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HEUPO®IBPOMATO3 NEPIIOTO TUILY V JUTEN
B YEPHIBEILKIN OBJACTI

JJACTIBKA 1. B.

KAHOUOam MeOudHUxX HAYK,
oouenm, oouenm Kagpeopu nediampii ma MeOUUHOl 2eHemuKu

BACEHKO M.

cmydenmxa IV kypcy meduunozo haxynipvmenty
byrosurHcoKull OeporcasHuti meOuyHull yrisepcumem
m. Yepnisyi, Vrpaina

Hetipogidpomaros 1 tuny (H®I) aGo xBopoba Pekninrxaysena —
CMAJKOBUH MNYXIWUHHUA CHUHApOM, sAkull € Halibinbln  wacTuM
3 hakoMaTo3iB Ta 3aXBOPIOBAHHAM 3 AJ[-THTIOM YCHAaJAKYBaHHSA, ~
3yCTpiyaeTbess  y CBiTI 3 4actotowo  1:3000 wHaceneHHs, Tipu
HapoKkeHH1 —~ 1/2558 no 1/3333. He BusiBeHO reHASPHOT Ta €THIYHOT
BIAMIHHOCTI B HacToTi BHsiBIeHHs HPI.

XBopoDa BUK/IMKaHa MYTalliiMU B OHKOCYNpecOopHOMY TeHi NFI,
AKui kaproBaHuk Ha 17q11.2. I'en kogye 6inok HeltpodiOpomiH, SKu
MICTUTE BUCOKOKOHcepBatuBHMi [ T®asz-akTuByrounii aomen. llei
Oinok nepetBoproe akTHBHUI RAS-I'T® B HeakTurHuMi — RAS-T 1.
Ilpu Brpati excipecii HelipogiOpominy cTaeThes akTuBauiss RAS-
CUFHAJIRHHX UINAXIB, IO TMPU3BOJUTE 1O YTBOPEHHS ITyXJIUH.
HelipodiOpoMin npuiimMac yuyacTh B peryisuil aJeHiIAT-LUUKIA3M,
anornTosy, aaresii Ta pyXoMocTi KJITHH.

Y xsopux Ha H®I onucano Ginbute 500 pisHUX MyTauii tHa
XpoMocomi 17q; yci BOHM NOpylIYIOTh PerysioMy poik teHa NF/
B Kackalal oHkorewezy. o 50% sunankiz H®1 — cnopanuuni, gxi
BUKJIAKAHI MyTauisiMK de novo, WO TOACHIOETBCS MPOTKHICTIO
Ta/abo 0COOMBOIO BHYTPILIHBEOIO CTPYKTYpOio resa. 5% ycix
puniangkis H®1 oSyMoBneHl BENMKUMH HeNeIisiMu, 10 OXOTOIOThH
yBech I'eH Ta (aaHkyro4i obnacti, 5% — Mikpoaeneuismu. 1likaro, wo
30% "de novo" myTauil € HacHiAKOM iHakTUBallil OaTBKiBCHKOT aneli,
OIHaK 3B 43Ky MK BikOM 0aTbKa Ta 4acTOTOIO MYTallili He BUABJEHO.
Bunanku HD!1, o6GymosieHi uuToreHeTHUHUMH nepebynoBamu (SK,
MpaBujIo, AeleliiMu), WO 3a4inaloTh KpUTHHHWI cerment 17ql11.2,
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AKI MaroTe Micue B 5-10% BumaaxiB, Ak MpaBHo, BiaOyBarOTbCS
B MATEPUHCHKIA XpoMocoMi. SIK pe3y/iibTaT TH3HBOI COMATHUHOI
MyTallil B eMOpioreHesi, MOXJIHBI Mo3aiuHi (HOPMH XBOPOOH, sKi
KIIHIYHO He  BIJAPI3HMIOTBCA  BiA  KJacH4HOl.  XapaKTepHOIO
ocobnmuBicTio H®1 ¢ BiacyTHICT MakOpHHUX MyTailiii B reHi NFI.
Mytauii redy NFI MoOXyTh OyTH 8K TepMiHATHUBHUMH, TaK
I COMaTHYHHMH, IO CBIAYHMTE TIPO iX pOJTb B KApIEHOreHe3i.

JanexkHO BIX JIOKamizalii OcepeiKiB ypaXKeHHS, BUILIAIOTH
Knacu4Hy nepudepuyny hopmMy xBopobH i UEHTpaIbHY (BLANOBIAHO,
"edpodiGpomaros I i Il tuny). Biamindicte unx dopm miarsep-
JKYETBCA po30DKHICTIO TeHiB, BiANOBIIANBHUX 33 BUHHKHEHHS JaHNX
TUIIB 3aXBOPIOBaHHA: TeH NF/, BianosinanbHUil 3a BHHHKHEHHS
KnacuyHoi xsopoOM PexiiHrxayseHa (Helipogibpomartos [ Tuny
(H®I)), nokanizoBanuii Ha 17-Tiit Xpomocomi, a ren NF2 — na 22-i.
Heiipodidpomaros Irtuny peectpyetbes y 90% nalieHTIB 3 Li€tO
Heayrot. MadidecTalis UhOro MyNbTHCHCTEMHOIO 3aXBOPIOBAHHS
3aBEPIUYETBCA y Billl 40 5 pokiB, ajie kiiHigHa ekcnipecis HD1 ayxe
BapiaGelibHa, HABITh B Mexax ofHiel poauHu. 10% nauienris 3 HO1
IOMHpAE B pe3yabTaTi MadirHizauii. TpuBanicTe )UTTS kiHOk 3 HD]
MeHIla Ha 16 pokiB AJis 4YONOBIKIB Ta 26 pOKIB— Mist JKIHOK
TIOPIBHSHO 3 3J0POBUMH 0CO0AMH.

ITpu noctanoBui aiarHozy H®1, pekoMEHIOBAHO BHKOPUCTO-
BYBaTH JIAarHOCTHYHI KpUTEepii, peKkoMeHOoBaHI MIiXHApOAHUM
KOMITETOM €KCIEPTIB 3 HelpohibpoMaTosy (miarHOCTHYHI KpuTepil
H® 1 Hauionansuoro inctutyty 3n0pos’s CUIA Bin 1988 p.):

1) 6 Ta Ginblie MaKyn KONbOPY «KaBU 3 MONIOKOM» MaKCUMAllbHUM
AiaMeTpOM NMOHAX 5 MM B OCI0 nepel AOCATHEHHAM CTaTeROl 3piJoCTi
YU noHax 15 MM micis 11 HOCATHEHHS;

2) nBi Ta Olnbwe Helpopibpom Oyab-skoro THny uw 1 i Gisiblie
rurekcupopMHUX Hetipodibpom;

3) BeCHAHKM Yy MaXBOBHX I IAXBUHHAUX JiNAHKAX;

4) TMyXJHMHHU 30POBOTO TPAKTY;

5) naBa Ta Ginbuue By3nukis Jlima;

6) 4ITKI KICTKOBI ypaXKe€HHs, HANPUKIAJ [AWCINA3id  KpHia
KJIIMHOMOMIOHOT KICTKM ab0 CTOHIIEHHS KIPKOBOTO IUapy JOBIHX
KICTOK (i3 NCERI0apTpO30M YK 6e3 HBOTO);

7) ponyy 1-ro MOpsAKy, Y SKOFO BCTaHOBJIEHO niarsos HO!
3rIAHO 3 HaBEACHUMH KPUTEPIsIMU.
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Kniniyni nposisu H®1 3anexats Bia Biky nauieHta (6ing 50%
NALi€HTIB BIAMOBIAAIOTE AlarHOCTUYHUM KpuTepiamu HD 1 y Bini go 1
poKy, 97% — y Biuli 8 pokiB, Ta pakTHYHO yci — ¥y Billi 20 pokiB), LIO
YTPYAHKOE IMOCTAHOBKY HiarHo3y B paHHbOMY IUTAYOMY BIilll JIKLIE
CUHAPOMOJIOTIYHMM  METOAOM. Y 3B’A3KY 3 LIUM, Ba)KJIUBOIO
NIaTHOCTUYHOrO  3HayeHHs  HaOyBa€  MOJIEKYJIAPHO-TEHETUYHE
MIATBEP/KEHHS A1arHO3y.

Mertoro nocnimkeHHst Oyjio BUBUWTH enifemionoriio HP1 cepen
niteit YepHiBenbkoi o6nacti, NpoBecTH aHami3 OKpeMHX YUHHUKIB
pU3MKY Ta pe3ylbTaTd MOJIEKYJIAPHO-TEHETUYHUX  JOCIIIKEHb.
V3B'a3ky 3 UMM Oysla BHBYEHAa MEAHMYHA JOKYMEHTalis Jitel
TPYAHOrO, JOWKIIBHOTO Ta WKUIBHOro BIKY 3a 2000-2019 pp.
3 pizHux JIIT3. YacToTy cnaaxoroi maronorii OLIHIOBAIM 33 JaHUMMU
raqy3eBol CTATUCTHYHOT 3BITHOCTI (aHas3 MEPBHHHUX AaHHUX GOpMU
Ne49-3pnopos  "3BIT AHTEHATAILHOrO UEHTPY OXOPOHH TUIOAY Ta
MeJIMKO-T€HETHYHOTO  KOHCYNbTyBaHHs»  OOnacHoro - MeamKo-
niarHocTHYHOTO UeHTpy M.YUepHiBii) Ta JemMorpadivHoro nacmopry
YepHiBenskoi obnacti JepxkaBHOi cly>XOM CTATHCTHKH YKpaiHH 3a
2000-2019 pp. TlokasHuK po3paxoBYBaBCS fAK CIIBBIAHOLIEHHS
3apeECTPOBAHUX MEIUKO-TEHETHUHOK CIIY>KOO0I0 32 JaHUll BiApI30oK
yacy BumaakiB Helipodibpomatozy Ituny Ta uymcna jiteit
(0—18 poxis) 1 Bu3Hauanack Ha 1000.

JliarHoCTHKA H®I BKJIIOYana  KJIHIYHE  JIOCHIJKEeHHS,
AHTPONOMETPIIO, TEHEANOrIYHHI aHalli3, aHaMHE3 XBOPOOM Ta JKUTTH
maiieHTa, pe3yabTaTH O10XIMIYHUX Ta IHCTPYMEHTAIBHHUX (€XOKapuio-
rpagis, peurredorpagis, Y3, KT, MPT, odTanbMockolis) METOAIB,
a y BUMaJKaX CMEPTI XBOPHUX — JIaHi MaTOJIOr0aHaTOMIYHOTO PO3THUHY.
Bepudikauisa giarnosy HeipodibpomaTosy | Tuny rpyHTyBasiacs Ha
MiACTaBl HasABHOCTi B AIT€H dIarHOCTHYHUX KPUTEpPIiB, a TaKoX
pe3yJBTATIB MOJIEKYIAPHO-TEHETHYHUX JOCIIUKEHD.

Bupueno uwactory H®I y niteit UepHiBennkol obaacti 3a 2000-
2019 pp. ta B aunamiui 3a 1(2000-2009) ta II (2010-2019 pp.)
nepioad. 3a  Bech nepioa  MoHiTopuHry (2000-2019  pp.)
B UepHiBeubkiit obnacti 3apeectpoBano 32 (0,17%0 abo 1:5740)
Bunaaku H®I y giteli; 3 Hux 22 (0,16%0) BHMaaku — y Aitei
3 paiioHiB obnacti Ta 10 (0,22%0) BUMAAKIB — cepen 1X OOHOIITKIB
3 M.HepHiBUI. AHaNlI3 AMHAMIKH [TOKa3HHWKA 9aCTOTH HAPODKEHE AITeH
3 Hd®I 3a 1 ta Il mepioan ne BUSABHB 3MiH.
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Haiibineia xinbkicte niTeit i3 Heitpodibpomarozom [ tumy
3apeecTpoBaHa y ['epuaiBcekoMy paitoni — 4 (0,52%o), Kinmascs-
KoMy — 6 (0,45%0) Ta CoxkupsaHcbkoMmy — 4 (0,39%e) paiionHax, 1o
ckaano 43,8% Big 3aranspHoi Kinbkocti aiteit i3 H®I no ob6nacri.
Bucoki rnoxasHukd nowrpeHocti H®PI cepex aiTedl vy Buine
3a3HAYeHUX palioHaXx MOXYTb CBIJYATH TMpO IMIABHILEHY B HHX
KOHLIEHTpaLilo rerepo3uroTHUX ocib. Bbyno 3’sacoBano, 1mo 73%
matepiB Ta 73% GathkiB XBopux Ha HOI pitelt Hapoaummcs B WX ke
palioHax. AHaJOriYHHH TOKa3HMK B pOAWHAX 3 iHIIMX palioHiB Ta
M. Yeprirui cknaB 50%. HatoMmicTe, y BuskHuuskomy, IlyTuascexomy
ta CropoxuHeubkoMy paifoHax UYepniBenbkoi oOnacti He
3apeecTpoBaHO WoxHoro Bunaaky H®I 3a 20 poxis. Pesynbratu
[IPOBEICHOTO  aHali3y MOXYTb CBIAYHTH SIK [P0 BAKIUBICTE
MyTaUifiHux mnpouecie (Oiabll  BHCOKMA  BIACOTOK  JIALIIEHTIB
3 00J1IaCHOrO UEHTpPY Ta HAOIMKEeHUX A0 HBOrO paioHIB) Y BUHUK-
HeHH1 H®I, Tak 1 npo kpaumy Horo AMiarHOCTHKY Y BKa3aHHMX paioHax
Ta M.YepHiBul y 3B’ 43Ky 3 HadmkeHicTro no JITTY IlI-ro pisHa.

BpaxoByloun Bucoky (a0 100%) neHerpaHTHicTe npu H®DI,
MpOBEAEHO aHalli3 HaHuX ciMeiHOoro aHaMHe3sy. BuH3Haueno, wo
y 72% niteid 3 palioHiB 3 O1JIbII BUCOKMM INOKa3HUKOM IOUIMPEHOCTI
H®], onnn 3 0aTbKiB TakoX cTpaxaaB Ha XBopoOy PekiiHrxayseHa.
HatoMicTs, B iHIIMX padoHax obnacti Ta M.YepHiBlUi UeH MOKa3HUK
cTanosus 30%.

3 METOK TOCHIKEHHS MOXIMBUX YMHHUKIB MO0 BUHUKHEHHS
MyTallili de novo, TIpoBeIeHO aHaNli3 MEAUKO-COLaNbHUX YHHHUKIB
(BIK 0aTbKiB, pIA 3aHATH Ta IUKIAAMBI 3BMYKH). 3’SCOBaHO, 11O BIK
MmatepiB Aiteit 3 [epuaiscbkoro, Kinmaucekoro ta COKMPSHCBEKOTO
palioHiB CTaHOBHB 26 poOKiB, BIK 0aTbkiB (40nOBiKIB) — 30 poKiB.
AHANOriYHUI TMOKa3HUK B POAUHAX 3 IHIIMX MICUb TPOKHBAHHS
CKJIaB, BiANOBIAHO, 27 Ta 33 poxu. OTxe, HE BHABNEHO 3aJIEHKHOCTI
MK CTapliMX BikoM ©arbkiB Ta uvactoToro H®PI B nonyssuif.
PoGitauui npodecii cobi obpanu 62% wmatepie 1a 100% Oarbkis
(JonoBiKIB) AiTeH 3 paHoHiB 3 0iNbl  BUCOKMM  TOKA3HUKOM
nowupenocti HDI ta 53% i 88%, BiamoBigHo, — 1X OHHOJITKIB
3 (HIUMX MicUub TpoxuBaHHA. Ha TroTioHOKypiHHS BkasyBanu 18%
MaTepiB Ta 55% OaThkiB (UONOBIKIB) AiTel 3 palioHIB PH3IUKY WIOAO
H®I ta 20% 163%, sianopiaHo, GaTekiez M.HepHIBUI Ta I1HLWIMWX
paitoHiB obnacTi.
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JAHK-miarHocTuky mo Kinua 2020 p., y 3B A3KY 3 [OABOIO
MOMUIHBOCTI TIPOBENCHHS MOJICKYJIPHO-TEHETUYHOTO AOCHIKEHHA,
npoHuM 9 niTed; MaXOpHMX MyTawil reHy NF/ He BUSBIACHO.
Pe3ynpTaTd  JOOCHIIKEHB, Y 3B’A3KY 3 HEBENHKOK YHCENIBbHICTIO
crnocTepeskeHb, MOXYTD JIHIe HabNHXEeHO BKa3yBaTH Ha BaXJIUBICThH
SIK MyTaUiHBUX MPOLECIB, TaK 1 ciMelHOT 00TsoKkeHocTt poaun va HDI
MO0 MOWUpPEeHHs UHi€l CMagkoBoOi MATOJNONT B IOMyAALUl Ta
NoTpebyIOTh MOAAIBLIOIO MOHITOPHHTY.

OTmxe, NpoBeacHO enigemionoriyii gocnivkenHs H®I cepen aiveti
Yepniseupkoi o0nacti, BUABACHO paiioHu 3 OUILII BMCOKUM piBHEM
3axgoptoBaHocTi Ha H®I, wo motpedye noxansuioro npoBeAcHHSA
MOHITOpYBaHHA. MOneKyNAPHO-TeHETHYHI AOCHIIOKEHH JIO3BOJISTH
Bepudikyratu giarHoz HDI y aiteit Ha paHHIX eTanax 3aXBOpIOBaHHs
TA BUABUTH KJHIKO-FEHETWYHI Kopensuil B auHaMini. Panns
Bepndikauis aiardosy H®I nossonse BH3HAYUTH MKAMCURTIIHAPHY
TAKTUKY HUCTIAHCEPHOro  CIOCTEPEXKEHHS  rpodania, BHABUTH
ACUMNTOMHHUX Ta MaIOCHMITTOMHMX 49JIeHiB T4 CUMITOMHHX HICHIB
POJMHH — HOCITB MyTaHTHOIO reHa.

Bukopucrana aiteparypa:

1. Agata Marjanska, Przemyslaw Galazka, Mariusz Wysocki and Jan
Styczynski. New Frontiers in Therapy of Peripheral Nerve Sheath
Tumors in Patients With Neurofibromatosis Type 1: Latest
Evidence and Clinical Implications. Anticancer Research April
2020, 40 (4) 1817-1831. Pexum poctyny: https://ar.iiarjournals.org/
content/40/4/1817

2. Samanta Buchholzer, Railil Verdeja and Tommaso Lombardi.
Dermatopathology 2021, 8, 17-24. Pewwum  jpoctyny:
file:///C:/Users/User/Saved%20Games/Searches/Favorites/Downlo
ads/dermatopathology-08-00003.pdf

40



