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'OIBY «HaumoHanbHbI MEAULIMHCKUIA UCCIeaoBaTEeNbCKUIA LEHTP AETCKUIA reMaTonormm, OHKONOrmm n UMMyHonormm nmenn Jvmtpua Porayuesa»
2 Poccuinckasa aetckas knumHuyeckas 6onbHuua PreQy BO PHUAMY um. H.N. NMuporosa MuHsagpasa Poccun

BBEOEHWUE

[TaparaHrnuomel U deoxpomouuntomsbl (INI/DOX) asnawTca pegkmMMm HEMPOIHOAOKPUHHbLIMU
onyxondamun, pasBMBalwWMMUCA N3  XPOMMAMUHHbLIX KMNETOK MO3roBOoro BellecTBa
HagnNO4Ye4YHUKOB, TaHIMUeB CUMMNATUYECKOU UMK NapacumMnaTUy4eckou HEPBHOW CUCTEMBI.
OcobeHHocTblo natodusuonornn [I/OX asngeTca runepnpoaykumsa KaTtexoriaMmMHOB,
KOoTopasi NEXUT B OCHOBE KITMHMYECKOM KapTUHbI U AWMArHOCTUKM 3aboneBaHUA MEeTOOOoM
onpegenennsa dgpakymoHUPOBAHHbIX MeTaHedpuHOB/ HOpMeTaHedPUHOB B MOYE UMK B
nnasme KpoBu. [lokazaHo, 4yTO B ocHoBe pas3sutua 70-80% cnydaeB [1I/®X nexart
CUHOPOMbI HacnegcTBeHHOW npeapacnoriodXeHHOCTU K OMnyXondm, acCouMMpPOBaHHLIE C
MyTaunamm reHoB SDHx, VHL, RET, NF1. Xupyprndeckoe redyeHne SABnAeTcs 30M0TbiM
ctaHgapTom Tepanuu [I/OX.

MAPATAHIMTIMOMbBbI A
OEOXPOMOLIMTOMbI Y AETEW: ONbIT
doIrby HMUAUL Arom M. AMNTPUA

POI'A4HEBA

MATEPUAIIblI U METODbI

B nccnepgosaHue BknoveHo 14 nauwneHtoB c /P X, nonyyasluunx nedenme (n= 11)
NN KoHcynbetatuBHyto nomoulb (N=3) 8 ®I'bY HMWU OAION vim. Amutpua Poradesa
3a nepuopg 2012-2021 rr. OuarHo3 BO BCex cnydasix Obin BepuduumpoBaH
rmcrtonorndyeckn. Bcem naumeHTam nNpoBOAMIIOCHL  MOJSEKYNAPHO-reHeTUYEeCKoe
nccnegosaHMe MeToO4OM CcekBeHupoBaHMA HoBoro nokoneHnsa (NGS-naHenb
"CnHOpOoMbI NpeapacronioXXeHHOCTU K onyxosnieBbiM 3aboneBaHnsam") B nabopatopum
monekynapHon 6wuonormn OIrbY HMUWU OO wm. Omutpua Poradvesa. [log
CUHXPOHHbLIMM MOHMMAaNM Onyxonu, pas3BuMBLUMECHA B Te4yeHue O6-TM MeCHAYHOro
MHTepBana.

LEJIb PABOTbI wn3yyntb KnNMHUYECKME U MONEKYNSPHO-reHETUYECKNE OCODEHHOCTU

Pucyrok 1. Hons (%) INI/OX y demeu

PucyHok 3. Cmpykmypa (%) namozeHHbIX
gapuaHmoe 8 2eHax, accouuupo8aHHbIX C

PucyHok 2. PacnipedeneHue (%) Tl
8 3asucumMocmu om rioKanu3layuu

naymeHToB c [1I/PX, nonyvyaBLwNX e4YEeHNUE UMM KOHCYNbTaTUBHYIO NomMollb Ha 6ase PIbY
HMWL OO um. Omntpna Porayesa.

PE3YJIbTATDI

MenawnaHa Bo3pacTta naumeHtoB coctasuna 10,2 roga (pasbpoc 4,5-17,2). 13 14 nauneHTtoB y 10 (71,4%) anarHoctmposaHa [, B 4
(28,6%) — ©X (pucyHok 1). Y 7 (50%) nauneHToB B AebioTe 3aboneBaHnsa otmedeHa aptepuansHaa runepteHsud. [ B 50% (5/10)
Cry4yaeB nokanuaoBanacb B 3abptolnHHOM npocTtpaHctee, B 30% (3/10) cny4yaes B obnactu wen, B 20% (2/10) - moveBOro ny3sbips
(PUCYHOK 2).

[TaToreHHbIN BapmaHT B reHax, accounmpoBaHHbIX ¢ pa3sutuem NI/eX obin obHapyxeH y 12/14 (86 %) nauymenTtoB: SDHB - 9/12 (75%),
SDHD - 2/12 (16,7%), VHL - 1/12 (8,3%) (pucyHok 3,4). B 1 cnyyae BbisiBrieH repMmuHanbHbi BapuaHT B reHe KIF1B, y 1 nauueHTa
NnaToreHHble repMmnHarnbHble BapuaHTbl He naeHTuuumnpoBaHbl (pUCYHOK 3). Y 3/12 (25%) naymeHToB OTMeYeHbl AOKa3aHHble criyvyan
pa3sutusa NH/OX B cembe, y 2/12 (16,7%) 0OTMEYEHO HOCUTENBLCTBO NATONEHHbLIX repMUHarbHbIX BAPMaAHTOB Yy poauTternen bes passutus
[1/dX. B 3/5 cnyyasax otmeyanacb myTtauua B reHe SDHB, B 1/5 - B reHe VHL, B 1/5 cny4yae — B reHe SDHD. Ha MOMEHT NOCTaHOBKWU
aouarHosa y 2/14 (14%) nauneHToB BbisiBfieHbl CUHXPOHHbIe onyxonu (I, n=1, ®X, n=1): bunatepanbHoe NopaxeHne Haano4Ye4YHNKOB
®X npu cnHapome poH I'vnnenga-JinHaay (mytauua B reHe VHL) n CUHXPOHHbIE NaparaHrnmomMbl LWeW Ha poHe repMmnHarnbHON MyTaLun
B reHe SDHD. Xupyprundyeckoe nedeHne B oobeme RO/R1 pesekuunn npoBeaeHo BoO Bcex criydasax. Mopdonormdyeckasa cuctema OLeHKN
3nokayecteeHHoctn no uwkane GAPP wucnonb3oBanace y 10/14 nauueHTtoB: B 8/10 cny4yaax wumennm MecToO YMEPEHHO-
onddepeHunpoBaHHble onyxonn (3-6 6annos), B 2/10 — BbicokoanddepeHunpoBaHHble onyxonu (0-2 6anna). Y 5/14 (35,7%)
NnaumMeHToB OTMEYEHO pa3BuTMe HebnaronpuATHbIX COOLITUW: noKanbHbIUM/NOKOPEerMoHanbHbi peunane (N=3), MeTacTaTUYEeCKUW
peumame (n=1), koMOMHMpoBaHHbIN peunamns (n=1). B 4/5 (80%) cny4yaax HoBble COObLITUA OTMEeYarincb y NaumueHToB C MyTauMen B reHe
SDHB, Bknto4aa mertactatuydeckum n KombuHupoBaHHbIM peunams, B 1/5 (20%) cnyyae ¢ mytaumen B reHe VHL, B TO Bpema Kkorga
nauueHTbl, He UMeloLMe NaToreHHbIX BapuaHTOB B reHax, accouumpoBaHHbIX ¢ passutnem [I/OX, HebnaronpuaTHble cOObITUA He
pa3BMBarnm.

MeaonaHa BpemeHun o cobbitna — 18,4 mec (pasbpoc 3,7-29,9). C yyeTOM arpeccmBHOro tedyeHus 3abonesaHusa 2/14 nauueHTa
nony4anu CUCTEMHYIO Tepanuio TemosonomuaoMm, 1 6onbHoMy nposeaeHa 1311-MUBIM Tepanus B cBsA3n ¢ HanmueM MUBIM-no3nTmMBHbLIX
o4yaroB B KOCTAX CKeneTa. Z2-neTHAst obuwasi BblKMBaAeMoOCTb B pAaHHom koropTte coctaBuna 100%, 2-netHasa ©OeccobblTUMHAS
BblkKnBaemMmocTb 58 + 17%, meanaHa anutenbHoCcTuU HabnaeHmns 12,9 mec (pasbpoc 0,5-93,4).

BbIBOObl
[1/®X — pegkne HoBoOOpasoBaHUA OETCKOro Bo3pacTa, Tpebyune obasaTernibHOro Meanko-reHeTUYECKOro KOHCYnNbTUpoBaHUA ON4
BbIABNEHNA CUHAPOMOB NpeapacnosioXXKeHHOCTU K onyxonu. [laTtoreHHble repMmnHanbHble BapnaHTbl B reHax SDHx asnsatoTca Hanbornee
YacTbIMU MONEKYNsSpPHO-reHeTnyecknmm cobbituamm npu MNIH/OX y geten n nogpoctkoB. PaaukanbHas onepauuns sBnseTca Teparnven
BblOOpa. TpebyeTca agnutenbHoe HabnwaeHune 3a nauneHTamu, C y4eTOM pucka pasBuUTUA HeONaronpuATHbIX COObLITUW, BKIHOYas
doopMUpoBaHME METaXPOHHbLIX ONYyXONeWN.

® [TaparaHrnmoma, n=10 & GeoxpomouunuToma, n=4

passumuem [N[/OX
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PucyHok 4. Yacmoma (%) ecmpedyaemocmu
rnamogz2eHHbIX 8apuaHmos 8 2eHax, accoyuupoB8aHHbIX C
passumuem [N /OX

Pucynok 4. 2-nemussn oowas sviorcusaemocms (OB) (n=14):100%
2-nemHsisi beccobvimuiinas evlorcusaemocms (bCB) (n=14): 58 £ 17%
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B [laToreHHble BapuaHTbl B reHax, accoummpoBaHHbIX ¢ [1T/OX

- OTCyTCTBI/Ie MNaToOreHHbIX repMmmHalibHblX BapnaHTOB

¥ [1aToreHHble BapmaHTbl B reHax, He accouunpoBaHHbix ¢ MNI/OX
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