanbHele ®X — 0O4YeHb pegkne HoBOODpa3oBaHUSA OETCKOro BO3pacTa, Tpebywuwiune obssaTtenbHOro Meauko-reHeTU4eCcKoro MauneHT 2

KOHCYNbTUPOBaAHUSA ONS BbIABNEHUS CUHOPOMOB NpeapacronoXeHHoCcTu K onyxonu. LlenecoobpasHo mynbTuaMcUunimMHapHoe MeTaHedpuH

OOCyXXOeHNe TaKTUKN XUPYPrnYecKkoro JieyeHnuda C npeanoyvTuTesnbHbIM MNPOBEAEHNEM OPraHOCOXpaHSALWMX onepauun Ha HopmeTaHehpuH

HaOno4yeyHnke C OAHOU WM OBYX CTOPOH B LEHTpax, chneunanmaupyrowmxca Ha OeTCKOU OHKoXupyprum. Bce nauueHTbl C - naumemzmi'oowem“e W naum:;HOpMGTaH“;O:AeTaHGquM naue4 O

nggorSH:buvm repMmHanbHbIMKM BapuaHTaMu B reHax, accouumpoBaHHbiXx c [1I/PX, TpebylT NOXU3HEHHOrO AUHAMWUYECKOrQ |Mauvert hpu " cDpu 6H8 chpu " chpu "

HabntoaeHus.




