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MeHiHFiOMM — NOLWNPEHI NYXJ/INHU LLeHTpasibHOi HepBOBOT cMCTEMU. [TPUAHATO
BBaXaTW, WO MeHiHrioMun I cTyneHs 3noakicHocTi (Grade I) € «ao6posKiCHUMMN»,
OaHak Aeski 3 uMX NyXJAMH MalTb arpecuBHuUin nepebir, noAdibHMI A0
3/109KICHUX MYXJIMH. YNCNEHHMMWN CNOCTEPEXeHHSAMU NOBEAEHO, WO HaBiTb
y BUNaAKy paAuKanbHOro BUAANIEHHS MNYXJIMH OCTaHHI peuunaunByoTb
npoTArom HacTynHux 10 pokis. Ha niacTasi AaHNX MONEKYNAPHUX AOCTiIAXEHD
BM3HA4YeHO NiATUMNM MEHIHrioM, iX NOBEAIHKY, NepCneKTUBy HOBUX METOAIB
NiKyBaHHSA Ta 0co6AMBOCTI NPOrHO3yBaHHA ANA NauieHTIB. JOCNigXeHHS
V.E. Clark Ta cniBaBT. BUABU/IO HU3KYy MyTauin y NF2 MeHiHriomax, a came
TRAF7 (dpakTop 7, nos’a3aHuii 3 peuentopoM dakTopa HEKPO3Y MNYXJIMHK),
KLF4 (dakTop, noaibHmnin no Kpynnens 4c), AKT1 i SMO. YcTaHOBNEHO NeBHY
3aKOHOMIPHICTb MiX TUMOM MyTalii Ta JloKanizaui€lo NyxXJamnH: 3a4Ha YepenHa
sMKa, napacaritasnbHa AingHKa, cepn, TOpKyfna i BHYTPIilHbOLWIIYHOYKOBI
Bipainn — eTpata NF2 abo xpomocomn 22, puHoonbdakTopHa AifigHKa Ta
cepeaHs 4depenHa aAMka - KLF4/TRAF7, puHoonbdakTopHa AinsHkKa, Tino
i Mani kpnna ocHoBHOI KicTkn - PIK3CA, cepeauvHHi BigAinn nepeaHboi
yepenHoi AMKKU Ta cepeaHs YepernHa amka — AKT1/POLR2, pyHoonbdakTopHa
AingHka — SMO. Kputepiamn snbopy B AOCNIAXKEHHI, B SIKOMY aHanisyBanu
AaHi 469 MeHiHrioM BiAOMOI MONeKynapHOI Niarpynu, 6ynun cTyniHb pesekuii,
nicnsonepauiinHe oNpoMiHEHHS, HEMpOBi3yanisauia nicna BTpyYaHHsA Ta yac
[0 peumauBy (3a MOro HasBHOCTI). MonekynsapHi NiArpynu MeHiHriom manu
Pi3Hi KNiHIYHI BUSSBU NPOTAroM ABOX POKiB CMOCTEPEXKEHHS, MPUYOMY AeKinbKa
arpecusHux nigrpyn (NF2, PI3K, HH, TRAF7) peunausyBanu i3 cepeaHbOl0
WBWUAKICTIO, K@ Yy 22 pa3u nepesullyBana TaKy MeHLW arpecusHUX nyxaunH
(KLF4, POLR2A, SMARCB1). MeHiHriomn, aktneosaHi PI3K, peunansysanu
paHile, HiXX NyXAMHW iIHWKUX rpyn. NMOTEeHUINHO arpecmBHilla rpyrna MeHiHrioM 3
myTauiamu HH, NF2 i TRAF7 aeMOHCTpyBana BUCOKY 4acToTy peumansis yepes
60 mic cnocTtepexeHHs (35,3, 43,7 Ta 36,4% BignoBigHO), TOAI K 6inbWiCcTb
peunamsiB NyxamH 3 MyTauiamm PI3K 3apeecTtpoBaHO NpoTAroMm nepuunx 24
Mic (75,0%).

Knacudikauia MEHIHFiOM 3a FreHOMHMMM MyTauiSMW € NMepCneKTUBHUM
iHCTpyMeHTOM. Ii BNpoBaAXeHHS B KiHIYHY MPakTUKy AacTb 3MOry
MPOrHO3yBaTW arpecuBHICTb MEHIHFIOM Ta pU3WK iX peunamByBaHHS, WO
[OMOMOXe AaTu TOYHIWMA NPOrHO3 ANS NauieHTIB i po3pobuTtn edeKTUBHI
MeToAWN TepaneBTUYHOro BMJMBY Ha Ui MNyXJMHW.

KnrwuoBi cnoBa: mMeHiHrioma;, ocHoBa Yepena; peunanByBaHHs; NF2; ®I3K;
HH; TRAF7; AKT3; PIK3CA; PI-K3R1; PRKARI1A.

BcTyn

10-32% nyxnuH Grade I peunanBylOTb NPOTATrOM

MeHiHrioMNn — NownpeHi NYXJAWUHU LeHTpasnbHOI
HepBOBOi cucTeMu. Ha ix yactky npunagae 36% Bij ycix
BHYTpilWWHbOYEepenHMX HoBOyTBOpeHb [1]. IcTopuyHO
cKNlanocs Tak, Wo Knacudikauis MEHIHIIOM 3a CTyNneHeM
3M109KICHOCTI FpyHTyBasacs Ha iX ricCToNoriyHux
aKTUBHICTb, iHBa3isi B MO3KOBY PE€YOBUHY, CMOHTAHHWUI
HEeKpo3. 3 ornaAy Ha nepesaxaHHs NyxauH I ctyneHs
3noskicHocTi (Grade I) [2] MeHiHriOMM YacTo BBaxaloTb
«[obposkicHMMn». OfHaK 4acTuHa MeHiHriom Grade
I mMae arpecuBHiWni KNiHiYHWI nepebir, nogibHMn oo
MyXJNH BUCOKOIo CcTyneHs 3s0sKicHocTi (Grade II-III).
YMCNEHHMMU CNOCTEPEXEHHAMMN AOBEAEHO, WO HaBiTb
y BuUNaaky paaukanbHoro supaneHHs (CimncoH I-II)

HacTynHux 10 pokiB, wWo noTpebye AO0AATKOBOrO
NOSAICHEHHS 3 NornsAy MonekynspHoi 6ionorii [3].

TakuM unHoMm, knacudikauis BOO3 woa0 MeHiHriom
Ma€e obMexeHi kopensauii MiXX NPOrHO30M peunauBy
NyXJIMH i CTyneHeM BuaaneHHsa 3a wkanow CiMncoHa
Ta ricTonoriyHMMmn ocobNMBOCTAMU BUAANEHUX MYXJIUH
[4]. Ha nipcTaBi paHMX HeAaBHIX MONEKYNSpHUX
AOCNiAXKeHb BU3HAYEHO NIATUAM MEHIHIIOM, IX NOBEAIHKY,
nepcneKTUBY HOBMX METOAIB NliKyBaHHSA Ta 0cobnnBoOCTI
NMPOrHO3yBaHHSA A/ NaUiEHTIB.

MeTa ornsapy - cucteMaTulyBaTu HaWHOBIWI
AaHi niTepaTtypu woao 6ionoriyHMxX BNacTuBOCTEN
MEHIHIOM, BW3HAYEHHA MiATUNIB MEHIHIOM 3a AaHUMKU
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MONEKYIAPHOrO AOCIAXKEHHS MYX/IMH, BMAWBY Takoro
poO3MoAiNy Ha NPOrHO3 3aXBOPIOBAHHS.

MyTauii MeHiHriom

B oHoBneHin knacudikauii BOO3 2016 p. woao
HOBOYTBOpPEHb LEeHTPanbHOi HEPBOBOI CUCTEMMU
HarosioWeHO Ha BaX/IMBOCTI BU3HAYeHHA MyTauin y
NYXJWHI AN Pi3HUX FICTONOrMYHMUX MiATUNIB MEHIHriOM
(Tabnnus) [5].

PaHiwe nig yac gocnigXXeHHs MEHIHrioM ouiHBanu
NOOAMHOKI FeHeTUYHI 3MiHM Ta iX BNJIMB Ha arpecmnBHICTb
nyxnvHu [6,7]. Oeneuito Heripodibpominy 2 (NF2, mepniH,
WBAHHOMIH) MOXHa BuABUTKM y 50-60% nauieHTiB
3 MeHiHrioMmamu, BTpaTy 22-i XpOMOCOMMU, Ha AKil
po3TawoBaHW reH, wo koaye NF2, — y 40-80%.
NF2 - ue 6inok, NoB’A3aHMA 3 KNITUHHOK MeMbpaHow,
AKUIN perynioe iHwi 6inkn (Hanpuknaa, nakcuiiH,
aKTUH, CUHTEHIH), Wwo 6epyTb y4yacTb Yy PEeKOHCTPYKUii
unTockeneTa, aaresii Ta Mirpauii kniTuH. BTpaTa
NF2 Mo)e 3anyCTUTW OHKOTreHHi Wnsxu, 30Kkpema
Ras/npoTeiHkiHa3y, akTuBoBaHy MiToreHamun, Notch,
docdoiHoznTna 3-kiHasy (PI3K)/AKT, Hippo Ta mTOR
[8-13].

Xoua 3a3HayeHi 4oCNiAXEeHHS LONOMOr I BUSHAUUTU
KJ1I04O0BI apariBepy MyTauill y KNiTUHAX MEHIHTIOMK, BOHMU
He 3MOrfin NOBHICTIO MOSCHUTU arpecuBHICTb MYXWUH i
BM3HAUYMTUN NOTEHUINHI MilWeHi ans nikyBaHHSA [14]. OgHak
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yCi aBTOpM BKas3ylTb Ha UiHHICTb FEHOMHOro aHanisy,
o Aa€e 3MOry 3'acyBaTW BNAWB FEHETUYHWUX 3MIH Ha
KJiHIYHY MOBEAIHKY Ta NporpecyBaHHsA NyX/NH. 3aBASKU
reHeTUYHMM AOCAIAXEHHAM CTBOpPEHO Knacudikauito
NyXAWH 3a MyTauigMuM 3a3HadeHux reHis. MNopanbui
uinecnpsiMoBaHi AOCNIAXEHHS AaAyTb 3MOry BUSBUTU
MOXJIMBi MEXaHi3MN TapreTHOro BBy Ha MEHIHFiOMWU.

FeHOMHI gocnip>keHHs i B3aEMO3B 30K MiX

MyTauissMu Ta nokanizaui€ro NyxJiMHu

Y cy4acHin nitepaTypi BUABMEHO rpyny KOYOBUX
reHOMHUX A0CNIAXEHb, SKi AONOMOIIN KpaLle 3p03yMiTu
3B'130K MiX MyTauissMu Ta nokanisaui€o MeHiHrioMm
(Tabnnus).

DocnipxeHHsa V.E. Clark Ta cnieasT. [15] Buasuno
HMU3KY MyTauin y NF2- HeMyToBaHUX MeHiHrioMax, a came
TRAF7 (dakTop 7, noB'a3aHMi 3 peuenTtopom dakTopa
Hekpo3y nyxauHum (TNF)), KLF4 (dbakTop, nogibHuii ao
Kpynnens 4), AKT1 tTa SMO. JocnigxeHo 300 MeHiHriom
i3 BUKOPUCTAHHSIM FEHOTUMNYBAHHSA Y LiIOMYy reHoMi Ta
cekBeHyBaHHSA ek3oMmiB y 50 Bunaakis I Ta II cTynens,
a TaKOX MiATBEpPAXEHHSA y He3anexHoMy Habopi 3
250 Bunagkie. BTtpaTy 22-i XpOMOCOMU BUSIBIEHO Y
79% nyxnuH, myTauii B reHax NF2 - y 36% nyxnuH.
MeHiHriomn 3 MmyTauiamm B reHax TRAF7, KLF4 ta AKT1
BiAPI3HANUCH BiA NyXJIMH 3 MyTauigamMm B reHax NF2
abo SMO, wo o06rpyHTOBY€E po3MnoAin MeHiHrioM 3a

Tabsanys. Kopensuis reHOMHUX MyTaLiin 3 nokanidauieo MeHiHriom

FeH DYHKLifA reHa Jlokanisauia MeHiHriomMun D>xepeno
NF2 Binok, 3B’a3aHunii 3 KNiITUHHOW | 345 (HWU3bKUA CTYNiHb Brastianos et al.,
MeMbpaHo, AKWUIM peryare 3/105IKiCHOCTI); napacaritaibHa 2013; Clark et al.,
iHWIi ymMTockeneTHi 6inkn, wo AingaHKa, cepn, Topkyna Ta 2013; Clark et al.,
6epyTb yyacTb y npouecax BHYTPILUHbOLWYHOYKOBI BiaAinm 2016; Abedalthagafi
KNITUHHOI XUTTEAIANBHOCTI (BMCOKMIA CTYNiHb 3N0SKICHOCTI) et al., 2016; Bi et al.,
2017
TRAF7 MynbTMaoMeHHUI 6inok, PuHoonbdakTopHa ginsiHka ta CHA | Clark et al., 2013;
peryntoe hakTop HEKpPO3y Clark et al., 2016;
nyxnunH, E3 yb6ikBiTUH-nirasy, Abedalthagafi et al.,
MEKK33 2016
KLF4 3any4yeHuit B iHAyKOBaHMUX PuHoonbdakTopHa ainsHka ta CYA | Clark et al., 2013;
MJOPUNOTEHTHUX Clark et al., 2016;
CcTOBOYpPOBUX KNiITUHAX Abedalthagafi et al.,
2016
AKT1 AkTunBauis PI3K/AKT CepeavHHi Bigainun MN4Y4 i CHA Brastianos et al.,
2013; Clark et al.,
2013; Clark et al.,
2016;
Abedalthagafi et al.,
2016
SMO AkTuBauis Hedgehog PuHoonbdakTOpHa AinsHKka Brastianos et al.,
2013; Clark et al.,
2013; Clark et al.,
2016;
Abedalthagafi et al.,
2016
PIK3CA AkTuBauis ®I3K/AKT PuHoonbdakTopHa AinsHka, Tino Ta | Abedalthagafi et al.,
Mani Kpusia OCHOBHOT KiCTKMU 2016
POLR2 PerynaTtop B3aemogii AHK- CepeauHHi Bigainu MN44 i C44 Clark et al., 2016
noniMepasu 3 pakTopom
TpaHckpunuii 2B nig 4ac
npeinidiayii yTBOpeHHs
KOMMeKcy

MpumiTka: 344 - 3aaHA yepenHa aMka; NYA - nepeaHs YepenHa amka; CYHS - cepegHs yepenHa sMKa.

CTaTTsl MICTUTb PUCYHKM, SIKi BiO6GPaxatoTbCsl B APYKOBaHiv BepCil y BiATIHKaxX Ciporo, B €/1eKTPOHHIM — y KOJIbOpi.
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nokanisauiet. MyTauii B reHax TRAF7, KLF4, AKT1 Ta
SMO 3apeecTpoBaHo BignosigHo y 25,0, 10,3, 12,7 Ta
3,7% MeHiHriom.

TRAF7 - ue 6aratopoMeHHWW 6inok, wo
BUKOPUCTOBYE KOMNpoOTeiHu, Taki sk MEKK3, saki
perynioTb nepeaady curHanis no wnsaxy TNF, giloum sk
ni6iasa y6ikBiTMHY E3, wo BMbGipkOBO nMo3Ha4vae 6inku
Ansa perpapadii.

KLF4 BBaxalTb OAHWM i3 KNOYOBUX (daKTopis
TpaHckpunuii, aknin 6epe yyacTb B iHAYKUIi
NAOPUNOTEHTHMX CTOBOYPOBUX KNITUH. MyTauis nentnay
E17 Ky reHi AKT1 npussoanTb Ao aktuBauii PI3K/AKT,
MyTauii B reHi SMO - go akTtusauii Hedgehog (HH).

YcTaHOBNEHO MeBHY 3aKOHOMIipHICTb MiX TUMOM
MyTauii Ta nokanisauieto nyxnuH (Puc. 1).

Lle socnig>xeHHs 4ONOMOra0 BUSBUTY B3AEMO3B'30K
MK MyTauisiMW B reHax NyxJnHu 3 ii noKanisauieto.

llle oaHe reHoMHe pocnigxeHHsa 17 nyxnuH
niaTBEPANNO HasBHICTb MyTauin AKT1 Ta SMO y reHax
MeHiHrioMm [16]. Bax/nBMM € Te, WO HaBiTb HeBesnuka
KinbKiCTb MyTauii, BUABNEHUX Yy Fre€Hax MeHiHrioMm,
CYTTEBO BMNJIMBAE HA PO3BUTOK MYXJWUH. MeHiHriomMun
BUCOKWX rpagauiri Mann cepeaHin piseHb SCNA (somatic
copy-number alterations) (12,3%) i 6inbwuin BMiCcT
XPOMOTPUMNCUHY (BENMKI XpPOMOCOMHI nepebynosu). Taki
3MiHM paHiwe BUABNEHO Y MNaUIEHTIB 3 arpecuBHUMU
dbopmMamu paky.

[ocnipxeHHa V.E. Clark ta cnisasT. [17] BusaBuno
3Ha4yeHHsA POLR2A (PHK-nonimepa3sa II cy6oanHuus A) Ta
iHWMX MyTaUii y reHax MeHiHrioM. MeHiHriommn 3 POLR2A
MyTauissMM 4yacTiwe foKanisyBanncsa B CepeanHHUX
BigAinax nepeaHboi YyepenHoi SSMKM Ta cepeaHin
yepenHin amui. HasBHICTb ui€i MyTauii BUSBNeHO nuwe
B A06posAKiCHMX NyXxnuHaX. Moganblwe AoCNigXeEHHS
nokasano, wo POLR2A 3MiHIOE CUTHaNbHI WNAXKN
WNT i dakTopu TpaHckpunuii. BusiBneHo iHWi reHun y
MeHiHriomax, 3okpema SMARCB1 (nos’asaHuii i3 SWI/
SNF MaTpuKC-3aNeXHUM aKTUHO3aneXHUM perynsaTopom
yneHa 1 nmigpoauvHu xpomaTtuHy B), AKT3, PIK3CA,

PI-K3R1, PRKAR1A (npoTeiHkiHaza CAMP-3anexHa
perynsatmeHa cyboamHuus Tuny Ia) Ta SUFU (cynpecop
3/IMTUX FOMOJIOriB). YCTaHOBNEHO, WO «AINSHKN cyrnep-
niacuntoBayva», TO6TO reHOMHi perioHun 3 BUCOKUM piBHEM
aueTuUIBaHHA FICTOHY 3 Ni3WHY 27, NiATPUMYIOTb
HU3KY daKTopiB, 3a4iFHMX Yy perynsauii TpaHckpunuii
i B 3N109KICHO TPaHCMOPMOBAHUX KAITUHAX MYyXJUH Yy
WNPOKUX CEerMeHTax MeHiHriom, Taki sk 6inkm FOX,
HDAC, KLF2, KLF4, WNT i BCL2. 3a3HaueHi pakTOopU €
OAHMMU 3 OCHOBHUX PerynaTopis po3BUTKY Ta nepeaadi
curHanis emb6pioHanbHUX CTOBOYPOBUX KNiTUH. OTXe,
ue AocnigXXeHHs AOBOAUTbL, WO MEHIHFIOMU MOXYTb
noxoauTH BiA eMbpioHanbHMX cToBOYpoBUX KNITMH abo
X nonepeaHuKIB.

Fpynn MeHiHrioM Ta iX peunanByBaHHSA

Kputepiamu Bubopy B gocnigxxeHHi M.W. Youngblood
Ta cniBaBT. [2], B AKOMY aHanisysanu AaHi 469 MeHiHriom
BiZlOMOi MONleKyNnApHOI Niarpynu, 6ynu cTyniHb pesekuii,
nicnsionepaduiiHe oNnpoMiHeHHS, HelpoBi3yanisauis nicns
BTPYYaHHS Ta yac A0 peumauBy (3a MOro HAsABHOCTI).

MonekynspHi NiArpynv MEHIHroM Manu pi3Hi KNiHiYHI
BUSABM MPOTSArOM ABOX POKIB CMOCTEPEXEHHS, MPUYOMY
aekinbka arpecusHux nigrpyn (NF2, PI3K, HH, TRAF7)
peuManByBanu i3 cepeaHbO WBUAKICTIO, ika 'y 22 pasu
nepesullyBana Taky MeHW arpecnBHux nyxnuH (KLF4,
POLR2A, SMARCB1). MeHiHrioMK, y AKMX aKTUBOBaHUM
curHaneHunm wnax PI3K, peunmamByBanu paHiwe, Hix
NYXAVHW iHWKWX rpyn. Cepea MeHiHrioM HU3bKOro CTYMNeHs
3noskicHocTi (Grade I) nyxnuHu 3 myTauismu HH i TRAF7
mManu NiABULLEHWI piBEHb peunanBYy NOPIBHSAHO 3 iHWMMK
niarpynamu. TakoX BUSB/EHO, WO peuuanBYBaHHSA
nyxnuH 3 NF2 acouiloBanocs 3 4os0OBiYOK CTaTTO Ta
36inbweHHsAM BMicTy Ki-67.

CepeaHs TpuBaniCTb CNOCTEPEXeHHS CTaHoBWNa
54,2 mic. 3aranbHuin KoedilieHT peunanByBaHHS 3a
ABa pokun - 12,0%, 3okpemMa 7,4% Yy nyXJMH HU3bKOrO
cTyneHsa 3nosikicHocTi (Grade I) Ta 33,3% Yy MeHiHriom
BMCOKOIr0 CTyneHs 3nosikicHocTi (Grade II-III).

Puc. 1. Jlokanisauis nyxauHW BiANOBIAHO A0 MyTauii neBHUx rexie: A, I, € -
NF2; B - SMO; B - PIK3CA; A - KLF4 i TRAF7; E - AKT1 ta POLR2
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Y 4oTupbOX rpynax myTtauin meHiHriom (Grade I-III)
MOKa3HUKKN peuuamBy Yyepes aABa pokun 6ynu takumm: HH
(17,4%, 4 i3 23), NF2 (16,8%, 26 i3 155), PI3K (9,5%, 6
i3 63) i TRAF7 (14,7%, 5 i3 34). Cepen 75 MeHiHriom 3
myTauigsmn KLF4, POLR2A tTa SMARCB1 3apeecTpoBaHo
nvwe oAMH BMNAaAoK peumamBy. TakuM YUMHOM, Yy NepLlin
rpyni (HH, NF2, PI3K, TRAF7) peunauB MmaB Micue y 21,9
pasy yacTiwe, Hix y apyrin (KLF4, POLR2A, SMARCB1)
npoTAroM o4HaKOBOro nepioay.

MoTeHUINHO arpecuBHiWa rpyna MeHiHriom 3
myTauiamn HH, NF2 i TRAF7 geMoHCTpyBajnia BUCOKY
yacToTy peuunamBiB yepe3d 60 Mic crnocTepexXeHHs
(35,3, 43,7 ta 36,4% BignoBiaHO), ToAi K 6inbwicTb
peumamnsis NyxnuH 3 MyTauiamu PI3K 3apeecTpoBaHo
npotarom nepwux 24 mic (75,0%). CepeaHii yac go
nosisu peumamsBy nyxnamH PI3K ctaHoBuB 17,4 Mic, wo
CYTTEBO BiApi3HANOCA BiA cepeaHbOro nokasHuka (40,0
Mic) ansa ycix He-PI3K MeHiHrioM. CUbHMIA B3AEMO3B'A30K
MiX cepefHiM yacoMm fo peuumauBy i PI3K 36epirascs
HaBiTb, KON BpaxOByBaaWu nule TOTasIbHO BUAANEHI
NyXJnHW Ta MeHiHriomn Grade I. ABTOpY He BCTAHOBUN
3a/1eXXHOCTI MiX cepedHiM yacoM A0 peuuaumBy Ta
piBHeM 3no0sikicHocTi (Grade), o6csaromMm BupasneHHs,
iHaekcom Ki-67, nokanizauiero nyxnmHu. Lle nosoants,
o akTmBauia MmyTauin PI3K € npeaMKTOpoM paHHbLOro
peunanByBaHHS, He3anexXHo Bif iHWNUX NPOrHOCTUYHNX
KNIHIYHNX AaHUX.

ABTOpM crnocTepiraan peunamByBaHHA Y MEHIHrioM
3 MyTauieto POLR2A (n = 3; piana3oH yacy A0 nosiBu
peunaunsy - Big 39 po 91 Mic), wo ceBiguMTbL Npo Te,
WO Ui NYXAWHM MalTb TEHAEHLUI0 A0 peunamByBaHHS
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ni3HilWwe 3a iHwWi rpynu. Pesynbtatu AOCNIAXEHHS Aal0Tb
nigcTtaBy NpUNyCcTUTMK, WO MEHIHFIOMW 3 MyTaui€lo
B reHi PI3K 3a3Buyan peumauBylOTb paHile, y reHi
POLR2A - ni3Hiwe, a MeHiHrioMn 3 MyTauUis MU B reHax
HH, NF2 Ta TRAF7 MatoTb cTabinbHi TeMnu 36inblueHHs
peumanByBaHHS 3 yacoMm (Puc. 2).

BucHoBKM

Y pPYTUHHIN HelpoxipypriyHin npakTuui NpuUNHSATO
BBaXxaTu, Wo MeHiHriommn Grade II Ta Grade III €
arpecmBHILLMMK, X04a paHHi peunansn MeHiHriom Grade I
He CNpUNMalTbCS K Ka3yicTU4YHi. Cy4yacHi MoneKkynspHi
AOCNIAXeHHS ineHTUdIKyBanu MyTauii B reHax MeHiHrioM
Grade I 3 arpecuBHiLINM KNiHIYHUM nepebirom.

Knacugikauis MeHiHriOM 3a FreHOMHUMUK MyTauigaMu
€ NepcneKTUBHWUM IHCTPYMEHTOM. [i BnpoBaaXeHHs
B KJiHIYHY NpaKTUKy AacTb 3MOry MporHo3ysaTtu
arpecuBHICTb MEHIHIMOM Ta pU3KK X peunanByBaHHS,
LLIO ONOMOXe AaTu TOYHIWWI NPOrHO3 ANS NaLUIEHTIB Ta
po3pobuTn edbeKTUBHI METOAM TepaneBTUYHOIro BNANBY
Ha Ui NYXJUHMU.

Po3kpurta iHdpopmauii

KoH@ikT iHTepeciB

ABTOpPW 3asBNATb NPO BIACYTHICTb KOHMNIKTY
iHTepecis

ETnyHi Hopmu

CtaTtTa aBnse coboto ornaa nitepatypu, Tomy
CXBaNEHHS €TUYHOro KOMITETY He NoTpibHo.

®DiHaHcyBaHHS

JocnigXXeHHS He Mano CMOHCOPCbLKOi NiATPUMKHK
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Puc. 2. HYac peunanByBaHHSA MeHiHrioM. HaBeneHo yac nossu
peunansy (KonbopoBi kpankun) abo octaHHboro MPT-gocniaxeHHs 6e3
peunansyBaHHs (Cipi kpanku). CepeaHi 3HaYEeHHS AN KOXHOI rpynu
MoKasaHo CYUiNTbHUMW AiHiSMU. TpadikuM WiNbHOCTI peunanByBaHHA
HaBeZeHO NpaBopy4 pa3oM i3 cepefiHiM 3Ha4yeHHAM (J), CTaHAAPTHUM

BiaxuneHHaM (0) Ta KinbkicTio peunamsis (n) [2]
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