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KJACCUDPUKALUS OITYXOJIEN
MSITKUX TKAHEW BCEMUPHOM OPTAHU3ALIUU

3IPABOOXPAHEHMUMA (2020). OITYXOJIN OBOJIOYEK

HNEPUPEPUYECKUX HEPBOB

JloOpokayecTBEHHbIE

lIBannoma (B1Y) 9560/0

Crapas mBaHHOMA

Knerounas mBannoma

IInexcudopmuas mBaHHOMA

DnuTenuonaHas LBAHHOMA

MHUKpPOKHCTO3HAS/PETUKYIISIPHASE IIBAHHOMA
Hetipodudpoma (BY) 9540/0

Crapas netipodpudpoma

Knerounas meitpopubpoma

Artunmaeckast Helipodudpoma

ITnexcudopmuas meiipodhubpoma 9550/0
Iepunesproma (b1Y) 9571/0

PeruxynspHas nepuHeBproMa

Ckuiepo3upyolast IepHHEBPHOMa
3epHucrokierouHas omyxous (BY) 9580/0
Mukcoma 000J104KH HepBa 9562/0
ConurapHasl OrpaHHYCHHAsT HEBpOMa 9570/0

ITnexcudopmuas conmuTapHas OTTpaHUYCHHAsE HEBPOMa
Menunruoma (BY) 9530/0
JloOpokadecTBeHHas! TPUTOHOBA OMYXOJIb / HEPBHO-MBIIICYHAST XOPHCTOMA
I'mbpuaHast omyxoinb 000JI0UKH HepBa 9563/0

IlepruneBproma/mBaHHOMA

lITBanHOMa/HElpohOpOoMa

TlepuneBpuoma/neiipopudpoma

3/10KkayecTBEHHbIE

3n0KavYecTBeHHAs OIyX0Jb 0000uKH nepupepmdeckoro Hepsa (BAY) 9540/3

3r0KavYecTBEHHAsI OITYX0JIb 000JIIOUKH Mepr(epuueckoro Hepsa, snuTenronanas | 9542/3
3n0KaYeCTBEHHAS MEIIAHOTHYECKAs OITYX0JIb 000T0UYKH HepueprHuecKoro HepBa 9540/3
3epHUCTOKIIETOUHAS OIyX0JIb, 37I0Ka4eCTBEHHAS 9580/3
[TeprHeBprOMa, 37T0Ka9eCTBEHHAS 9571/3

lacTpoMHTeCTHHAIbLHBIE CTPOMAJIBHBIE OIYXO0JIH

l'acTporHTECTHHAIIBHASI CTPOMAJIbHAS OITyXOITh 8936/3




HNIBAHHOMA

Omnpenesenne

[1IBaHHOMAa — OITYXOJIb HEPBHOM 00OIOYKHM, COCTOSIIAS TIOTHOCTHIO MU MOY-
TH MOJIHOCTBIO U3 (D (HepeHIIMPOBAHHBIX HEOIIACTUYECKUX IIBAHHOBCKHUX KJIETOK.

KoaupoBanue no MKB-O (ICD-0)

9560/0 I1IBanHOMa Hecnenupumposanuas (BAY).

KoaupoBanue no MKB-11

2F38 u XH98Z3 JloOpokayecTBeHHOE HOBOOOpa30BaHHME JAPYIMX WM He-
YTOUHCHHBIX JIoKanu3anuii u [lIBanHOMA (HEBpUIEMMOMA).

Cpsi3aHHasi TEPMUHOJIOTUS

Jonycmumo ynompebnenue mepmuna: HeBpAIEMMOMA.

MMoaTn(sr)

Crapast (cTaperoiasi) IIBaHHOMA, KJICTOYHAs IIBAHHOMA, IUICKCU(OPMHAs
LIBAaHHOMA; SIIUTEIMOUIHAS IIBAHHOMA; MUKPOKHCTO3HAS/PETUKYJISIPHAS IIBAHHOMA.

Jlokaauzanus

Hcrounukamu 00pa3oBaHUsl SBISIOTCS MEpUEPUUYECKUE HEPBBI B KOXKE U
TIOJIKOKHBIX TKAaHSX TOJOBBI M LIEH WIIH BIOJIb CTHOATEIIBHBIX TIOBEPXHOCTEH KOHEU-
HocTel. Tarke BCTpEeHaroTCsi CIMHAIIBHBIC MHTPaIypalbHbIC AKCTpaMelyIUIsipHbIe
OITYXOJTH, KOTOPBIE IIPH IIPOPACTAHHUH Yepe3 HEPBHBIE OTBEPCTHUS 00Pa3yIOT TaK Ha3bl-
BaeMbIE FAHTEJIbHBIE OITYXOJIH, ITPU 3TOM MHOXKECTBEHHBIE ITapaCITHHAILHBIC [IIBAHHO-
MBI SIBIISIFOTCSI OOBIYHBIM SIBJICHHEM TpH HelipoduOpomarose 2-ro tumna. [Topaxkenue
YepEerHO-MO3r0BOTI0 HEPBa HE SBJISIETCS Y4EM-TO HEOOBIYHBIM, P 3TOM OITyXOJIH MO3-
JKEYKOBOTO yIVIa, UCXOMAIINE U3 BecTHOYsspHOro otaena VIII uepernHo-Mo3roBoro
HEpBa, BCTPEYAIOTCS Yallle BCEro, ¥ JIBYyCTOPOHHEE MOPAKEHUE SBIISICTCS OTPEICIsi-
FOIIUM KpUTepueM Juisi Helipodubpomarosa 2-ro tuma. VHTpamMeny/uisipHbie mopa-
xeHus no3BoHouHMKa U [JTHC BeTpewarorcest peko, Kak ¥ MOpasKeHUs] BHYTPEHHHX
OpraHoB (HarpuMep, JKEITyTOIHO-KAIIIETHOTO TPAKTa) U KOCTEH.

Kaunnveckue npuzHaku

[IIBaHHOMBI — MEJIEHHO pacTylnue omyxoian. OHU 4acTo MPOSIBISIFOTCS B
BUJIe OECCUMITOMHBIX 00Pa30BAHUI WITH SIBJISIOTCS CIIY4allHbIM PE3yJIbTaTOM BU-
3yaJM3allMOHHBIX HCCIIEIOBAHUI U MOTYT ObITh OOJIC3HCHHBIMH, OCOOCHHO TPH
miBaHHOMaro3e. CIIMHHOMO3TOBBIC IIBAHHOMBI MOTYT BBI3bIBATh CEHCOPHBIE CHM-
NITOMBI, TAaKHE KaK KOPELIKOBasi OOJNb M IBHTATEIbHBbIC HAPYLICHHS, €CIIA PacTyT
MHTPACIHUHAIBHO. BecTuOysipHble IIBAHHOMBI YaCTO CONPOBOXIAIOTCS MOTEpeit
CITyXa ¥ TOJIOBOKPYKEHUEM.

SnuIeMnoJI0Tus

Bonee 90 % 3Tux nopaxeHuil ABISAIOTCA OAMHOYHBIMU M CLIOPATUUECKUMH U
MOTYT MOPaXaTh JIFOJIEH BCEX BO3PACTOB, HO MHK 3a00JI€BaEMOCTH IPUXOIUTCS Ha
YeTBepPTOe—IIeCTOe ACCATIICTHS KI3HU. HeT HUKaKoi M3BECTHOW MPeIpacIiono-
YKCHHOCTHU B OTHOILLICHHUHU PAChl HIIH I10J1A.
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JTHoJ0THA

OTtHONOTHS OONBIIMHCTBA CIIOPAANYECKUX IIBAHHOM HEH3BECTHA, XOTA yCTa-
HOBJICHO YBEJIMYEHHE YaCTOThI CJIydaeB, CBA3aHHbIX C IIPEALIECTBYIOMIUM 00Iyde-
HHEeM. B HEKOTOPBIX CITydasiX CyIECTBYET CBS3b C HEHPOhHOPOMaTO30M.

IIaTorenes

CymiecTByeT NPUYMHHO-CIICCTBEHHAs CBS3b MEXKIY OHKOT€HE30M IIBaH-
HOMBI W motepei akcrpeccun merlin (NF2, mBaHHOMHH), WHTHOMPYIOIIETO
pocT OelKOBOTO IMpOIyKTa reHa-cympeccopa omyxoiei NF2, pacrnonokeHHOro
B 22q12.2. NF2-pHakTUBUpYIOIIME MyTaluu ObUIM OOHAPYXKEHBI IPUMEPHO B
50-75 % cnopanuueckux ciaydaeB. OCHOBHBIMH TCHETHUECKHMH COOBITHUSMU
SIBIISIIOTCS TIPEMMYIECTBEHHO MYTAllMU C/IBUTA PAMKH CUUTHIBAHUS U HOHCEHC-
MyTaIus ¢ MOTePel OCTABIIETOCS aJUIeIs «TUKOTO» THIa Ha XpoMocome 22. J[pyrue
pacrpocTpaHeHHble MyTanuu Bkiaroyaror myrtanuu LATS1, LATS2, ARIDIA,
ARID1B u renoB DDRI, Ttorma xax moBropuoe cimusane SH3PXD2AHTRAI1
BCTpevaeTcs npuMepHo B 10 % ciydaes.

MHOeCTBeHHbIE [IBAaHHOMBI SIBIIIOTCS TPH3HAKOM HelpoduOpomaTosa
2-ro THIa ¥ IIBAHHOMaTo3a — 00a MOT'YT POTEKATh B MO3aWYHBIX HJIH CETMEHTap-
HbIX (popmax. [IIBaHHOMBI, ACCOIIMUPOBAHHBIC C HEHPOHUOPOMATO30M 2-TO THIIA,
BCTPEYAIOTCs TOIbLKO B BozpacTe 10 30 JIeT, Torna Kak B 3peioM Bo3pacTe 00bIu-
HO TPOSIBIISIIOTCS OIYXOJIU B BHJE IIBAaHHOMAaro3a. JIByCTOPOHHSS BECTHOYIISIpHAS
LIBaHHOMa SIBJII€TCS OTIIMUUTENbHOII uepToit Helipodubpomarosa 2-ro THIIa, 4aCTO
MIPOSIBIISTIOIIETOCS, MYIBTH(OKAIBEHBIM OPaKEHHEM HepBa U JIOIBYaTHIM MHUKPO-
CKOIIMYECKUM PUCYHKOM pocTa. Kpome Toro, y manueHToB ¢ 6osee Tsxesnon Gpop-
Moii HelipoduOpomarosa 2-ro Tumna 1no Yumapry o0bI9HO HMEIOTCS MEHUHTHOMBI,
KOTOPBIEC YaCcTO OBIBAIOT MHO)KECTBEHHBIMHU U aCCOLIMUPOBAHHBIMU C ITOBBIIIICHHOM
3a00NIeBaeMOCTBIO0 X CMEPTHOCTHIO. [JTMOMBI, Yale BCero SMeHIiMMOoMa eHHOro
OT/eN1a I03BOHOYHUKA, pa3BuBatoTcs pexe. Helipopubpomaros 2-ro tuma Hacie-
JIyeTCsl ayTOCOMHO-/IOMUHAHTHBIM ITyTeM, mpudeM 50 % ciyyaeB IMpeacTaBIIsIOT
€000} HOBBIE MU CIIOPAUYECKUE MYyTaLlUH.

[IIBaHHOMATO3 XapaKTePH3yeTCsI HATMIHEM MHOXKECTBEHHBIX IIIBAHHOM, B OC-
HOBHOM (HO He BCEr/a) IpU OTCYTCTBUM IIOPa’KCHUS BECTUOYIIIPHOTO HEPBA U Me-
HUHTHOM. HeuacTo mopaxkaroTcst 4epenHble apTepiy U KO)KHbIe HepBbl. MyTanus
3apOJIbIIEBOM JIMHUU I'eHa-cynpeccopa omyxoieii SMARCBI1 unu LZTR1 Obuia
obHapyxkeHa y 86 % cemelHBIX U 40 % cnopagnyecKuX MalUeHTOB C IIBaHHO-
Maro3oM. TeM He MeHee OHKOreHe3 Ipe/CcTaBIsieTcsl 00JIee CII0KHBIM, YUUThIBAs,
9TO 3TU OIYXOJIM BO3HHKAIOT B pe3yibTare 3- Wi 4-TOUeYHOTO MEXaHNW3Ma, KOTO-
pblil Brimtodaet 2 reHa. OHON U3 pacpOCTPaHEHHBIX MOJIETICH SBIISETCS MyTalUs
3apoasimeBoit muaM SMARCBI mnu LZTRI1 ¢ mocnenyromeii comarndeckoi
NF2-myTarueit Ha Toi ske XxpoMocoMe 22 U Jienenust BCei Ipyroit XxpoMocoMsl 22,
MIPUBOIAIIAS K OMAJUTIENEHON MHAKTHBAUK 000HX TE€HOB-CYIIPECCOPOB OMyXOJei
OIHOBPEMEHHO (TO ecTb 3 nonaznanus). [lo3ToMy HeyMBUTEIBEHO, YTO COMATHUIECKas!



MyTauus NF2 gacTo oTanyaercs y IIBAHHOM Pa3HBIX MAallUEHTOB, a TAKKE MEKIY
[IBAHHOMAaMH Y Pa3HBIX YIEHOB CEMbH.

Maxkpockonuuyeckuii BUJ

OTH OIyXOJH B OCHOBHOM OJIMHOYHBIE U IIAPOBUIIHbIE, UMEIOT IIIAAKYIO TI0-
BEPXHOCTh U Haubonpmmi pazmep (MeHee 10 cM), 3a HCKIFOYCHUEM THTAaHTCKHX
LIBAHHOM, KOTOPbIE Yallle BCEr0 BCTPEYAIOTCs B MOSCHUYHO-KPECTIIOBOH 00IacTH.
MeHee N0J0BUHBI UMEIOT SIBHYIO CBsI3b C HEPBOM, KOTOPBII yalle Bcero HeGob-
mroif. HeBoBiieueHHbIE HEPBHBIE MTYYKH YaCTO OOHAPYKUBAIOTCS TIOBEPX KarlCyIbl
omyxonu. Omyxoinu 0OBIYHO WHKAICYIUPOBAHBI, 32 UCKIIIOUCHUEM TeX, KOTOpbIE
Bo3HMKarOT B napenxume [{HC, koxe, BHyTpeHHHX opraHax u koctsax. Ha paspese
OITyXOJIH MPEACTABISIOT COOO0M MIOTHYIO CBETJIO-KOPHUUHEBYIO OIECTSIIYIO TKaHb
C YepeayIOIIMHUCS OSITBIMH/KENTHIMI 00TACTAMH W/HIA Y9aCTKaMH KPOBOW3IIH-
stHU# (puc. 1).

Puc. 1. IlIBanHoMa. IToBepXHOCTh pa3spe3a ¢ BUIMMOM HMHKAICYIMPOBAHHOM >KEITOBATO-CEPOM
OITYXOJIbIO C OYaroBBIMH KPOBOM3IUSHHUSAMH, JKEITOBATO-0EIBIMH O4araMi KCAaHTOMHBIX H3Me-
HEHU

TI'ucronarosiorus

TpanuuuoHHasi BaHHOMa OOBIYHO MPEACTABISET COOOI MHKAICYINPO-
BaHHYIO BEPETEHOKJIETOUHYIO OIMYXOJb, KOTOpas MOYTH MOIHOCTBIO COCTOHUT M3
Xopouro Ju(QepeHIIMPOBaHHBIX [IBAHHOBCKUX KJIETOK (puc. 2). IlIBaHHOMBI



UMEIOT MUPOKUH Mopdonornueckuil nuanasoH. Ilonasistomiee OOJIbIIMHCTBO
MIPEICTABILIIOT cO00H MBYX(pa3HbIe OMYyXOIN ¢ KOMIAKTHBIMH YYacTKaMH (TKaHb
AHTOHU A), MHOIZNA NPOSBIAIOIIUMUCS YacTOKOIOM sifep (Tenbua Bepokan),
YepeyOIUMHUCS €O CBOOOAHBIMU oOmacTsimMu (TkaHb AHTOHU B) (puc. 3, 4).
Knerku Tkanu AHTOHM A 007aJai0T yMEPEHHOH 303UHOGMILHON UTOILIA3MOM
C OTCYTCTBHEM 3aMETHBIX KJIETOUYHBIX I'PAHHI] K HOPMOXPOMHBIMH YIIHHEHHBI-
MH 33a0CTPEHHBIMH siApaMu. MOXXHO YBUJETh LMTOIUIA3MATHUYECKHE SIEPHBIC
BKJIFOUCHHUSI, SIICPHBIN TIeOMOP(U3M U MUTOTHYECKHE (PUTYpbl. YacToKoI (Telb-
1a Bepoxan) npuHumaeT GopMy napasuieNbHbIX PSIOB sep MIBAHHOBCKUX Kle-
TOK, pa3/ieNICHHBIX UX BRIPOBHEHHBIMH KJIETOUYHBIMH OTpOCcTKaMu (puc. 5). TkaHb
AHTOHU B 00BIYHO COIEPKUT MOXOXKYIO Ha MAyTUHY CETh OIYyXOJIEBBIX OTPOCT-
KOB CO CKOIUICHUSIMH HACBHIIIEHHBIX JIMIUAaMH THCTHOIIMTOB U TOJCTOCTEHHBIX
IMaJIMHU3UPOBAHHBIX KPOBEHOCHBIX cocynoB. JIlumdouguble arperaTbl 4acTo
MIPUCYTCTBYIOT B MOJKAIICYJIbHOW 00IacTH WM Ha Tepu(epur B HEMHKAIICYIIH-
POBaHHBIX OITyXOJISIX.
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Puc. 2. I/IHKaHCyHHpOBaHHaﬂ BEPETCHOKIIETOYHAS OITYXOJIb, ITOYTH ITOJHOCTBIO COCTOAIIAA W3
Xopouio HHq)q)epeHHHpOBaHHBIX MOIBAHHOBCKHX KJICTOK



Puc. 3. Yepenyronyecs: KOMIIAKTHBIC THIIEPKICTOUHbIC 00IaCTH AHTOHU A ¥ THITOLEIUTIONSP-
Hble obmacTi AHTOHU B
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Puc. 4. SInepHble 4acTOKOIbI, U3BECTHBIC Kak Tenblia Bepokau, onpeaensiomuecs B 00IacTi
AHTOoHH A
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Puc. 5. Tenbua Bepokau:
a — cxema; 6 — TUCTOJIOTHYECKHUil mpernapar

MeHbInasi 4acTh IIBAHHOM OTJIMYAeTCs OT IMPUBEJCHHOTO BBIIIE OIHCA-
Hust. Omyxonu VIII yeperHo-Mo3roBoro Hepsa MPOSIBISAIOTCS IPEHMYIIECTBEHHO
CTpoeHHeM AHTOHM A, a B KHIIECYHBIX IIBAHHOMAaxX OOBIYHO OTCYTCTBYIOT ITOJIS
Amntonu B. Haubonee cuinbHOe OTKIOHEHHE HAOMIONAeTcsi B MOP(OIOrHIeCKuX
MIO/ITHIIAX.

Juddysnoe okpamuanue Ha S100 B KIETOUHBIX SApaxX U LUTOILIA3ME, KO-
TOopoe OoJiee 3aMETHO B 00NIACTIX AHTOHH A, 4yeM B oOnactsax AHToHu B, oOHapy-
’KEHO BO BCEX OIMYXOJISIX M MOJATUIIAX. AHAIOTHYHO HMMYHOpeakTHBHOCTH SOX 10
00bryHO obmmpHa. Dkenpeccuss GFAP Berpedaercst pexe u Oosee BapuabenbHa.
IMopaskeHHs1 3a0pPIOIIMHHOTO IIPOCTPAHCTBA M CPEIOCTCHUS OOBIYHO SIBILFOTCS
noJoKuTeNbHbIME Ha kKepatuH AE1/AE3 u3-3a mepekpecTHOW peakTHBHOCTH C
GFAP. B omiiiume OT CEeTEeBH/HOTO NaTepHa OKPAIIMBAHUS MPU HeiipopudpoMax,
CD34 00bIUHO SIBISICTCS TOJIOKHUTEIBHBIM TOJBKO B TOJKAICYJIBHBIX OONACTSIX,
XOTsl HeOoJblIasi MOArPYINa ClIydaeB IOKa3blBaeT Oojiee OOLIMPHYIO MO3UTHUB-
HocTh. OkpammBanne Ha NFP monesHo s uaeHTHOUKAMH 3aXBaYeHHBIX BHY-
TPHUOMYXOJEBhIX aKCOHOB, OOHAPYKUBAEMBIX BO MHOTHX CIOPAIMYCCKUX IIBAH-
HOMaX, XOTs Yaile Bcero Ha ux nepudepun. EMA Bwienser nepuHeBpHaibHbIC
KJIETKH B KaIlCyJle, €CJIM OHU IIPUCYTCTBYIOT.

Cmapas wieannoma OTANIALTCS OT OOBIYHON IIBAHHOMBI TOJIBKO HATMIUEM
PACCESIHHBIX aTUMAYHBIX UK MPUIYIIMBO BRIIISISAIIMX SAEP, YTO 3a49aCTyIO0 CUH-
TAeTCsl JIETeHEPATUBHBIM MPH3HAKOM (pHucC. 6—8). B Takux ciydasx MoxeT HaOro-
JIaThCsl OOIIMPHAS THATMHU3AIMS UITH IEHTPATbHbIE HIIEMUIECKUEe H3MEHCHUSI.



Puc. 6. Ctapasi mBaHHOMa — BEPETCHOKJIETOYHASI OIyXOJIb C MPUIY/ITHBBIMH KIETKAMH HIIH
¢ KJIICTOYHOH arurmei, HO 0e3 MHTOTHYECKOH aKTHBHOCTH, C MUKCOHMIHOW JeTeHepalnuei u
COCy/IaMH C THAJTMHU3UPOBAHHBIMUA CTCHKAMH

Puc. 7. Hanmnane PACCEAHHBIX NPUYYUIUBBIX WA aTUIIAYHBIX A€ (C‘H/ITaeTCﬂ JCTCHEPATHUB-
HBIM SBJICHUEM, KOTOPOC HE BIIUACT Ha l'[p()l"HOS)
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Puc. 8. InTencuBHas monoxurenbHas okpacka S100

Knemounas wieaHHOMA COCTOWT WCKIFOYUTEIBHO WM MPCHMYICCTBEH-
HO U3 TKaHU AHTOHHU A u juiieH tenen Bepokau (puc. 9). Onyxosnu yaiie Bcero
MOPaKAIOT KPYIIHBIC HEPBBI M HEPBHBIC CIUICTCHUS B MAPaBepTEOPAIbHBIX 30HAX,
CPEOCTCHUH, 3a0PIOIIMHHOM IIPOCTPAHCTBE M MaJIOM Ta3y. YepenHO-MO3roBbIe
HEPBBI MOPAXKAKTCS PEAKO. B I0MOMHEHNHE K TOMY, YTO KJIETKH IUIOTHO yIaKoBa-
HBI, OHH HEPEKO THIIEPXPOMHBI U MUTOTHYECKH AKTHBHBI. MOTYT OBITh BHIHBI
HeOOJIbIINe Y9aCTKU MUKPOCKOITMYECKOTO HEKpo3a. ITH 0COOEHHOCTH MOTYT BBI-
3bIBaTh HACTOPOIKEHHOCTD TI0 MOBOAY 370KaYE€CTBEHHOM OMyXO0IU 000JI0UKH TIepH-
(hepuueckoro Hepsa (300ITH), omHako HamYHe OOBIYHBIX TPU3HAKOB IBAHHOMBI,
BKJIIOYAsT MHKAICYISINI0, CYOKarcCyspHble JTUM(OIUTHI, THATHHU3UPOBAHHBIC
KPOBEHOCHBIC COCYIBl U IIBAHHOBBI 3aBHTKH, [IOMOTalOT B AU (epeHIHATbHOMN
nuarnoctuke. KiietouHas miBaHHOMA JIGMOHCTPUPYET TOPSIYHe TOYKA MAPKUPOBKU
Ki-67 (a vHe quddysHoe yBennueHne), Mpu TOM HHIEKC Bee emme Menbine 20 %,
askcnpeccusi pl6 u H3K27me3 coxpansiercs.

MoXeT BO3HUKHYTH OITyXOJICBasi 3pO3usl OIn3IIeKanIeii KOCTH.
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Puc. 9. BeipakeHHas TUTIEPIEIUTIONAPHOCTE B TKAHW AHTOHHU A, oTCyTCTBHE Tenen Bepokan

Ilnexcugpopmnan weannoma. DTV TPaAUIHOHHBIE WIN KIETOYHBIC MOATH-
ITBI YaCTO BO3HUKAOT B KOXKE MJIM MTOJKOXKHOMN KIIeTYaTKe, Pa3pacTasch B BUE Cla-
00 MHKAIICYJIMPOBAHHBIX IICKCU()OPMHBIX MM MHOTOY3JIOBBIX (MHOTO/IOJIBYATHIX )
omyxosnei (puc. 10). Pexxe onmyxony MOTyT BO3HUKATh B ITYOOKHX MSTKHUX TKaHSX.
OHHM nonajgaroT B TOJIE 3pEeHHs Bpauel B Ooyee paHHEM BO3pacTe IMalMeHTOB, Ya-
CTO B JIETCTBE M JaKe MPU POXKACHHUH, U UMEIOT HEKOTOPYIO MPEIpacIOIoKeH-
HOCTb K JIOKQJIU3AIMHU B 00JTaCTH TYJIOBHUINA, TOJOBHI U IIeH. boIbIIMHCTBO M3 HUX
HOCST CTIOPaIUUECKHii XapaKkTep, HO BCE OHU B HEKOTOPBIX CIYYasX OTMEUAHCh Y
MAIMEeHTOB ¢ HeHpopruOPOMaTO30M 2-T0 THIIA WJIH IBAHHOMATo30M. JIByXda3Hbie
ieKcu(OPMHBIE IIBAHHOMBI JIerde HICHTH()UIMPOBATh MATONOTMYCCKU, YeM
TuIeKcn(pOpMHBIE KJIETOUHBIE BapHaHTEL. [lociieaHue cocTosIT U3 COMUIHBIX Y3el-
KOB, Pa3/IeJICHHbIX TOHKMMH BOJOKHHUCTBIMU TSDKAMH, WITH U3 Oosiee HHOUIBTpa-
TUBHBIX Y3€IIKOB C 3aXBaueHHBIMH aKcOHaMH. OIyXOJH, KaK MPaBUiIo, OTIHIAI0T-
Cs1 OT OOBIYHOM NMIBAHHOMBI OTCYTCTBHEM XOPOIIO CHOPMHUPOBAHHOMN KaTICysbl U
TOJICTOCTEHHBIX cOCyoB (puc. 11).



Puc. 1]. Hanuune omyXoaum B HECKOJIBKMX HEPBHBIX ITydkax (NPU3HAK IUICKCH(OPMHO
LIIBAHHOMBI)



Onumenuouonasn weannoma. BoIbIIMHCTBO SMUTEIUONIHBIX IIBAHHOM SIB-
JISIFOTCSI CLIOPAINYECKUMU, XOTSI HEKOTOPBbIE MOTYT OBITh MHOXKECTBEHHBIMH /TN
BO3HHMKATh Ha (OHE mBaHHOMaro3a. OMyXoiaHu JEeMOHCTPUPYIOT MYJIBTHIOOYISAp-
HBIA (MHOTOJOBYATHINA) POCT AMHUTEIHONIHBIX KIETOK, PACTIOIOKEHHBIX MOOIH-
HOYKE WJIM THE3J]aMU BHYTPHU MHUKCOMJIHOW W/WIIM THAIMHU3UPOBAHHON CTPOMBI.
OmyxoJieBble KIETKH UMEIOT S03MHODHMIBHYIO IUTOIIa3My M OIHOPOIHBIE KPYT-
JIBIE SJ[pa ¢ MEJIKUMH WJIM HE3aMETHBIMHU SIPBIIIKAMK, HHOTIIA C TICEBIOBKIIOYE-
Husimu (puc. 12). MoryT npucyTCTBOBaTh OOBIYHBIC YUACTKH BEPETCHOKICTOUHOM
Mopdos0ruu, TKaHb AHTOHU A Wi AHTOHM B U cOCy/IbI ¢ THANMHU3UPOBAHHBIMU
crenkamu. [Torepst sxcnipeccun SMARCB1 Habmonaercst mpumepHo B 40 % ciy-
4yaeB, ¥ OHU cBs3aHbl ¢ WHakTuBanued SMARCBI1. UHorna onpenensiercs mno-
BBIILICHHAS IIUTOJIOTHYECKAsl aTUMMA, a PEAKHE Cllyyau JAEMOHCTPHUPYIOT 3JI0Ka-
YeCTBEHHYIO TpaHcopMmaiuio B snutenuonanyo 30O0ITH.

CEE
Puc. 12. OgHOPOIHBIC UTEIUOUTHBIC KICTKH C KPYIIBIMHU sapaMu B aM(OoQUIBHON [IUTO-
1a3Moit B puOPO3HOH cTpomMe

Mukpokucmosnas/pemuKkyiapnas wWeaHHomMa — CaMbId PENKHi TOJ-
TUI [IBAHHOMBI, MPUYEM OIYXOJH, MO-BHAMMOMY, MPEHUMYIIECTBEHHO BO3HH-
KaloT B BHCIEPAIBHBIX y4acTKax, Yalle BCETO B HKEIYTOYHO-KUIIEIHOM TpaKTe.
BONbIIMHCTBO MOPAKSHUH WHKANCYIUPOBAHBI, 32 HCKIIOUEHHEM BHCIEPATHHBIX
Y9acTKOB. MUKPOCKOIIMYECKH OITYyXOJIH XapaKTepU3YIOTCsl OOraToil MUKPOKHCTA-
MH CEThIO B3aHMOCBSI3aHHBIX BEPETEHOOOPA3HBIX KJIETOK C Y03MHO(DUIBLHOM IIUTO-
IUTa3MOM, CBS3aHHBIX C MHKCOMIHON (PUOPMIISIPHON W/WIM THATMHU3UPOBAHHOM
KoJuTareHoBoi crpomoii (puc. 13). Tkanb AHTOHH A BeTpedaeTcs yacto. Omyxonu
JIEMOHCTPHUPYIOT CHIBHYI0 U auddy3nyro skcrpeccuto S100. OmHako 0ObIUHBIC
MpPU3HAKY, TaKKe KaK HaJIW4Me TMATHHU3UPOBAHHBIX KPOBEHOCHBIX COCYIOB, Te-
HUCTBIX TUCTHOLIMTOB | TeJel Bepokan, Kak paBuIito, OTCYTCTBYIOT.



Puc. 13. PeTuxynspHbIid THI pOCTa ¢ 00pa30BaHMEM MUKPOKHCT BHYTPHU OOMIIBHOW MHKCOM-
HOU CTPOMBI

Jpyzue nammepnpl. XoTsi OOJIBIIMHCTBO IIBAHHOM, aCCOLMHUPOBAHHBIX
C CHHJIPOMOM, I'MCTOJIOTMYECKH HE OTIMYHUMBI OT MX CIOPAAMYECKHX aHAJIOTOB,
HECKOJIBKO KJIMHMKO-TIATOJIOTMYECKUX MPHU3HAKOB MOTYT YKa3bIBaTh Ha HAJIUYUE
HeipoduOpomMaros3a 2-ro THMA WU IBAHHOMATO3a: MOJIOJIOW BO3pACT IMAIlMCHTA,
MHOKECTBEHHBIE OITYXOJIH, OOLIMPHOE MPOIOIbHOE TTOPAXKEHUE HEpBa, NPEPHIBU-
CTBI MM MHOTOY3JIOBOW XapakTep pOcTa W MO3aWYHBIN MATTEPH OKPAIINBAHUS
SMARCBI. HexoTopble IIBaHHOMBI NPEUMYILECTBEHHO COCTOST M3 MAaJICHHKHUX
CHHHUX KPYIJIBIX KJIETOK CO CTPYKTypaMH WM 0e3 HHX, HAIIOMHUHAIOIINE PO3ETKH
lT'omepa PaiitTa mnM rurantckue po3eTKH, OKpYXKaroIlHe KOJIJIar€HOBBIE BOJIOK-
Ha, MTOXO)KUE Ha BOJOKHA (PUOPOMUKCOMTHON CapKOMBI HH3KOH CTENEHH 3JI0Ka-
YEeCTBEHHOCTH; 3TH HOBOOOPA30BaHUS YacTO HA3bIBAIOT HEHpOOIacTOMaMHU, XOTS
OHHU He 00JaJaloT MOBBIIIEHHON MPOTH(EepaTHBHON aKTUBHOCTHIO U JEMOHCTPH-
PYIOT THNUYHBIH UMMyHONpoduiaakrnueckuid >ddekr mBaHHOMBI. Emie oauH
PEIKUi THIT IPEICTABISACT cOOO0 IBAHHOMY C HAKOTUICHUEM HEHPOMETaHUHOIIO-
JIOOHOTO MMHUIMEHTAa, KOTOpast IaeT MOJOKUTEIbHBIN pe3ylbTaT Py OKpaIluBaHUN
o mMetony donrana—Maccona (Fontana—Masson). Tem He MeHee THCTOJIIOTHS B
OCTaJIbHOM THIIMYHA JUIsl IIBAHHOMBI, U OITYXOJICBbIE KJIETKHA OTPHUIIATENILHBI Ha
Oonee crienMUUecKre METaHOLIUTApHBIC MapKephl, Takue kak HMB45; cieno-
BaTeJIbHO, UX HE CJIeyeT OTOXIECTBIIATH ¢ 0OJiee arpeCCUBHOI M CBS3aHHOU C
komiuiekcoM Kapau/PRKARIA 3510ka4ecTBEHHOH MEIaHOTHUECKON OIMyXOJIbIO
obonouku HepBa (3MOOH), panee Ha3bIBaBLICHCS METAHOTHYECKOM IIBAHHOMOM.
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Iutoaorus

AcTpanioHHbIe Ma3KH IIBAaHHOMBI OOBIYHO JAIOT CHHIWTHAIBHBIE KOM-
ITUICKChI BEPETEHOBU/HBIX KJICTOK. BHYTpH HUX BUIHBI BApHaOEIbHO BOJIHUCTHIC U
W30THYTBIE S[Pa OMYXOJIEBBIX KIETOK C 3a0CTPEHHBIMU KpasMH U GUOPHILIIPHOI
nUTOIIa3MOi. MoryT HaOMOaThCs AepHBIN IEOMOP(U3M WK JIeTeHepaTuBHAs
aTUTIHS U BHYTPHUSIEPHbIE BKII0UeHHS. [IIBAHHOMBI MOTYT OBITH TPYIHOOTIININMBI
OT APYrHX HOBOOOPA30BaHMH M3 BEPETEHOBUHBIX KJIETOK TOJBKO HA IIUTOJIOTHU-
YECKOM Iperapare, U UX TUarHOCTHKA TPeOyeT KOppelsiiuu ¢ OHOTICHeH W/iiu
UMMYHOTHCTOXHMHYECKHUM OKPAIIIBAHUEM.

MoJiekynasipHasi TUATHOCTHKA

Hecmotpst Ha yacTbie u3mMeHeHust NF2 B IBAHHOMAX, 3TO HE SIBJISIETCS CIICIH-
(hIIHBIM, ¥ TATOTHOMOHMYHASI MOJIEKYJSIPHAsI CHTHATypa He Oblia OOHapyKeHa.

OcHOBHBIE U :KeJIaTeJIbHbIe JUATHOCTHYECKHE KPUTEePHH

B OonpmMHCTBE MPUMEPOB AMArHO3 IIBAHHOMEI JIETKO CTABHUTCS TOJBKO
Ha OCHOBAaHUM T'MCTOIATOJIOTHYECKOTO MCCIICJIOBAHUS, YTO JOTMOIHUTEIBHO MO/~
TBepkaaetcs nuddysHoi skcnpeccuer S100 u SOX10.

CragupoBaHue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

[IIBaHHOMBI JOOPOKaYeCTBEHHBI M OOBIYHO HE PEIUANBHPYIOT MIPH JICUCHUH
METOJIOM paJuKaJIbHON TOTaJILHON pe3ekiuu. KierouHslie u miekcupopMHbIC Ba-
PHAHTHI XyKe IOJJIAIOTCS TIOJHOMY YIAJICHUIO M TOJBKO B OTIEIBHBIX CIydasx
MOTYT OBITh yAaJieHbl. 3JI0Ka4eCTBEHHast TpaHCopMalys OOBIYHOW IIBAHHOMBI
BCTpEYaeTCs MCKIIOUUTENHHO peako. B HeOOIbIIOM YHcTe cirydaeB, 3aperucTpu-
POBaHHBIX Ha CETOJHSIIIHUIA ACHb, OHA Yallle BCEro MpUHUMalIa GOpMy SIHUTEINO-
nnaort 300ITH. Menee pacipocTpaneHHBIE IPUMEPHI XapaKTePU3YIOTCS OdaraMu
00bryHO# 300ITH, NpUMHTHBHBIX HEHPOIKTOJIEPMAIIBHBIX KJIETOK, pabaomMuocap-
KOMBI W/WITH QHTHOCAPKOMBI.

HEUPO®UBPOMA

Omnpenesenne

Heiipodubpoma — m00pokavyecTBEHHAs OIyXOJIb O00OJOYKH Tepudepu-
4eCKOro Hepma, cocTosmias u3 AuddepeHIMpOBAaHHBIX NIBAHHOBCKUX KIIETOK,
MIEPUHEBPAIbHBIX/TICPUHEBPATILHOIIONOOHBIX  KIIETOK, (hUOPOOIACTOB, TYYHBIX
KJIETOK ¥ OCTATOYHBIX BKpAIUICHHH MHUEIMHH3UPOBAHHBIX U HEMUEITHMHU3UPOBAH-
HBIX aKCOHOB, PACIOJIOKEHHBIX B MHKCOWJIHOM M KOJJIAT€HOBOM BHEKIJIETOYHOM
MarpHKce.

KoaupoBanue no MKB-O (ICD-0)

9540/0 Heiipopudpoma Hecnieuuduurposannas (BAY).
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Konuposanue no MKb-11

2F38 u XH87J5 JloOpokauecTBEeHHOE HOBOOOpa30BaHME JPYTMX HIIH He-
YTOUHEHHBIX Jlokanu3anuil u Helipodubpoma necnenudunuponanHas (BAY)

2F24 u XH87J5 JloOpokauecTBEHHBIC KOXKHBIC HOBOOOPA30BaHUS HEBPAJb-
HOTO MPOUCXOKACHMS MM 000oukn Hepea u Heifipopubpoma Hecnermpuimpo-
BanHas (BY).

CBs13aHHAS TEPMHHOJIOTHS

OTCyTCTBYET.

ToaTrn(er)

Crapas HeiipoduOpoma; kietouHas HelpopuOpoma; atunudHas Heipodu-
Opoma; mekcudopmMHas Helipopudpoma.

Jlokanuszanus

Haubonee pacripocTpaHeHHON JIOKaJIM3aMeld MOPAXKCHUS SBISETCS KOXKa,
e OIyXOJM CBSI3aHBI C MEJIKHMH HepBaMH. Pexxe mopaxkarorcst Ooiee TiryOoKo
PAcCIIONIOKEHHBIC HEPBBI CPEIHEro pasMepa, HEpBHOE CIUICTCHHE WM IIIaBHBIH
HEepBHBIH CTBON. OMyXOJM TakKe MOTYT BO3HUKATh M3 KOPEIIKOB CITHHHOMO3-
TOBBIX HEPBOB, MPHYEM MHOXXECTBCHHBIC IapacIMHAJIBHBIC OIYXOJIH OCOOCHHO
9acTO BCTpEYaloTCsl MpH Herpodudpomarose 1-ro tuma. [TopaxkeHus geperHo-
MO3TOBBIX HEPBOB ITPOUCXOMAT KpaifHe PeIIKo.

Kiannuveckue npuzHaku

Koxxuble HelipohuOpoMbl 00BIYHO MPOTEKAIOT OECCUMITOMHO (pelko ObIBa-
10T OOJIE3HEHHBIMHU) U Yallle BCEro MPOSIBIISIIOTCS B BHE OIMyXoian. OHU MPeICTaB-
JISIOT cO0OiT MMOABMKHBIE MSTKHE MOPAKCHHs 0e3 KaKoro-Indo NperMyIeCcTBeH-
HOTO aHAaTOMHYECKOTO pacrpesieseHus. [Jy0oKkne OmyXoinnu 9acTo MPOSBISIOTCS
JIBUTATCJIBHBIMHM MJIM CEHCOPHBIMH CHMIITOMaMH B OOJIACTH PACIPOCTPaHCHUS
MOpaXEHHOTO HepBa. Pexxe BCEro OIyXoib MPOSIBISIETCS B BUAE OJSIIIKOOOpa3HO-
r'0 KO>KHOTO M TIOJIKO)KHOTO 00pa3oBaHus (ITaBHBIM 00pa3oM B 00JaCTH TOJIOBBI U
IIIEH) WM MAaCCUBHOTO pa3pacTaHusl MATKHX TKaHEH (B 00acTH Teja, TaKOW Kak
IUICYO WM Ta30BbIH Nosic). Hannune MHOXKECTBECHHBIX HEHPO(pHOPOM HITH MIICKCH-
(dbopmHOI HEWPOUOPOMBI TOTKHO BBI3BIBATH TOI03PEHUE Ha Helpohudpomaros
1-ro Tuna. ComyTcTByoLIMEe IPU3HAKU Helipodubdpomarosa 1-ro Tuna BKIIOYAIOT
MIUTMEHTHBIE ISITHA Ha KoKe (IISITHA «IBeTa Koe ¢ MOJIOKOM» Y CBETIOKOXKHX JII0-
Jiell ¥ KOPUYHEBBIC MITHA Y JINL ahPUKAHCKOTO TIPOMCXOXK/ICHHS ), TIOAMBIIICYHBIC
WY TIaXOBBIE BECHYILKH, Y3eIKH JIUIa, IIHOMBI 3pUTEIbHOTO HEPBa U TUCILIA3HI0
KoCTeH.

SnuaeMnoJI0rus

HelipohuOpombl  SBISIOTCS HauboJee PacIpOCTPAHCHHBIMH OIyXOJISIMH
o0ooyek meprupepruuecKix HEpPBOB, NMPHIEM OONBIIMHCTBO U3 HUX BO3HUKAIOT
CIIOpaJIMYCCKH B BUJIC OIMHOYHBIX OPayKCHHIA. Pekxe OHM BO3HHUKAIOT B BHJIC MHO-
YKECTBEHHBIX OIyXOJei y Jroaei ¢ Helipopudpomarozom 1-ro tuna. JuddysHbie
KO)KHBIC M IUICKCH(OPMHBIC OIMYyXOIH IPEAIOJIOKUTEIIBHO UMEIOT BPOXKICHHOE
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IIPOUCXOXKICHHE, a P HelpopubpomaTose 1-ro TUNA JIOKATU30BAaHHAS KOXKHAs
Y UHTPaHEBpalibHas HEHPOGUOPOMBI HAYMHAIOT MOSIBIISITHCSL BO BTOPOil MTOJIOBUHE
[IEPBOIO IECSTUICTUS KU3HU. 3aTPOHYTHI BCe AeMorpaduuecKue rpyIibl, HeT HU-
KaKHUX TOJIOBBIX TPEIITOYTEHHH.

ITHO/I0THSA

HewussectHa.

IlaTorenes

Tpaouyuonnsie neipouopomet (éxnrouas noomunst). Tonpko cyOnormy-
JSIIMST [IBAHHOBCKUX KIIETOK CUUTAETCs HEOIIAaCTUYECKOH B IIpesesiax Helpo-
(ubpom, u OuaiienbHas TeHeTHYECKas MHAKTHBALIUS TeHA-CYIPEccopa OMyXOIu
NF1 B 3T0i HOmy/JsiMU IIBAHHOBCKUX KIIETOK, KaK IPAaBUIIO, SIBISIETCS! €IMH-
CTBEHHBIM OOHApYKMBAaEMBbIM DEIMAMBUPYIOMINM COMAaTHYECKHM COOBITHEM.
CrenoBatenbHo, NonHast noteps Gynkiuu nponykra rena NF1, Helipogubpomu-
Ha (NF1), cunraercs mpennochuikoil st pa3Butus omyxonu. Heitpodpubpomun
(NF1) siBisiercst HEraTUBHBIM PETYJSITOPOM OHKOT€HOB RAS, nelcTByIOIUM Kak
RAS-GAP. Haubosee oxapakTepr30BaHHBIMUA 3PGEKTOPHBIMHU MyTSIMUA B KOHTEK-
cte onkorenesza NF1 apmstorcs mytu RAS/RAF/MEK/ERK u PI3K/AKT/mTOR,
Y KQKJIbI U3 HUX UTPAET BAXKHYIO POJIb B POCTE KIIETOK, BBKUBaHHH, (1e)audde-
peHIUpoBKe U MUrpanuy. OIHAKO ONBITH HAa MBbIIIAX IOKAa3aJH, YTO OAHON TOJb-
ko nHakTuBaiu NF1 HemocTtaroyHo aiisi pa3BUTHS HEWpOGUOPOMBI, HEOOXOIU-
Mo crnenuduueckoe MUKpookpyskeHue. ITosBisiercss Bce Oonblie I0Ka3aTeabCTB
TOTO, YTO BOCHAIUTENILHBIE CUTHAJIBI, OMOCPEAYyEeMBbIe Pa3IMIHBIMI KOMIIOHEHTA-
MH MHKPOOKPY)KCHHS, TAKUMH KaK Ty4HBIC KJICTKH, Makpodart, JTUM(OOIHUTEI 1
JIEHIPUTHBIE KIETKH, a TaKoKe B3aUMOJCHCTBUS MIBAHHOBCKUX KJIETOK C aKCOHa-
MU BaKHbI AJ1s1 pa3Butus onyxoiau. Hemocrarounocts ramionoB NF1 B Mukpo-
OKpY)K€HHH H MOBPEXICHNUE HEPBOB MOTYT CIIOCOOCTBOBATh OHKOreHe3y. KoxHast
u mwiekcupopMHas HeHpoGUOPOMBI IEMOHCTPUPYIOT pa3InyHble IPOGHUIN METU-
nmupoBanus JIHK, dro yka3piBaeT Ha pa3nmuyHOE MPOMCXOXKICHUE KIETOK. B co-
OTBETCTBUU C 3TUM IIPEANOIOKEHHEM MPEIIIECTBCHHUKH, OJIyYEHHbIE U3 KOXU,
Y MIPEAIIeCTBEHHUKN IIBAHHOBCKHUX KJIETOK B YMOPHOHATIBHBIX HEPBHBIX KOPELI-
Kax y TPAHCTCHHBIX MBIIICH OBUIH HACHTH(OUIUPOBAHBI KaK KJICTKH MPOUCXOXK/IE-
HUS KOXKHBIX U IJIEKCU(POPMHBIX HEHPOPHOPOM COOTBETCTBEHHO.

Amunuueckaa Heiipouopoma / amunuueckas Heupouopomamosnan
Heonna3usa HeonpedeeHnoz0 dUoNoZu4ecKkozo nomenyuand. I ucTonornaeckrie
ocobeHHOocTH aTunnyeckoit Helipodudpomsl (AH) / arunuueckoii Helipopudbpoma-
TO3HOHM HEOIIa3HM HEoIpeaeIeHHOro ouonornueckoro noreHnuana (AHHHBIT;
B PYCCKOS3BIYHOMN JuTeparype yamie ucrnonabsyercss AHOHBII — arunudeckas
HeipodubpoMaTo3Has OmyxoJb HEONPEACICHHOTO OHOIOTHYECKOTO MOTEHIINAA),
OIMCaHHbIE [VIaBHBIM 00pa3oM B KOHTEKcTe HeifpodubOpomarosa 1-ro tuma, Tec-
HO cBsi3anbl ¢ penersmu JJokyca CDKN2A/CDKN2B, koaupyroiiero peryisTo-
pbl ki1ertouHoro nukna plé (pl6INK4a) u pl4ARF (o6a xopupyrorcs CDKN2A)
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u plS (pl5INK4b; kopupyercs CDKN2B). B ogHOM HcciieoBaHHU COOOLIATIOCH
00 accoranuu rereposurotHoit aenerun CDKN2A/CDKN2B Tonbko ¢ 1IHUTOJ0-
ruyeckoi arunuei u o romosuroron aenenrn CDKN2A/CDKN2B ¢ rucronoru-
eit AH/AHOHBII B pa3HbIX yacTsAX OJHOM M TOH e omyxoyid. B jpyrom mccie-
JIOBaHUHU COOOLIAJIOCH O JIOMOJHUTENBHOI rerepo3urotHoit norepe SMAF/CA2
B HEKOTOPBIX ATUX OITyXOJISIX JINOO Kak 0 4acTu Ooiee KPyIHOU JIeNelnl BMeCTe C
CDKN2A/CDKN2B, 1160 kak 00 OTaeIbHOI, 00JIee MEIKOM IeICIUN.

Maxkpockonuueckuii BUjx

Paznuuaror nATh MaKpOCKONMYECKHX (HOpM: JIOKAJIM30BAHHYIO KOXKHYIO,
TUGPY3HYIO KOKHYIO, JIOKQJIM30BAHHYI0 HMHTPAHEBPAIbHYH, IICKCH(POPM-
HYI0 MHTPAHEBPAJIbHYI0 M MacCHUBHYIO JU(MQPY3HYIO OMyXOJb MSTKHX TKaHEH.
Jlokanu3oBaHHBIE KOKHBIC HEHPOPHOPOMBI MPEACTABISIOT COOOW Y3IIOBBIC WIIN
MOJIUIIOBUIHBIE 00pa3oBaHus pasmepoM 10 2 cM. Huddys3Hbie KOXKHBIE HEHpo-
(GuOPOMBI MOTYT UMETh Pa3IMYHBIA BHEIIHUH BUJ, BKIIOYAs IUIOCKHE, CUASINE,
LIapOBUIHBIC M 00pa3oBaHUsl HA HOXKe. VIHTpaHeBpaibHas HelpoduOpoma mnpo-
SIBISIETCS B BHUJIE OJMHOYHBIX BEPETEHOBHUIHBIX 00pPa30BaHUH WM BOJOKHHCTBIX
00 yepBeoOpa3HbIX paspactaHuil (rmpu miekcuopmMHOi Gopme). MaccuBHbIC
HeipopUOPOMBI MATKUX TKaHEW BapbUPYIOT MO (OpPME OT OTHOCHUTEIILHO OJTHO-
POIHOTO OYaroBOTrO yBEIMYEHHsI 00beMa TKaHH 10 CBHCAIOMIMX MEIIKOBUIHBIX
WIKM BBICTYMAOMIUX 0Opa3oBaHuii. Koxka HajJ OMyXOJdbi0 OOBIYHO THIEPIUTMEH-
tupoBana. Ha paspese moBepXHOCTh HelpopuOpoM dare BCEro paBHOMEPHOIO
KOPUYHEBOTO HJIH CEPOBATO-KOPUYHEBOTO [IBETA, OJeCTsIIast, OCIM3HEHHAS, IOy~
npo3pavHas u miotHas. [lpu HeiipoBusyanuzanuu nogospesaercs AH/AHOHBIT
i 300TITH, Bo3HuKaroIIast 13 iekcuGopMHOi HeiipohuOpoMsI, koraa HaOI0-
JlaeTcsl OTYETIIUBBIN pacTyluid y3en u/unu nossimieHHas [19T-aktuBHOCTh (npu
MTO3UTPOHHO-3MUCCHOHHOM TOMOTpa(un).

T'ucronarosiorus

HefipoguOpombl SBISIOTCS OTHOCHTEIBHO PACIPOCTPAHEHHBIMH TOOpOKa-
YECTBEHHBIMH OIYXOJISIMH 000JIOYKH HEPBa, KOTOPBIE XapaKTePH3YIOTCS BEPETEHO-
BUIHBIMH KJIETKAMHU C TOHKHMMH BOJHHUCTBIMU SIIPAMH, TIPEIACTABILSIFOLIIME COO0H
HEOIUTACTHYECKUE IIBAHHOBCKHUE KIICTKH, MOTPYKEHHBIC B MUKCOMJIHYIO CTPOMY
pasnu4Hoit creneHu prixioct (puc. 14). OmyxoneBbie KICTKH 00BIYHO MEHBIIIE,
YeM KJIETKH IIBaHHOMBI. B HelfipoduOpoMe Takike MOXHO HIACHTH(PHIHPOBATH
MHOKECTBO JIPYTUX KIETOUYHBIX KOMIIOHEHTOB, BKJIIOUasl IEPUHEBPUAIILHEIC U TIe-
PUHEBPHAIIONON00HbIC KIeTKH, (GuOpoOIacThl U Ty4Hble KieTku. Kancyna y HuX
OTCYTCTBYET, 1 OHH HMEIOT TEH/ICHIIUIO IIPOHHUKATH B HIDKEJIEKAIINE MATKHE TKaHU
1 HEPBbI, U3 KOTOPHIX BO3HUKIIH, B OTIIHYHE OT OOJiee OrpaHUYECHHON [IBAHHOMBI.
HepBHbIe BOJOKHA JIETKO WACHTU(QHIUPYIOTCS B MHTPAHEBPAIbHBIX MOATHIIAX,
KOTOPBIE XapaKTEPU3YIOTCS pa3pacTaHUEM OJMHOYHBIX (JIOKAJIM30BaHHBIX) HIIU
MHOKECTBEHHBIX (INIEKCU(OPMHBIX) HEPBHBIX MYYKOB, KOTOPBIE TOBOJIBHO PEIIKO
BCTPEYAIOTCS NP KOXKHOW M MATKOTKaHHOH JIOKAJIM3al1H.
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Puc. 14. Knerounbie 37eMeHThI (HEOIUTACTUYCCKUE IIBAHHOBCKHE KIICTKU, AKCOHBI, TIEPUHEB-
puanononobHsle KieTkH, puodpodmactsl, CD34+ BepeTeHOOOpa3HBIE U TYYHBIC KJIETKH) B MUK-
COMJTHOM cTpoMe

3axBa4eHHbIC TAHIIIMO3HBIC KIIETKH MOTYT ObITh 3aMETHBI B Helpo(hudpomax,
KOTOpble MHOUIBTPUPYIOT JIOPCAIbHBIC KOPELIKOBbIE IAHIIMU, U UX HE CIEAyeT
IyTaTh ¢ TAaHIIMOHEBPOMOUN. OTIeIbHbIE IyUYKU PACIIO3HAIOTCS [0 OPAHUYUBALO-
HieMy II€PUHEBPUIO, KOTOPBII cOcTOUT U3 EMA-03UTUBHBIX KJIETOK.

Heiipopuopoma ¢ amunueii (crapas Heiipodubpoma) XapakTepu3yeTcs
PacCEsIHHBIMU aTUIUYHBIMU WM OPUYYUIMBBIMU SIAPAMU U HEYETKUM XPOMATH-
HOM HPH OTCYTCTBHUH JPYTHX TPEBOKHBIX PHU3HAKOB (puc. 15). OHa He cuuTaercst
IIPeIpaKoBbIM [IOPAXKEHHUEM, U IOITOMY ee He cienyet myTtats ¢ AH/AHOHBII.

PR T e TS

Puc. 15. Heitpodubpoma c arunueit (crapas Heiipopudpoma) ¢ paccessHHBIMH IIUTOIOTHYECKU
ATHIHYHBIMA KJICTKAMU
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Knemounasa neiipopuépoma onpenensercss rUNepKICTOUHOCTBIO TPU OT-
CyTCTBHH JPYTUX HACTOPAKHUBAIOIINX MPU3HAKOB (puc. 16). B oTaensHBIX ommyXo-
JISIX MOJKET ObITh OOHAPY)KEHO MOBBIIIEHHOE CKOIJICHUE KIIETOK IPH OTCYTCTBUU
MHUTOTHYECKOH aKTMBHOCTH WM aTUIHU. DTH KIETOUHbIE HEHPOGUOPOMBI MOTYT
Jlake IEMOHCTPHPOBATh ITyYKOBBIM XapakTep pocTa, HO UM HE XBaTaeT OJHOPOJ-
HOMW IMTOJIOIMYECKOM aTuIiK, MOP(OJIOTHHA XPOMATHHA ¥ MHUTOTHYECKOW aKTHB-
HocTH, HabmonaeMelx mpu 300ITH.

a 0

Puc. 16. Knerounas neiipopudpoma:
a — THIEPKICTOYHOCTD; IPYruX NpH3HaKoB, xapakrepHbix it AHOHBIT wmu 300ITH,
He umeetcs; 6 — okpammBanne CD34 BeIBISsIeT 00BIYHYIO CETYATYIO apXUTEKTYpPY, BCTpeda-
IOIIyIOCs B HepopuOpomax

Ilnexcugpopmnas neiipogpuopoma npencrapisier coO0 MHOTOY3JI0BOU TTO/I-
THUII C BOBJICYUCHUEM MHOKECTBA HEPBHBIX IYYKOB, KaXK/IbIH M3 KOTOPBIX OKPYXKECH
nepunreBpueM (puc. 17). Haie Bcero B OIyX0Jib BOBJICKACTCS KPYIHBIA HEPB WU
CIUICTEHHE, NIPU/IaBas i BUJI «MEIIKA C YEPBIMU» WM «Tpy00ii BEpEeBKM». DTO MO-
paskeHue TecHo cBsi3aHo ¢ NF 1 1 noBbIieHHbIM prickoM TpaHcdopmairin B 30OOITH.
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Puc. 17. MHOTroy310B0M NOATUIT HEHPOPYHOPOMBI C BOBICUCHHEM MHOKECTBA HEPBHBIX ITyYKOB,
KaJKJIbIi 113 KOTOPBIX OKPY’KEH NEPUHEBPHEM
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TlceBaOMEHCHEPOBCKUE TEINbIla, HIM KOPITYCKYJNbI, SBISIOTCS THITHYHBIM
npu3HakoM JU(PGY3HBIX U TIeKCH(POPMHBIX Herpoduopom. OHU TPEAICTABISIOT
c000if TOHKHE KPYTIIbIe CIOUCTBIE CTPYKTYPhI M BBIPAXKEHHO MO3UTHBHBI MTPU M-
MYHOTHCTOXHUMUYECKoi okpacke ¢ S100 (puc. 18).

B LR

Puc. 18. Ilnexcupopmuas Heripodubpoma:
@ — TICEB/IOMEICHEPOBCKHE TENbIa; 6 — MMMyHOOKpammBaHue S100 BbIIenseT napasiens-
HBIC yJaCTKH IIUTOILIa3Mbl B ICEBJOMEHCHEPOBBIX TeIbLAX

IIpu penxom moaTune ¢ MacCUBHBIM NOPAKEHHEM MATKUX TKaHEH, Xapak-
TEPHOM TOJBKO IJIsl JIUL ¢ HelpoduOpomMaTo3oM, MOXKET HaOI0AaThesl OOIINPHAs
MHOUIBTpaus MATKAX TKaHEeH 1 Ja)ke CKeJeTHBIX MBIIIL. [IceBnoMelicHepoBCcKre
TeJIbIIa 4aCTO BCTPEUAIOTCSA B 3TOM IOJTHIIC, KaK U KJIETOYHbIE 00IaCTH, COAEp-
JKalllue KJIETKH ¢ BBICOKMM COOTHOIICHHUEM s1JIpa U IIUTOILIA3MBbl. XOTs Ha TIEpPBBII
B3IVIAJ] OHU MOTYT acCOLMUPOBATHCS CO 3JI0KaUECTBEHHOCTHIO, Iponn(epaTHBHAs
aKTUBHOCTH OYEHb HU3Kas. [Ipyrue TrucTolornueckue Mpru3Haku, KOTOpPble MOTYT
ObITh MICHTU(UIMPOBAHBl B OTAEIbHBIX HeHpoduOpomax, BKIIOUAIOT Y3EIKU
IIBAHHOBCKHUX KIICTOK («IyKOBHIIBI permyaroro Jiyka) (S100-1monokuTenbHbIi pe-
3yJbTaT B OTAMYME OT 3kcnpeccur EMA B nepuHeBpuoMe), IUIMEHT MEJIaHUH,
METaIIaCTHYECKYI0 KOCTb, AMUTEINOUHBIE MU3MEHEHUS U SBHYIO JKEIC3UCTYIO
UG PEepeHIUPOBKY.

Heomnactuueckoit kieTkod npu HeWpohuOpome SIBISCTCS IIBAHHOBCKAs
KJIETKa, ¥ I09TOMY MapKepbl TU((HEPEHIIMPOBKYU IIBAHHOBCKUX KJIETOK SIBIISIOTCS
nonokuTenbHbIMA, BETIo4Yas S100, SOX10 u kommaren [V, XoTs u ¢ mepeMeHHON
Jlo71eil BaHHOBCKUX KJIETOK, KOTOpast 4aCTO MEHbIIIE, YeM B IIBAHHOMaxX. B Helipo-
¢ubdpoMe TaKKe NPHCYTCTBYIOT HEOIUIACTUYECKHE KIETOYHBIE KOMITOHEHTHI,
BKJII04asi orpaHudeHHoe konnuecTBo EMA- u GLUT1-n03UTHBHBIX NEPUHEBPU-
aJbHBIX KJIETOK, a Takke CD34-m0o3UTHBHBIX CTPOMAJIBHBIX KJIETOK; IOCIJIEIHUE
4acTo 00pa3yloT pelIeTyaTylo ceTb, TUIIUYHYIO Il HeHpopuOPOMBI, HO OOBIYHO
orcyrctBytomnyto y mBanHoM, AHOHBIT u 300ITH. Ananoruuno pl6 oObr4HO
HKCIIPECCUPYETCs B OITyXOJEBBLIX KJETKax HeHpopuOpOMbI, TOrga Kak B odyarax
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AHOHBIT n 3001ITH sxcnpeccus tepsiercst. NFP BbISBIISET 3aXBauCHHBIC aKCOHBI.
OxkpamriBanue Ha p53 00BIYHO OTpHIATENILHOE, a HHAEKC npoiudepanuun Ki-67
HU3KHUH.

AH/AHOHBII xapakrepu3syercs, 10 KpaiiHel Mepe, AByMs U3 CIICTYIOLINX
MPU3HAKOB, ITOJIO3PUTEIIBHBIX Ha 3JI0KAYCCTBEHHOCTh: IIUTOJIOTHYECKON aTHITHCH,
THIIEPKIICTOYHOCTRIO, TIOTEPEel apXUTEKTYPbl HEHPOPHUOPOMBI (ITPH HMMYHOOKpa-
mmBanuu CD34) u konuyectBoM MuT030B (prc. 19; Tabn. 1). [IpenpakoBoii miu
paHHe! 3710KaYeCTBEHHOI CUMTAETCS CTaIusl, KOTOpas He COOTBETCTBYET TUATHO-
ctudecknM kputepusiMm 300ITH, HO cBsi3aHa C MOBBIIICHHBIM PUCKOM MTPOTPECCH-
posanust 10 300ITH. Konnenms AHOHBII, noapo6HO o6cyxaaemas B pasjere
300ITH, Obl1a B OCHOBHOM pa3paboTaHa M HCIOJIb3YEeTCs Y MAllMEHTOB ¢ HeHpo-
¢bubpomarozoM 1-ro THIIA U HE IPUMEHSETCS TIPH CIIOPATUUECKUX MTOPAKECHHSX.
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Puc. 19. AHOHBIT:
a — notepst HelipohUOPOMATO3HOM apXUTEKTYPhI U yBEIMUYECHUE YUCIIa MUTO30B; 6 — ClieBa
BHUJIHA OOBIYHO PBIXJIAsi H MUKCOM/IHAsI CTPYKTypa HeHpohuOpombl, Gosiee KOMIIAKTHBIN 1My4-
KOBBII PUCYHOK cripaBa; ¢ — okpamusanue ¢ CD34 BbIsABIsSET KAPTHHY HOPMAJIbHOI 11010~
JKUTEJIBHOM CeTYaToil OKpacKd B OOBIYHOM KOMIIOHEHTE HeHpoduOpombI (ciieBa) ¢ morepeit
9TOro marTepHa (crpasa); ¢ — moreps sKkcnpeccuu plé (cmpasa); 0 — COXPAaHHOCTb OKpa-
muBanus S100

23



~

Tabnuya

Ipensioxkennast HOMEHKJIATYPA OnmyxoJieii U3 000J104KH HepBa, ACCOLMHPOBAHHBIX

¢ Helipoudpomarto3om 1-ro Tuna

Bun onyxouun Ipenaaraemoe onpeneaeHne
Heitpopubdpoma JloOpokauecTBEHHOE HOBOOOPA30BaHHE U3 IIBAHHOBCKUX KIIETOK
C TOHKMMH (4acTO BOJIHUCTBIMMU) SIPAMH, TOHKMMH KJIETOYHBIMU
OTPOCTKAMU U MHKCOH/THO-KOJITAT€HOBBIM ((«M3MeIJIbuCHHAS
MOPKOBB)») MaTPHKCOM; UMMYHOTHCTOXHUMHUS BKIIFOUAET OOLINPHYFO,
Ho He auddy3nyro nozuruBHocTh S100 1 SOX10 u ceTyaryro
¢$ubpodnacTIeckyro Mo3uTUBHOCTE K CD34
TInexcudopmuast Heiipopubpoma, nuddysHo yBenrmuuBaronas 1 3aMeiaroias Heps,
Helipopudbpoma YacTO C BOBJICUYCHHEM MHOXCCTBEHHBIX HEPBHBIX ITy4KOB,
OUEPUYEHHbBIX IEPUHEBPHAIILHBIMU KIeTKamMu EMA+
Heiipopudpoma Hetipopubpoma ¢ atumnueii, yaie BCEro B BUJIE PACCESTHHBIX sEP
¢ aTunuen MIPUYYAIABOIT (HOPMBI
(crapast
Helpopubpoma)
Knerounas Helipodnbpoma ¢ THIIEPKIETOYHOCTEIO, HO C COXpaHEHHEM
Helipopudbpoma APXUTEKTYPbl HEHPOYUOPOMEI M OTCYTCTBHEM MHTO30B
AHOHBIT [1IBaHHOBCKOE HOBOOOpA30BaHKeE C 2 WK OoJiee U3 CIISIYIOINX
4 NpU3HAKOB: LIUTOJIOTMYECKAsl ATUIINS, TOTEPST APXUTEKTYPBI
HEeWpo(hUOPOMBI, TUIIEPKIETOUHOCTD U < 1,5 MUTO30B/MM?
(< 3 murotnueckux ¢uryp Ha 10 HPF*)
300IIH T'ucronorudeckue ocobennoctn AHOHBIL, Ho ¢ MuToTHYeCKUM
HHU3KOrpeiaHas yuciom 1,5-4,5 murtozos/mMm? (3-9 duryp murosa na 10 HPF*)
1 OTCYTCTBHEM HEKPO30B
300ITH 300IIH ¢ > 5 muro308/MM* (> 10 Mutotnuecknx ¢uryp Ha 10 HPF*)
BBEICOKOTpEHIHAs i 1,5-4,5 muroza/mm? (3-9 murornuecknx uryp Ha 10 HPF*)
B COYETAHUH C HEKPO3OM

* HPF — none 3penust npu 6ombiiom ysenudernnn X 400 (oxymsp x 10, o0bextus x 40);
1 mm? = 5 HPF npu auamerpe mosst 3perust 0,51 mm.

IuTonorus

WHTpaonepannoHHble Ma3KH U TOHKOMTOJIbHBIE OMOTICHU YaCTO MAJIOKJIETOY-
HBIE U3-32 YBEITMYESHHOTO KOJMYIECTBA KOJUIAreHOBOTO MaTpuKca B Helipodudpome,
TEM HEe MEHEe HaJIu4YKie Ha 00raroM MyIIMHOM (DOHE MEJIKMX BEPETCHOBHU/IHBIX KJIe-
TOK C TOHKMMH BOJTHUCTBIMH SIJPAMU MOYKET JIaTh KIFOY K JIUArHO3y.

MoJieky./IsIpHAsi IHATHOCTHKA

MornexyssipHbIe aHaIU3bl HE UTPAIOT YCTAHOBJICHHON POJNU B TUArHOCTHKE
HeiipoduOpomel. OtHaKo MPO(UIMPOBAHKUE YHCIIA KOITUH XPOMOCOM MOXKET OBITh
nosnie3ubiM st orieikn AH/AHOHBIT (nenerust CDKN2A/CDKN2B) u aug-
tdhepennpoBku ¢ 30O0ITH (cnoHBIN, CHIIBHO TIEpecTpOCHHBIN reHoM). Crienyer
OTMETHTh, YTO OOBIYHBIC JEpMalibHbIC W IJICKCH(POPMHBIC HEUPOPUOPOMBI,
AH/AHOHBIT u 300ITH umetot paznuunsle npodunu meruauposanus JTHK.
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OcHOBHBIE H KeJIaTeJbHble TUATHOCTUYECKHEe KPUTEPUHU

OcHognvle: MHQUIBTPATHBHOE BEPETEHOKIETOYHOE HOBOOOpa3oBaHHE C
HU3KOH KJIETOUHOCTHIO, aCCOLIUMPOBAHHOE C BapHaOeIbHO MUKCOUIHOM MM KOJI-
JTaT€HO3HOM CTPOMOM.

Kenamenvrvle: iMMyHOTIpOG1Ib BKIF0YaeT S100-1103UTUBHOCTD B MOMYJISILIAH
ITBAHHOBCKUX KIIETOK, TorAa kak CD34 BeIenseT cTpoManbHbI KOMIIOHEHT; HaJIH-
que sepHoi arunuu nosbimaeT BepostHocTs AH/AHOHBII B ycnoBusx Helpo-
(ubpomarosa 1-ro TuIa, 9To 0OBIYHO CBUJICTENLCTBYET O MOTEPE IKCIpeccuu plo.

CragupoBaHue

CragupoBaHue HENPUMEHHMO, XOTS OIHO HCCIIEA0BaHHE IOKA3aJlo:
AHOHBII acconuupyeTcs ¢ HU3K0i 4acTOTOH pelMAUBOB 1aXKe IIPH IOJI0KUTENb-
HBIX KpasX pe3eKINH, U 3TO O3BOJISET MPEIIOIOKNTD, YTO YPE3MEPHO arpeccHB-
HBI XUPYPrUYECKHUIA MOAXO0/ MOKET U HE TIOHaI0OUThHCS.

IIporuos

Jloxanu3oBaHHbIE KOXKHbIC HEHPO(GUOPOMBI HEM3MEHHO SBIAIOTCA JOOPO-
KaueCTBCHHBIMHU TUICKCH(pOpMHBIMU Heiipodudbpomamu; AHOHBIT u omuHOu-
Hasl MHTpaHeBpalbHasi HelpoduOpoMa, BOHUKAIOLUIME B KPYIHBIX HEpBax, fB-
nsrorest ipenBectHukamMu nopakeHust 3OOITH. Tloku3HEeHHBIH pUCK pa3BUTHS
300I1TH y nanueHToB ¢ Helipodubpomaro3om 1-ro Tuna onenusaercs B 9—13 %.
JuddysHbie KoKHBIE HEHPOPHUOPOMBI PEIKO TOABEPrarOTCs 3J0KAuYCCTBEHHOU
TpaHcdopmaru. MaccuBHble HeHpOo(GUOPOMBI MATKUX TKaHEH HEU3MEHHO 100PO-
KaueCTBEHHBIC, TEM HEe MEHEe OHM MOTYT HAKJIAJIBIBAaTHCSl HA WHTPAHEBPAIBHYIO
i mekcudopmHyto Helipopudpomy, oopasoBannyro 3OOITH.

HEPUHEBPHUOMA

Onpenenenue

TTeprHEeBpHOMBI MSTKHX TKaHEH IMOYTH BCETIa SIBISIOTCS JOOPOKAYECTBEH-
HBIMH OITyXOJISIMU 00O0JIOUKH NepH()EePUISCKIX HEPBOB, OJHOCTHIO COCTOSIIIMMHI
U3 MEPUHEBPHAIIBHBIX KIIETOK. Takke CyIIECTBYIOT WHTpaHEBpaJIbHbIC TIEPHHEB-
PHOMBI ¥ IEPHHEBPUOMBI CITM3UCTON 0OOTOUKH.

Konuposanue no MKB-O (ICD-0O)

9571/0 TlepuneBproma Hecrieruduuupoantas (BY).

Konuposanue no MKb-11

2F38 nu XHOXF7 JloGpokadecTBEeHHOE HOBOOOPA30BaHUE JPYTUX WU HEY-
TOYHEHHBIX JIoKanu3auuii u [lepunespuoma necneruduuuponanHas (bY)

2C41 3noxadecTBEeHHAs TIEPHHEBPHUOMA.

Cpsi3aHHasl TEPMUHOJIOTUS

Jonycmumo ynompebnenue mepmuna: 100pOKauyeCTBEHHBIH (rOpoOIacTH-
YECKUU TOJIMII.
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MMoaTun(sr)

[epuneBprOMa 3710Ka4eCTBEHHAS;, PETUKYIISIpHAS IEPUHEBPHOMA; CKIEPO3H-
pyrolias HepuHEeBpHOMA.

Jlokaauszanus

TlepuHEBPHOMBI MATKHX TKAaHEH dallle BCEro BO3HUKAIOT HA HIXKHHUX KOHEU-
HOCTSIX, 32 HUIMH CIIEIYIOT BEpXHUE KOHEYHOCTH M TynoBuine. O01acTb roJOBB U
IIIeH, BUCIEpaIbHbIC OPTaHbl U IEHTPATIbHBIC YYACTKH MOJIOCTH TeJa MOPaKArOTCs
penxo. CkiIepo3upyromas nepuHeBproMa 00BIYHO OOHApYKHBAETCS Ha Tajblax
M JIAJIOHSIX U PENIKO B APYTUX MECTaX.

Kiannuveckue npu3Haku

TlepuHEBPHUOMBI MSITKUX TKaHEil 00BIYHO MPOSIBISIOTCS B BHIE 0€3001e3HEH-
HBIX 00pa3oBaHuil. [logKoXKHas KIIeTYaTKa MOpakaeTcsl yarle, 9eM IITyOoKue MsT-
kue Tkanu. Okono 10 % ciyyaeB orpaHUYMBAIOTCS AEPMOIA.

OnuAeMHOJIOTUS

TlepuHEBPHUOMBI MATKHX TKaHEH BCTPEUAIOTCS PEIKO. BBLTO 3aperucTpupoBa-
HO okoJto 300 ciryuaes 3a00eBaHusl. DTH OIyXOJIH HECKOJIBKO Yallle HaOIHOIat0TCs
Y JKSHIIWH, YeM Y MY)XUHH, U BCTPEUAIOTCS B IIMPOKOM BO3PACTHOM JHAIA30HE C
IIIKOM y B3pOCJBIX CPETHEro Bo3pacTa. J[eTH pelKo CTpamgaloT STHM 3a0oleBa-
HueM. CKIIepo3upyIoIias MepuHeBPUOMa Yallle BCTPEUALTCsI Y MY)KUHH U OOBIYHO
MOpaKaeT MOJIOBIX JTIOMIEH.

THOJOTHA

[eprHEBPHOMBI MATKHX TKaHEH MMOYTH BCETZa BCTPEUAIOTCS CIIOPAIHIECKH.
Coobmanocs 00 O4eHb PEAKHX ClIydasx Yy HalUeHTOB ¢ HelpodubdpomaTozom
1-ro wnm 2-ro THma.

IlaTorene3

[eprHEBPHOMBI MSTKHX TKaHEH UMEIOT OOIIIe TaTOTeHETUISCKIE MEXaHU3-
MBI C APYTUMH OITyXOJISIMU 0005104€eK HepBoB. Jlenenus 22q12 u mytanuu B NF2 (xo-
JUPYIOIIEM OImyXoJieBblil cyrnpeccop merlin [NF2]) — Haunbosnee yacto peructpu-
PYIOIIHECs] TeHETHIECKUE M3MEHEHNUS, aHAIOTHYHBIC TAKOBBIM TPH IIBAHHOMAX U
Menunrnomax. Jemerus 17q11 (Bkimrouast NF1) Taroke sSBISCTCS MOBTOPSIOIIMMCS
HApYIICHUEeM TP MEPUHEBPHOME MATKUX TKaHel. JIpyrue 3aperucTpupoBaHHBIC
XPOMOCOMHBIE W3MEHEHHs BKIIOYAIOT TPEXCTOPOHHIOI TPAHCIOKAIUIO XPOMO-
coM 2, 9 u 4 ¢ yuactrem ABL1; pa3iaudHble XpOMOCOMHBIE TIOTEPH; TEPECTPOIKY
¢ yaactuem 10q24 B mepuHeBprOMe MATKMX TKaHeW cTombl. Ansrepannu B 10q24
SIBJISIIOTCSL TIOBTOPSIIOIIUMUCS COOBITHSIMH B CKIICPO3HPYIOLIEH TEepUHEBPHUOME.
370Ka4eCTBEHHBIE NTEPHHEBPHOMBI OBITH OXapaKTEePHU30BaHBI MEHEE YeTKO: CO00-
1IaJI0Ch O MoTepe XpoMocombl 13q M HeOONBIIMX JeNenusXx XpoMocoM 3, 6 u 9
B JIBYX CIIydasix IEPHHEBPHOM HU3KOH CTETICHN 3JI0Ka4eCTBEHHOCTH.

Maxkpockonn4ecKuii BU/

[eprHEBpHOMBI MATKHX TKaHEH XOPOILIO OYEepUeHbl, HO He WHKAICYIHpOBa-
HbI. [TOBepXHOCTH pa3pe3a 0OBIYHO IUIOTHAS MK MACTHYHASL, HKEITO-KOPHIHEBOTO
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wiu Oenoro uBeta. HeGomnbias moArpymnna omnyxosaei UMeer kes1e00pa3Hblil BUIL.
Pasmep konebnercs ot menee 1 10 20 cM, XOTs OOJIBIIUHCTBO OMYXOJIEH pa3MepoM
or 1,5 no 8 cM. CpenHsist BenMUYMHA ITOBEPXHOCTHBIX OIYXOJIEil COCTaBNIseT 3 cM,
TyOOKO pacroyioKEHHBIX OMyXoyiei — 7 cM.

T'ucronarosiorus

Ilepunespuomvl mazkux mkaneii UMEIOT TPEUMYIIECTBEHHO MyapoBOE
(storiform) nim 3aKpy4eHHOE pacIoOKEHUE MTyYKOB OIYXOJIEBBIX KJIETOK (B BH/IE
3aBUXpeHHid). Jlpyrue OTIMYHMTENbHBIC apXUTEKTypHBIC OCOOCHHOCTH BKIIIO-
YarT IUIACTHHYATBIA W MEPUBACKYJSPHBIA MATTEPHBI POCTA JJIMHHBIX IMYYKOB.
OrnyxoJieBble KJICTKH OOBIYHO TPEICTABISIOT COO0I TOHKHE BEpETCHOOOpa3HbIC
KJIETKH C BOJHHCTBHIMU MJIM 320CTPEHHBIMH SITIPAMH, HEUYSTKUMHU SIAPBIIIKAMU U
XapaKTepHBIMA TOHKHMH OWIOJISPHBIMH IIUTOIUIA3MaTHUYECKHIMH OTPOCTKAMHU
(puc. 20, 21). HexkoTopele NepUHEBPUOMBI cofeprkaT 0ojee KOPOTKHE OBOUIHBIC
oryxoJeBble KIeTkH. CTpoMa 00BIYHO KoJUTareHoBast; okoio 20 % ciydaeB copmep-
X&KaT 10 KpaiiHell Mepe 04aroBO MUKCOMJIHBIM MaTpPHUKC, KOTOPBIH MHOIAA OOMIIb-
HBIH. MHTOTHYECKasi aKTHBHOCTh Yalle HU3Kas WM OTCYTCTBYeT. Penkue mepu-
HEBPUOMBI MSTKHX TKaHEH JEeMOHCTPHUPYIOT JACTCHEPATHBHYIO SACPHYIO aTHIIUIO,
BKJIFOYast IIIeOMOP(HBIE U MHOTOSIIEPHBIE KIIETKH C SIIEPHBIMU TICEBIOBKITIOUEHH-
ssMd. O TuIeKCUPOPMHON apXUTEKType COOOIIANIOCH PEIKO.

Puc. 20. TlepuneBproMa MSTKUX TKaHEH:
a — KIETKH (QOPMHUPYIOT MEPUBACKYIISPHbBIC 3aBUTKH; KOJUIArCHOBAsI CTPOMa; 6 — pas3iuy-
Hasl CTENICHb KJIETOYHOCTH, HAYMHAIOIIASCS MUKCOH/IHAS ICTCHEePAIHs B THITOLEIUTIOISPHBIX
y4acTKax
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N 7 A
Al et
Puc. 2]1. OmyxosneBble KIECTKH, MPEACTABIIONINE COO0H TOHKHE BEPETEHOOOPA3HbIE KIETKH

C TOHKHMH 6I/II'IOJ'IHPHI>IMI/I LUTONIIa3MaTUICCKUMHU OTPOCTKaMHU, BOJTHUCTBIMU HUJIM BEPETEHO-
06paBHLIMI/I AApaMi, HCYETKUMHU AAPBIIIKAMHU, PEXKE — C DIMUTECITNOUTHBIMU KIETKaMU (cneBa)

Ckeposupyloujue nepunespuomsl COCTOST U3 TSDKEH OT MEJIKHUX SIUTETHO-
UJHBIX JI0 BEPETEHOOOPa3HbIX KJIETOK B IUIOTHOH KOJIJIAreHOBOM cTpoMe (puc. 22).

Puc. 22. TsHKU STUTETHOUIHBIX KJIETOK B IUIOTHOH KOJUTAar€HOBOH CTpOMe
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Pemuxynsapuvie nepunespuomsl COCTOSIT U3 COCANHEHHBIX MEXTY COOOI
VAJIMHEHHBIX BEPETCHOOOPA3HBIX KIETOK C KPY)KEBHOM MIIH PETHKYJISIPHOM apXu-
TeKTypoii (puc. 23).

Puc. 23. AHaCTOMO3HPYIOLIHE YUIMHEHHbIE BEPETEHOOOPa3HbIC KIETKH C KPY)KCBHOWU apXu-
TEKTYpOi

OtenbHbIe IEPUHEBPUOMBI COJEPIKAT KICTKU C MHTPALUTOIUIA3MATHIECKU-
MH BaKyOJIIMH, IMHTHPYIOIIUMHI JTATIOO0IAacTEl. OUeHb peikie 3I0KaueCTBCHHbIC
nepuHeBpuoMbl (nepuHeBpanbhble 300ITH) 1eMOHCTPUPYIOT LUTOApXUTEKTYP-
HBIE 0COOCHHOCTH, CXOJHBIE C JOOPOKaIEeCTBCHHBIMH NEPHHEBPHOMAMH MATKHX
TKaHEH, B JONOJIHEHHE K TUNEPLEIUIIONIIPHOCTH, SIIEPHOM aTUIMU U THIepXpoMa-
31H, a TaK)Ke BBICOKOMY KOJMYECTBY MHTOTHYECKH aKTUBHBIX KIICTOK.

TTo TaHHBIM HMMYHOTHCTOXUMUH, IEPHHEBPUOMBI TOCTOSTHHO 3KCIIPECCUPY-
ot EMA, koTopast BappupyeTcst OT cj1aboit ¥ 04aroBoi 10 cuiibHOU 1 auddy3HOi
(puc. 24). CD34 skcnpeccupyercst mpuMepHO B 60 % NnepuHEeBpUOM MSTKUX TKa-
He#t. OxpammBanne Ha S100, SOX10 u GFAP orpunarensaoe. B momonnenue
EMA ckiepo3upylolasi IepruHEBpHOMa MOXKET UMETh OIPAaHUYEHHOE OKpAIlUBa-
HHE KePaTHHOM.
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Puc. 24. VimmyHorncToXumMuueckoe okparisanue Ha EMA: ToHKHe OHIOISpHbIE LIUTOILIa3Ma-
THYECKHE OTPOCTKH B OITyXOJIEBBIX KIETKAX

Iuronorus

CymecTByeT HEOONBIION OMBIT UTOJIOTHYECKONW AUArHOCTHKU 3THUX TOpa-
JKeHWH, HO M3BECTHO, YTO Marepuasl TOHKOUTOJbHBIX OUOINCHI MaJOKJIETOUYHBIMH,
a Ma3Ku copepikar GpparMeHThl MUKCOUTHOHM CTPOMBI.

MoJiekynsipHasi JTHATHOCTHKA

He nmeeT KIMHUYECKOTO 3HAYESHUSL.

OcHOBHBIE U :KeJIaTeJIbHbIe JHATHOCTHYECKHE KPUTEePUH

MyapoBasi, 3aBHTasi U IUIACTHHYATAs apXUTEKTypa; YAJIHHEHHBIE, TOHKHE,
BEPETEHOOOPA3HBIC KJICTKU ¢ OUTOJIIPHBIMU IIUTOILIA3MAaTUYECKUMHU OTPOCTKAMM;
akcrpeccuss EMA; Bapuadensable claudin-1, GLUT1 n CD34.

CragupoBaHue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

OOBIYHBIE TEPHHEBPUOMBI MATKUX TKaHEeH (2 TakKe CKIePO3UPYIOIINE U PETH-
KyJISIpHBIE TIOJITHITBI), B TOM YHCIIE C JICTEHEPATUBHOMW SIEPHOMN aTHITUEH, SIBJISIFOTCS
J0OpOKaueCTBEHHBIMH U JTUIIB U3Pe/IKa JIOKATHLHO PEIUIMBUPYIOT. 3M0KaYeCTBEHHAS
MIEpUHEBPUOMA HHOT/Ia MOXKET JIaBaTh METACTAa3bl, HO, [10-BHIMMOMY, OHA BEJIET ceOs
MeHee arpeccuBHO, ueM o0praabie 30O0ITH.
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3EPHUCTOKJIETOYHASA OITYXOJIb

Omnpenesnenune

3epHUCTOKIIETOYHAsI OIyXOIb — OITyXOJIb, MPOSBIIIONIAsS HEHPOIKTOIEp-
ManbHYyI0 TU(QHEPSHITUPOBKY U COCTOSIIAS U3 AMUTESITUOUAHBIX WIH TTOJUTOHATb-
HBIX KJICTOK C OOMJIBHOW 303WHO(UIIBHON, OTUCTIMBO 36PHUCTON IIUTOILIIA3MOM.

Konuposanue no MKB-O (ICD-0O)

9580/0 3epHucTokieTouHas onyxoib Hecnenupuiposantas (BAY).

Konuposanue no MKb-11

2E89.1 u XH09A9 JToOpokadecTBEHHBIEC OIMyXOJIH HEOTpeIeIeHHOH Tudde-
PEHITMPOBKHU MSITKUX TKaHEeH 1 3epHUCTOKIETOUHASI OITYX0Jb HeCTIeIIN(HIIUPOBAH-
Has (B1Y)

2B5SF.2 u XH90D3 Capxoma, He kiaccuuIpoOBaHHasi B JPYruxX pyOpukax
JIPYTUX YKa3aHHBIX JIOKATU3AIMH U 3JI0Ka4eCTBEHHAS 3ePHICTOKIETOYHAS OITyXOJIb.

CasizaHHas TEPMUHOJIOTHSI

He pexomendyiomcs mepmunvl: 3epHACTOKIICTOYHAS IBAaHHOMA; 3€PHUCTO-
KJIETOYHAs OIyXOJb OOOJIOYKH HEPBAa; 3ePHUCTOKJICTOYHAs MHOOJIacTOMA; OIy-
X0JIb AOpPHKOCOBA.

ToaTHn(er)

3epHHUCTOKIIETOUHAsI OIYXOJb, 3T0KAaYeCTBEHHAS.

Jlokanu3zanus

B OonpmMHCTBE CllydaeB MOPAaXAIOTCS TIIyOOKHE CIIOHM JIePMbBI M TOIKOXK-
HOW KJIeTYaTKH, 0COOCHHO TOJIOBBI U IIIE€H, TYJIOBHINA U MPOKCHMATBHBIX OTIE-
JIOB KOHeuHOCTed. Hanbosee pacnpocTpaHeHHOH JIOKaINU3aIen sSBISICTCS S3bIK
(25 % ciyuaes), nasnee cieayer MonouHas xenesa (5—15 %). Takxe yacto BcTpe-
YJaeTcs BHCLEPATIbHOE MOPAKECHUE KeMYI0YHO-KHIIEYHOTO TpakTa (IHIIEBOAA,
TOJICTOH KHUIIIKH, TIEpUAHaIbHON 00JIACTH) U JABIXaTEIbHBIX MyTel (TopTanu). XoTs
B OOJIBIIMHCTBE CIIy4aeB 3€PHUCTOKIETOUYHBIE OITyXOJH OAWHOYHBIE, 10 10 % u3
HUX SIBISIFOTCSI MYJTBTH(HOKATBLHBIMHU, TAK)KE OHH MOTYT OBITh 04arOBBIMHU HJIH T10-
pakaTh HECKOJIBKO OPraHOB. BONBIIMHCTBO HACTOAIINX 37I0KA4€CTBEHHBIX 3€PHU-
CTOKJICTOYHBIX OMyXO0Jiel BO3HUKACT B ITyOOKUX CIOSIX MSATKUX TKaHEH ¢ PerMy-
[IECTBEHHBIM MTOPAYXEHHEM TYJIOBHIIA W KOHEYHOCTEW, MpHYEM O€lpo SBISETCS
Han0oJIee 4YacThIM MECTOM €€ pacroioxkeHus. [0oBa, mest u/uim Jpyrue J0Kaiu-
3aI[1 MEHee ITOIBEPKEHBI 3]I0KaueCTBEHHBIM BapHAHTAM OITyXOJIH.

Kannudyeckune Npu3HaKu

XoTsl 3epHUCTOKIETOYHASI OITyXONlb Yallle BCEro MpOTeKaeT 0eCCHMITOM-
HO, OHa MOXKET BBI3BIBATH 3y/ MIIM OOJIE3HEHHOCTh KOXH U si3bika. KOJKHBIE 1MO-
paKEeHUsI TUIOTHBIE, OT TEJIECHOTO 10 KPacHOBATO-KOPHYHEBOTO IIBETA, Pa3MEpOM
0,5-3,0 cm. Poct oryxosn 00bIYHO 3aMeICHHBIH.
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SnuIeMnoJI0Tus

3epHUCTOKIIETOUHBIE OIYXOJIU B OCHOBHOM BO3HHUKAIOT Y B3POCIHBIX Ha YeT-
BEPTOM—IIIECTOM JECATHIETUSX JKU3HU, HO C HUMH MOXKHO CTOJIKHYTBHCS B JIIOOOM
Bo3pacte. OHH yalle HaONIONAIOTCS y MYXKYMH, YeM Yy JKCHIIMH (COOTHOIICHHE
M : XK =2-3:1), aTakxke y appoaMepUKaHLEB, y KOTOPHIX MHOKECTBEHHBIE [1OPa-
JKEHUSI TAK)KE BCTPEUAIOTCS Jallle. 37I0KaueCTBeHHAs 36PHUCTOKIIETOUHAS OIyXOJIb
BCTpEYAeTCsS OYECHb PEJIKO M MPEUMYILECTBEHHO y JKEHIIUH B BO3pacTe OT 3 10
70 net (cpennee 3nauenne — 40 neT).

ITHO/I0THSA

Co001manoch 0 MHOKECTBEHHBIX 3€PHHCTOKIETOYHBIX OIyXOJISIX B CBSI3U C
Pa3IUYHBIMU CHHIPOMaMH, TAaKUMU Kak Helipodubpomaro3 1-ro tuma, cCHHIPOM
Hynan (Noonan) u cuaapom LEOPARD (MHOXK€CTBEHHBIE JICHTUTO, HAPYIICHUS
3IIEKTPOKapIUOrpahuuecKoil MPOBOAUMOCTH, INIA3HOM THMIIEPTENIOPH3M, CTEHO3
JIETOYHOH apTepuy, aHOMaJMU TeHUTAIN, 3aJepKka pocTa M HeHpoceHCOopHas
[JIyX0Ta), B OCHOBHOM XapaKTePHU3yIOLIUMUCS a0eppaHTHOH nepefaueil CUrHaIo0B
B RAS/MAPK nocpecTBoM HHAKTHBUPYOLIMX MYTaIlUi.

IlaTorenes

Myrtamuu ¢ moTepedl (YHKIWH, BIMSIONIME Ha BCIIOMOTATENbHBIE TCHBI
V-ATP, ATP6AP1 (61 %) u ATP6AP2 (11 %), oOHapyKUBarOTCsS B COBOKYITHO-
¢t B 72 % 3€pHUCTOKJIETOUHBIX OIMYXOJeH. DTH I'€Hbl UTPAIOT KIIOUEBYIO POJIb
B perymauuu pH 3HZOCOM; MyTaluy, OPUBOAILNE K HOTepe (QYHKLMHU, BO3ACH-
CTBYIOIIME Ha 3TH TEHBI, OOHAPYKUBAIOTCS HE3aBHCHUMO OT aHATOMHUYECKOH JI0-
KaJIM3alliyd WIX OT TOrO, SIBJLIIOTCS JM HOPAKEHUS 1OOPOKAUECTBEHHBIMH HIIU
3JI0KaueCTBCHHBIMU, U OHU HE ObLIM OOHApPYXKEHBbI MPHU JIPYTHX HOBOOOpa3oBa-
Husx. CrnenosaTenbHo, MyTanuu ¢ norepeit ¢pynxkuun ATP6AP1 nnu ATPOAP2,
MO-BHIMMOMY, SIBIISIOTCS MAaTOTHOMOHWYHBIMH JUISl THATHOCTHUKH 3€PHUCTOKIIE-
To4HOH omyxoiu. CoolIaock, 4TO KIETOUHbIE OIyXOJIH, B KOTOPBIX OTCYTCTBY-
IOT MyTaIll{ B 9THX I'eHaX, COAEPKAT MyTallHH, BIMSIOIINE Ha JPYTHe TeHBI, CBSI-
3anHble ¢ V-ATP. UnaktuBarus 6o ATPOAP1, nu6o ATP6AP2 B miBaHHOBCKHX
KJIeTKaX MPUBOAUT K HAKOIUICHUIO MHTPALUTOIUIa3MaTHYECKUX TPAaHYI, KOTOPBIE
XapaKTEePHBI /I 36pHUCTOKJICTOYHON OIyX0onu. AHaIM3 TpaHyll 10Ka3all, YTO OHU
JIEMOHCTPHUPYIOT YABTPACTPYKTYpPHBIE U UMMYHO(DEHOTUIIHIECKHE OCOOCHHOCTH
PaHHUX M PELUPKYIUPYIOIUX SHAOCOM. MexaHu3M, ¢ IOMOIIBI0 KOTOPOrO My-
Taly C moTepei GyHKIMN B YHAOCOMAIBHBIX PETYISITOPHBIX OelTkax YIpaBIsSioT
OHEOTeHE30M, B HACTOSIIIEE BPEMs HEU3BECTEH.

Maxkpockonuueckuii BUA

3epHUCTOKIIETOUHBIE OIYXOJIU HPEICTaBISIOT cOOOH IIOTHBIE HOBOOOpa-
30BaHHS B BHAE OAMHOYHOIO Y3IIa, MOPAKAIOUINE KOXKY, MTOJKOKHYIO KIETIaTKy
WU TOJCIU3UCTYIO 000JIOUKY, YaCTO ¢ THIEPIIIA3UeH BhILIEIEKAIEro SIUTEHUS.
Ha paspe3se omyxoib nMeeT KeNTOBaTYI0 MEIKO3ePHHUCTYIO TEKCTypy (puc. 25).
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Puc. 25. MOHOY3TI0BOE IUIOTHOE 00pa30BaHUE C MEITKO3EPHUCTON CTPYKTYPOii 0€3 YEeTKUX KOH-
TypoB

3110KaYeCTBEHHbIC 3€PHUCTOKJICTOUHBIC OIMYXOIM UMEIOT pasMmep oT 1 1o
18,2 cM, 00bI4HO Ooee 5 cM. B 1ienom omyxou OJ1e/THO-Cephie U TUIOTHBIC, YacTO
Gosiee TIyOOKHE (IIOIKOXKHBIE/BHYTPUMBIIIEUHBIE), YEM HX J10OpOKAueCTBEHHbIE
aHaJIOTH.

T'uctronarosiorus

3epHUCTOKIIETOUHAS OITYXOJIb IMEET HEYETKO OUePUEHHBIE TPAHUIIBI K COCTO-
UT U3 IUTACTOB, THE3/] U KPYIHBIX TPAOCKyJl MOHOMOP(HBIX SMUTECIHOUIHBIX MU
MOJIMTOHANIBHBIX KJIETOK C MHTEHCHBHO 303UHOMUIILHON 3€PHUCTOM IIUTOIIIA3MOM
(puc. 26). I'paHUIBI KIETOK MOT'YT OBITH HEUETKUMU, YTO IPUBOAUT K MOSBICHUIO
CXOXKECTH C CHHIIUTHEM. SIipa 0OBIYHO pacIiONOKEHBI B IIEHTPE M BAPbUPYIOT OT
PaBHOMEPHO MaJICHBKUX U CIIEIKa TUIEPXPOMHBIX 10 OoJiee KPYNHBIX U BE3UKY-
JSIPHBIX C OTYETIIMBBIMU SAPBIIKAaMU. YHNCIIO MHTO30B HE TIOCTOSIHHO, HO OOBIYHO
HE BEJIUKO.

MenKo3epHUCTBIN BUJT IUTOIUIA3MBI 00YCIIOBJIEH MaCCHBHBIM HAKOTUICHAEM
JIM30COM, BKJIIOUast 6oJiee KpyNHbIC BHYTPULIMTOIIA3MATUUECKUE IPAHYIIBI, BBIE-
JICHHBIE YeTKUMH opeonamH. [leprHeBpaibHas HHQUIBTpaus sBISIETCS pacIpo-
CTPaHEHHBIM SIBJICHHEM.

IIpu 3epHHUCTOKIIETOYHON OITyXOJM KOKHOW JOKAM3alliy WM BO3HHKAIO-
el B TAKMX MECTaX, KaK s3bIK U MUIIEBO/] (C BBIIIEIEKALIUM IUIOCKUM STHTENN-
€M), MHOTIa HAaOJI0aeTCs ICeBI0ATUTEINOMATO3HAasT TUIIEPILIA3HsL, KOTOpask MpH
OOIIMPHBIX pa3Mepax MOXKET BbI3BaTh [I0A03PEHNE Ha HAIMYHUE I1JIOCKOKJIETOYHOIO
paxa (puc. 27).
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Puc. 26. IlonuroHansHbIe KJIETKH C THIEPXPOMHBIMHE SIpaMU M OOWIIBHOM 3€PHHUCTOM 303UHO-
(uIBbHOM 1UTOILIA3MO#

Puc. 27. TIceBI0o3MUTEINOMATO3HAS TUMNEPIUIA3UA B BBILICJICKAIIEM TIIIOCKOM JIMATEIINU



310KaueCTBEHHbIE OIYXOJIH BCTPEUAIOTCS PE/IKO, U MX MPU3HAKU BAPUPYIOTCSI
OT SIBHO CapKOMATO3HBIX 10 MOP(OIOrHYCCKH HEBBIPA3UTEIBHBIX B PEAKUX CIIyda-
sx. TUcTONOrnueckre MpU3HAKU, CBA3aHHBIC CO 37I0KaYeCTBEHHBIM HOBOOOPa30Ba-
HHEM, BKJIFOYAIOT [TOBBIIICHHYO KJIETOYHOCTh, BRIPAXKCHHOE BEPETEHOO0pa30BaHIie,
BBICOKOE COOTHOIIICHHE SI/[pa M IIUTOILIA3Mbl, BE3UKYIISIPHbIC S/pa ¢ BU3YATH3UDPY-
€MBIMU SIIPBIIIKAMHE, BBIPAKECHHBIH IIEOMOP()H3M, TOBBIIICHHYI) MHTOTHIECKYHO
aKTHUBHOCTH (Oosiee 2 MUTO30B Ha 2 MM?) U reorpaduueckiue HeKpo3sl (puc. 28).
XoTst OONBIIMHCTBO 3II0KAYECTBCHHBIX 36PHUCTOKIICTOUHBIX OIyXOJICH JIeMOHCTPH-
PYIOT HEKPO3bI H/HMIIH BBICOKYIO MUTOTHUYECKYIO aKTHBHOCTb, CAMH 110 ce0e ITH ma-
PaMeTphbl MOTYT HE HACHTH(GHUIMPOBATH BCE OITYXOITH, KOTOPBIC TAI0T METACTA3bl.

Puc. 28. 3nokauecTBeHHas 36PHUCTOKIICTOUHAS OIYXOJIb!
a — atunu4Has GUrypa MuTosa; 6 — nudy3Has, CHIBHO NMOIOKHTETbHAs okpacka S100

3/10Ka4eCTBEHHBIE OIYXOJH, Kak IMpaBuio, peaktuBHbl Ha S100, SOX10,
nestin, inhibin u calretinin. Onyxonu Takxke monoxurenbHel Ha CD68, CD63
(NKI/C3) u NSE, BeposiTHO, Hecnienn(pu4ecku — U3-3a COJCPIKaHUs JTH30COM B
nutoriazme. MITF u TFE3 (mipu OTCYTCTBHM T€HHBIX MEPECTPOCK) B OOJBIIHMH-
CTBE CIIy4aeB MPOSBIAIOT TP PY3HYIO SICPHYIO peaKTHBHOCTh, HO HMB45 siBiisi-
€TCs pAaBHOMEPHO OTPHUIIATEIbHBIM, H JIMIIb OUYSHb PEIKO HAOIIONAETCsl 04aroBast
peakTHBHOCTBH Ha melan-A.

InTonorus

B TOHKOHMTONIEHBIX OMOICHSIX XapaKTepHas 3€PHUCTAs LUTOIUIA3Ma M HEX-
HBIE SII[pa SBISIOTCS TOJNE3HBIMHU ISl TUATHOCTUKH NMPU3HAKaMH, HO HEOOXOIUMO
YYUTBIBATh KapPLUHOMBI (0COOCHHO arlOKPUHHBIE) U THCTUOLUTAPHBIE ITPOIECCHI.

MoJiekynsipHasi ITHarHOCTHKA

He nMeeT KIMHUYECKOTO 3HAYCHUSI.

OCHOBHBIE H KeJIaTeJbHbIe MATHOCTUYECKHEe KPUTEPUHU

T'He31a ¥ MIIacThI OT AMUTETUOUIHBIX JI0 TOJUTOHAIBHBIX KIETOK; OOMIbHAS,
WHTEHCHUBHO 03MHO(MMIbHAS 3€pHUCTAS IIUTOILIA3MAa; ITOJIOKUTEIbHAsT UMMYHO-
rucToxuMuueckas okpacka Ha S100 u SOX10.
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CragupoBaHue

3noKkadecTBEeHHAs: 3epHUCTOKIIETOUHAS OITyXOJb COMAaTHUECKHX MATKHX TKa-
HEll MOXKET OBITh CTaIUPOBaHA COIIACHO BOCBMOMY U3/IaHHIO CUCTEMBI CTaIPOBa-
Hust TNM i capkom MSITKHX TKaHEH TYTOBHUIA U KOHEYHOCTEH AMEpHUKaHCKOTO
o0beauHeHHoro koMutera 1o paky (AJCC), xots, BCIeICTBUE PEAKOCTH ITOH ma-
TOJIOTHH, HET JOCTOBEPHON NMPOTHOCTHYECKON 3HAUMMOCTH TOTO MOAXO0/A.

IIpornos

XOoTs 3epHHUCTOKIICTOYHASI OMYXOJIb B MOAABIIIONIEM OOJNBIINHCTBE CIyda-
€B fABJIAETCS JOOPOKAaYEeCTBEHHOM, MHOIA IIOCIE €€ IOJHOIO yAaJIeHHs MOXKHO
HaOI0IaTh MECTHBIH PEUUINB. 37T0KaYeCTBEHHAS 3€PHUCTOKJIETOUHAS OITyXOIh
umeet 50%-HyI0 4acTOTy MeTacTa3upoBaHus. MeCTHBIN PeUANB, METACTa3UPO-
BaHHe, OONBIION pa3Mep OIYXOJH U TOXKHJION BO3pacT MAlleHTa SBIIOTCS He-
ONaronpusTHHIMH MPOTHOCTHYECKUMHU (paKTOpaMu /IS 3JI0Ka4E€CTBEHHOM 3€pHHU-
CTOKJIETOYHOH OITyXOJH.

MHUKCOMA OBOJIOYKHU JEPMAJIBHOI'O HEPBA

Omnpenenenune

Muxkcoma 000JIOYKH AEepMajbHOTO HepBa — J00pOKayeCTBEHHAs OIyXOJlb
00onouku nepudepuyeckoro Heppa, COCTOSINAS W3 MEJKHX DIUTEIHOUIHBIX,
KOJIBIICBUIHBIX M BEPETCHOBUIHBIX IIBAHHOBCKUX KIETOK, PACIOJOKEHHBIX B
00MIILHOM MUKCOUIHOM MaTpukce. OOBIYHO OHA BO3HUKAET B KOXKE MITH B ITOAKOXK-
HOM KJIETYATKE W YaCTO UMEET MHOT'0Y3JI0BOI XapakTep pocra.

Komuposanue no MKB-O (ICD-0)

9562/0 Mukcoma 000JI04KH HEpBa.

Konuposanue no MKb-11

2F24 u XH3L35 [loOpokauecTBeHHbIE KOKHbIE HOBOOOPAa30BaHHS HEPBHOTO
MIPOMCXOXKICHUS MIIM 00O0JIOUKH HEpBa U HeHpoTekeoMa

2F24 n XH6Q84 JloOpokayecTBEHHbBIE KOXKHBIE HOBOOOpPA30BaHUsI HEPBHOTO
MIPOUCXOKICHHS MITH 000JI0UKHY HepBa M MukcoMa HecnienuduipoBannas (b1Y).

Cpsi3aHHasi TEPMUHOJIOTUS

IIpenpinymmas TepMUHONOTHS BKIIIOYAJIa «KIACCUYECKUN MIIM MHUKCOUIHBII
BapUaHT HeWpoTekeoMbl». OIHAKO MATOJIOTOAHATOMHYECKAE W MOJIEKYISPHO-
TeHETUUECKHE TaHHBIE TPOJEMOHCTPHPOBAITH MPONUCXOXKICHHE MUKCOMBI 000JI04-
KM JIEpMaJIbHOTO HEepBa M3 MIBAHHOBCKUX KIIETOK, KOTOpasi KIMHUYECKH ¥ OUOJI0-
THYECKHU OTIIMYACTCS OT HEHPOTEKEOMBI.

IMoaTun(wr)

Her.

Jlokanu3zanus

Ol'lyXOJ'[I/I NPEUMYIICCTBEHHO JIOKAJTMU3YIOTCA B AHCTAJIBHBIX OTACTIaX KO-
HEYHOCTEH, 0COOCHHO Ha MajblaX PyK W HOT M HIDKHHX KOHEYHOCTSX. [lambIibt
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SIBJISTIOTCSI HanboJiee pacpocTpaHeHHBIM MECTOM, Ha JIOJIF0 KOTOPOTO MPUXOIUTCS
npubmu3uTenbHo 36 % ciydaeB. Peqkue JoKalu3ayuy BKIIIOYAIOT CIIMHHOMO3IO-
BOM KaHall.

Kaunuyeckue npuzHaKku

MHUKCOMBI 000JIOUKH JIEPMATLHOTO HEpBa OOBIYHO TPEICTABICHBI B BUJIE He-
OONBIINX, TIOBEPXHOCTHBIX, MEIVIEHHO pacTyluX oOpa3oBaHuil. [lopaxkeHns yacto
MPOTEKAIOT 6ECCUMIITOMHO, HO HEKOTOPBIE OMYXOJIH MOTYT OBITh O0JIE3HEHHBIMH.

SnuaeMnoJI0rus

MHuKCOMBI 000JIOUKH JIepMaTbHOTO HEpBa BCTPEUAIOTCS penako. JIBe kpyr-
Hellme COBpEMEHHbBIE Cepry HaONIOACHHH, MUCIIONb30BaBIINE UMMYHOTHCTOXH-
MUIO ISl TIOATBEPXKICHUS TUArHO3a, OIMHCHIBAIOT 68 OMyXOJNiel, BO3HHUKIIHNX Y
MAIMEeHTOB B IIMPOKOM BO3PACTHOM Juara3one (8—72 roya), ¢ MUKOM Y MOJIOJBIX
mozielt B Bo3pacte 0koi1o 30 jeT 1 HeOOoJIbIIUM IPeoOiaiaHueM MYXKUIHH.

ITHOJOTHA

Hewn3ssectha.

IlaTorenes

Ha cerousmHuii AeHb He ONMCAHO HU OTHON TeHETHYECKON aHOMAITHHN; OJTHAKO
aHaIM3 MPOQUIIS SKCIIPECCHH HA OCHOBE MUKPOYHIIOB TIOKa3aJl, YTO MHKCOMBI 000-
JIOUKH JISPMAITBHOTO HEpPBa UMEIOT TeHHYIO CHIHATYPY, CXOIHYIO C KOXKHBIMHU IIIBAH-
HOMaMmu. HampoTuB, KJIeTOYHBIE HEWPOTEKEOMBI HMEIOT TeHETHUECKYIO CUTHATYDY,
KOTOpast 0OJIbIIe HATIOMUHAET TAKOBYIO Y KJICTOUHBIX (PUOPO3HBIX THCTHOIIUTOM.

Maxkpockonuueckuii BUjx

Omnyxonyu 00bIYHO UMEIOT Haubombuil pazmep ot 0,4 1o 4,5 cM, IpHu 3TOM
OOJBIIMHCTBO TOPaXKEHUH pazmepoM MeHee 2,5 cM (puc. 29). ITockonbKy oyaru
MOpaKEHHS JIOKAJIM3YIOTCS B JIEpME WIIM TIOJIKOKHOW KJIETYATKe, Pe3elUpOBaH-
HBI MaTepuall 4aCToO BKJIFOYACT BhImIenexanmi snuaepmuc (puc. 30). Omyxomnu
MMEIOT KOHCHCTEHIIMIO OT 3JMACTUYHOHN 10 TUIOTHOM, M Ha Cpe3e BUIHBI XOPOIIO
o4epUeHHbIe, OJeCTSIINE CIU3UCTBIE Y3TIbl, OT OEJI0TO IBETa JI0 MOITYPO3PaYHOTO.

Puc. 29. HeborpIoe MoBepxXHOCTHOE, MEITICHHO pacTyIee 00pa3oBaHue
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Puc. 30. MHOr0y3110B0€ 00pa30BaHHE ¢ MUKCOMIHBIM MAaTPHKCOM, OKPY)KEHHBIM ILIOTHOM cOe-
JIMHHUTEIIBHOM TKaHBIO (MOPAXKaeT ACPMY H BBILICICKAILINH SMHAECPMHUC)

T'uctronarosiorus

OrmyXomy B OCHOBHOM IMOPAXAIOT JE€PMY, HOIKOKHYIO KIETUATKy WIH U TO,
U JIpyroe, XOTsl PelIKUE OIMYXOJIH MOTYT PAacHpOCTPAHATHCS Ha MOJUIC)KAIINE CKe-
JeTHbIe MBIIIBL. OHM 9aCTO MMEIOT MHOTOY3JIOBOH XapakTep pocTa H OOIIMPHBIN
MHUKCOUJIHBIA MaTPUKC, OOBIYHO OKaMMJICHHBIN IJIOTHOM BOJIOKHUCTOH COCIMHU-
TEJNIFHOM TKaHbI0. HOBOOOPA30BaHMS COCTOST U3 MENKUX AIUTEITHOUIHBIX, KOJIb-
Le00pa3HBIX, 3BE3/1YaThIX 1 BEPETEHOOOPAa3HBIX HEOIUTACTHYECKUX IIBAHHOBCKHX
KJIeToK (puc. 31). DnuTenHOnIHbIEe IBAHHOBCKHE KIETKH PACIIONOKEHBI B BUJIE
TsDKEH, THE3J M CHHIUTHAJIBHOIONOOHBIX arperatoB. HekoTopbie JeMMOLIUTHI €
KOJIbIIC00Pa3HOM MOPQOIIOTHEH MOTYT BHEIIIHE HATOMHHATH JIMIIOOIACTHI. Pekue
LIBAHHOBCKHE KJIETKHA MOTYT OBbITh MYJIETHBAKyOIU3UPOBAHHBIMU M UMETh MayKO-
o0pazHple NUTOIIa3MaTHUECKHE OTPOCTKU. B OTHENBHBIX CIydasx MOXET Ha-
Omronathesi POKAIBHBIN SIIEPHBIA YACTOKOJN HIIM CTPYKTYPBI, TIOOOHBIE TEIbLaM
Bepoxan. Kak mpaBuiio, HaOmogaeTcst TOIBKO yMEpeHHas siepHast aTHITHS, XOTs
MOXET IPUCYTCTBOBATh PACCESIHHBIA YMEPEHHbIH IIIeOMOP(U3M, CXOIHBIH C TEM,
KOTOpBIH HaOMIOgaeTcss B TaK Ha3bIBAEMBIX CTapbIX IIBAaHHOMax. MHUTO30B, Kak
MIPaBUIJIO, OYCHb MAJIO MJIM OHU BOOOIIIE OTCYTCTBYIOT. B o4are nopaxeHus MOXeT
BBISIBIISITBCS. HEOOJBIIIOE KOJIMYECTBO MENKHX (PUOPOOIACTONOMOOHBIX KIETOK.
IIpucyTcTBYIOT pa3po3HEHHbIE COCYbI MaJIoro kanuopa (puc. 32).
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Puc. 32. Mukcoma 000JI0YKH A€PMAaIBHOTO HEpBa:
a — JI0JIBYaTOe MUKCOM/IHOE CTPOCHHUE; 6 — HEUETKOE PETHKY/IIPHOE PACIONOKEHNE KIIETOK,
HEKOTOPbIE U3 HUX MOXOXH Ha KUPOBBIE; 6 — IPYIITBI KPYITHBIX KJIETOK CHHIIMTHAIBHOTO BUJIA;
2 — KJIETOYHasi 00JIaCTh C sIACPHBIM IIeoMOpP(H3MOM 6e3 MHTO30B



Heomnactuueckue mBaHHOBCKHUE KIIeTKH AU (dy3HO okpamuBarores Ha S100
(puc. 33) U B OOJIBIIMHCTBE CIy4aeB MPOSBISIIOT YMEpeHHYIO Wi AuBPy3HYIO
peaxtuBHOCTh K GFAP n CD57. CuiibHasi IMMYHOPEAaKTHBHOCTD K Kojulareny IV
OOBIYHO MPUCYTCTBYET BOKPYT OITyXOJNEBBIX KIeTOK. COOOIIanock, 9To KOJbIle-
00pa3zHble KJIETKU ObLIN MOJOKUTEIbHBIMY Ha KepaTUHOBbIHM KokTelns AE1/AE3,
a B (UOPO3HOM Karcysie MOXKHO OOHAPYKUTh paccesHHble EMA-ojoxuTebHbIe
SMUHEBPHANBHBIE KICTKH. MHOrma MoryT mnpucyTctBoBaTh CD34-1m03MTHBHBIC
(ubpobnacTel. B OTHENBHBIX Cilydasx MOTYT ObITh OOHapykeHbl penkue NFP-
MO3UTHBHBIC AKCOHBI.

Puc. 33. HeommacTrieckue MBaHHOBCKHE KJICTKH, dKcmpeccnst S100

Iuronorus

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

MoJiekynsipHasi JHATHOCTHKA

B Hacrosiiee BpeMsi He CYIIECTBYET MOJICKYJSIPHBIX TECTOB, HCIIOIb3yeMBIX
JUISL IMATHOCTHKN MUKCOMBI 000JI0YKH JICPMalIbHOTO HEpPBa.

OcHOBHbIE U :KeJIaTeJbHble THATHOCTHYECKHEe KPUTEPUH

Tunu4Has KIMHUYECKash KapTHHA BKIIOYAeT MOJIOBIX JIIOJICH ¢ HEOObIIIHN-
MM MTOBEPXHOCTHBIMHU MOPAXKEHUSIMHU JMCTAJIbHBIX OTAENIOB KOHEYHOCTEeH (00bIU-
HO HaJbLEB PYK M HOT); MHKCOMJHOE HOBOOOPA30BaHUE C MYIBTHIOOYISPHBIM
POCTOM, COCTOSIIIIEE U3 BEPETEHOOOPA3HBIX M SNIUTEIMOU/IHBIX IBAHHOBCKUX KIle-
TOK; IMMYHOIIO3UTUBHOCTH Ha S100.
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CragupoBaHue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

MHuKCOMBI 000JIOYKH AEPMABHOTO HEPBa SIBISIIOTCS T0OPOKaueCTBEHHBIMH
ormyxoysiMu. HeroHoe yaasieHue cBsA3aHo ¢ BRICOKOI 4acTOTOI MECTHOTO PeInIi-
Ba. B kpynHeiimeM coBpeMeHHOM HUCCIIEIOBAaHIH IPH MECTHOM YIAJICHUH PELIUIUB
HaOmronancs y 47 % naunueHToB. X0Ts y OOJIbIINHCTBA ObUT TOJIBKO OAWH PEIUINB
3a MepuoJ HaOJIIOEHUS, TIOYTH Y TPETH MALMEHTOB HAOIIOAAIOCH 10 5 TOKAJIBHBIX
PELHIMBOB, a y 25 % IManueHTOB, Y KOTOPBIX HAONIOIAINCh JIOKAJIbHBIC PEIUIN-
BBI, HA MOMEHT MOCIJIEHETO HAOMIOAeHNS 3a00JIeBaHNE OBLITO aKTUBHBIM. MeCTHBIE
PELUINBHI Yalle BCEro HAOMIOMATICH TP OMYXOJSAX, BOSHUKAIOIINX B MAIbIIAX.

COJIMTAPHASI OTPAHUYEHHASI HEBPOMA

Onpenenenue

ConurapHas orpaHHYEHHAsi HEBpOMa — JJ0OpOKa4e€CTBEHHOE, YaCTO KOXKHOE
Y3JI0BaTOE pa3pacTaHre HEPBHBIX BOJOKOH C MpeodiialaHieM MIBAaHHOBCKUX KIle-
TOK HaJ] aKCOHaMH, C IPEIPACIOIOKEHHOCTBIO K JIOKAIN3AIUHU Ha JIMLIE.

Koauposanue no MKB-O (ICD-0)

9570/0 ConurapHasi orpaHHYEHHAs! HEBPOMA.

KoaupoBanue no MKB-11

2F24 n XH90Y 8 JloOpokayecTBeHHbBIE KOXKHbIE HOBOOOpa30BaHUs HEPBHOTO
MIPOUCXOKICHHS HITH 0007104KM HepBa 1 ConuTapHas orpaHHYeHHAas HEBpOMa.

CasizaHHas TEPMUHOJIOTHSI

Honycmumo ynompebnenue mepmunos.: TaTUCAJHAs WHKAIICYIAPOBAHHASL
HEBpOMa; TIalicaHas U MHKAICYJIMPOBaHHAs HEBpOMA.

IMoaTun(wr)

ITnexcudopmHas conuTapHas OrpaHUUEHHAsE HEBpOMa.

Jlokanuszanus

IIpumepro 90 % conuTapHBIX OTPAHUYCHHBIX HEBPOM PACIONOKEHBI Ha
KOXe JIdIa, 0COOEHHO Ha HOcy, JIOy W ry0aXx. MHOTHE MOpakeHHs BO3HHUKAIOT
BOJIM3H KOYKHO-CITM3UCTBIX COCMHEHHH WM JIaKe TIOPAXKAIOT CIM3UCTYIO0 000104~
Ky MOJIOCTH pra (MOCIeTHsISI PE/ICTaBIsAET COO0H Hanboee pacpoCTpaHEHHbBIN
HEKOXHBIN y4acTOK).

Kiannuveckue npuzHaku

ConurapHas OrpaHUYEHHAs HEBPOMa OOBIYHO MPOSBIISLETCS B BUIIE MEIJICH-
HO PacTylIero, IIOTHOTO, 0e3007e3HEHHOr0, OTPAaHWIEHHOTO KOXKHOTO Y3elKa.
Oma mpexcTaBiseT co0oil B OCHOBHOM OJMHOYHOE 00pa30BaHUEe, HO COOOILIAIOCh
0 penKuX MpUMepax MHOKECTBEHHBIX COJMTAPHBIX OIPAaHUYEHHBIX HEBPOM 0e3
IIPU3HAKOB KaKOr0-TMOO0 COMYyTCTBYIOLIEr0 CUCTEMHOIO 3a00JIeBaHHUsI.

41



SnuIeMnoJI0Tus

ConurapHasi OrpaHMYeHHass HEBpoMa HamOoJee YacTo BCTpeYaeTcsl Ha
MATOM—CEJIbMOM JIECSTUIICTUSX KU3HH, HO MOXKET BO3HUKHYTbH Y MallCHTOB JIIO-
6oro Bo3pacta. HeT HUKaKKX MOJIOBBIX MPEAPACIOIOKEHHOCTEH.

ITHOJOTHA

HewussectHa.

IlaTorene3

ConurapHasl orpaHHYeHHAas HEBpOMa — I00pOKaYeCTBEHHAs OITyXOJIb HEPB-
HBIX BOJIOKOH, KOTOpasi MEAJICHHO pacTeT B TEUEHHE MHOTHUX JIET U He CBs3aHa C
TpPaBMOW.

MakpocKkonu4ecKHii BU

ConurapHasi orpaHHYeHHass HEBpOMa OOBIYHO MPOSIBISIETCS B BUJIE TTAITYIIBI
TEJIECHOTO LIB€Ta MeHee | ¢M B auaMeTpe. DTO y3el0K C JepMajlbHOIl OCHOBOI,
C TUIOTHOM OJICIHO-CEPO MOBEPXHOCTHIO Cpe3a.

T'ucronarosiorus

ConurapHas orpaHM4YeHHas HEBpOMa — YETKO O4YEepUEHHas OIIyXOjb, BO3-
HUKAIOIAsl B JIEpME, COCTOSILAsi U3 BEPETEHOOOPA3HBIX KJIETOK C BOJIHUCTHIMU
sapamMu Ha ()OHe THATMHU3UPOBAHHOTO KoutareHa. Kiletku yacto 06pa3yroT Xopo-
110 Pa3BUTHIC MTyYKH, XapaKTEPHO HAJIMYME MECTAMH SAEPHOTO MaIuCcaaa BHYTPU
omyxonu (puc. 34). O6pa3oBaHHEe MOKET OKpYyKaTh TOHKas puOpo3Has Karcyia
HEPUHEBPAILHOTO NPOUCXOXKICHUS, HO Ha IIOBEPXHOCTHOM YPOBHE OHA HEPEIKO
HeroyHas. YacToil HaxoAKo# sBiseTcss apTU(HUIMATBLHOE PACHICIUICHUE MEXIy
OIyX0Jb0 U AepMoil (puc. 35). MHorna MoxxeT HaOMOAAThCsl PACIPOCTPAHCHUE
OITyXOJIM B NMOJKOKHYIO KieTdarky. L{uTosorudeckas aTumnus OTCyTCTBYET, & MHU-
TO3bI HE OIPEAENSIOTCA. B OTHENBHBIX Cllydasx HaOMIONAIUCh JereHepaTUBHbIC
sIIEpHBIE M3MEHEHMS WJIM 04arosas 3MUTEIHMONIHAS LUTOIOTHs. Brimenexammit
snuaepMHUC 00BIYHO HOPMaJIbHBIA WIIM MCTOHYEHHBIH. BepereHooOpasHbie KieT-
KM BbIpakeHHO W auddy3Ho nonoxkuterabubl Ha S100 (puc. 36). OkpamiuBanue
NFP 00b14HO HACHTHQHULIMPYET HATHYUE HEOOIBIINX HEPBHBIX BOJOKOH BHYTPHU
omyxonu. [lepuHeBpranbHBIE KIETKU B KalCylle OKpamnBaoT Ha Hanuane EMA,
kiaayauHa-1 u GLUTIL. MHorpa comurapHble OrpaHUYEHHBIE HEBPOMBI MOTYT
HUMETh MHOTOY3JIOBOM HJIH TUIEKCU(OPMHBIN XapakTep pocTa.
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Puc. 34. OObI4HBIC BEPETEHOOOPA3HbIC KIETKH C 0YaroBBIM YaCTOKOJIOM, PACIIOIOKEHHbIC B
(hubpo3HOIi cTpoMe (BUIHBI IIPU OOJIBIIOM YBEITHICHHH )

Puc. 35. OnyxoneBblii y3eJI0K B iepMe ¢ apTHOUINAIBHON IIEIbI0 10 Kparo



Puc. 36. OmyxoneBble IIBAHHOBCKHE KJIETKHU, TH(MPy3HO mooxuTenbHbre Ha S100

IuTonorus

TonkourosibHast OMOTICHS CONUTAPHON ONPAaHHYEHHON HEBPOMBI IEMOHCTPH-
pyeT MaJOKJICTOYHBIN MATTePH U3 HECTEIM(PUIECKUX BEPETEHOOOPa3HBIX KIETOK.

MoJiekynsipHasi ITHATHOCTHKA

Huxakux AuarHoCTHIeCKUX MOJEKYISIPHBIX HAXOIOK OMUCAHO He OBLIO.

OcHOBHBIE U :KeJIaTeJIbHbIe JHATHOCTHYECKHE KPUTEePUH

OrpaHu4yeHHOEe KOKHOE TIOPAKEHUE, COCTOSIIee 3 HEPBHBIX BOJIOKOH, 0O-
raTbiX MyYKaMH IIBAHHOBCKHUX KJIETOK, C HAJIMYMEM WJIM OTCYTCTBHEM YaCTHYHOMN
MHKAICYJISAIUK; OYaroBbIi majucag u aprudunmaibHoe pacuierieane; S100-
MO3UTHUBHOE M ouyaroBoe okpammBanue NFP; nepudepuyeckas karcysia nogyep-
KrBaeTcs nepuHeBpanbHbIMu Mapkepamu (EMA, GLUT1).

CragupoBaHue

He umMeet kmuHUYECKOrO 3HAYECHUS.

IIpornos

ConurapHasi OrpaHHYeHHas HEBpOMa — JOOpPOKaYeCTBEHHAs OITyXOJb,
HE CIIOCOOHAsi K METaCTa3UPOBAHMUIO.
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SKTOIMNYECKASA MEHUHTUOMA
N MEHUHT OTEJIMAJIBHAS TAMAPTOMA

Onpenenenue

OKTonMYeckas MEHMHTHOMa — MCHHHTOTEIHAIbHOE HOBOOOpa3OBaHME,
BO3HHUKAIOIIEE MOJHOCTBIO 32 MpeeiaMi BHYTPHUSPEITHON W HHTPACITHHATEHON
nosiocTeil. MeHHHroTeMabHasi raMapToMa IPEACTABISET COOOH OCTaTKH 3M-
OpHOHAIBHBIX CTPYKTYP U COCTOMT M3 HEOIYXOJIEBBIX apaxHOMIAIBHBIX KIETOK.
B o6oux ciyuasx cBsa3b ¢ [IIHC nomkHa ObITh HCKIIIOUEHA.

Koauposanue no MKB-O (ICD-0)

9530/0 Menunrunoma Hecrieuuduurpoannas (BAY).

KoaupoBanue no MKB-11

2A01.0Z Omnyxonu MEHUHI€albHOI 000I0YKH HEYTOUHEHHBIE.

Casi3aHHas TEPMUHOJIOTHSI

Honycmumo ynompebnenue mepmunog: SKCTpaaypallbHas, >KCTpaKpaHU-
aJbHas/PKCTpacIMHAIbHAS, YKCTPaHEBPAKCHAIBbHAS, TeTePOTONNIECKast, KOKHas,
CBOJIa Yepera WM BHYTPUKOCTHASI MCHHHTHOMA; MCHUHIOTEIIHAIIBHAS XOPHCTOMA;
PYAMMEHTapHOE MEHUHTOIIENEe; N30IMPOBAaHHOE MEHHHTOLIEIe; MEHUHT OTEITNAIIb-
HBIC OCTATK{; MCHUHTOTEINAJIbHAS] TeTEePOTOITHS.

IMoaTun(wr)

Her.

Jlokanuszanus

Bonee 90 % SKTONMMYECKUX MEHUHIMOM JIOKAIU3YIOTCS B OOJIACTH TOJIOBBI
n men. OpOuTanbHBle BapHaHTHl HE MMEIOT JypallbHOTO coenuHeHus. [pyrue
JIOKAJM3AIUK BKJIOYAIOT Yeperl, HOCOIIOTKY, POTOINIOTKY, JIETKHE, CPelocTe-
HHe, CpeJHee YXO, BOJOCHCTYIO YacTh TOJIOBBI, OKOJOYLIHYIO JKeJe3y W MIEIO.
MeHHHTrOoTeHaIbHAS TAMaPTOMa Yallle BCETro NMPOSBISICTCS B BUJIC OANHOYHBIX 00-
pa30BaHUi HA BOJIOCHUCTOM YaCTH TOJIOBBI, OOBIYHO B 3aThUIOYHO# 0OnacTu. Takxke
OBUIM ONMUCAHBI CIyYau JOKATNU3ALUHN B JIETKUX (MCHHHIOTCIIHOIION00HBIC Y3€IIKH)
1 MUM(paTHYSCKHX y3IIax.

Kannudyeckue Npu3HaAKu

[Ipu3HaKu ¥ CUMIITOMBI SKTONIMYECKUX MEHWHTHOM CHIIBHO Pa3InYaroTcs,
IpY 9TOM HauboJyiee PaclpOCTPAHCHHON KapTHHOH sBisercst 6e300sie3HEHHOE,
MEJIJICHHO pacTyiiee o0pa3oBaHie. MEHUHTOTEIMAIbHAS TaMapToMa OOBIYHO 00-
Hapy>XMBaeTCs B BUJC CIIy4aifHOro 0Opa30BaHMS Ha BOJOCHCTOH YacTH TOJIOBBI,
MHOT/IA C OONBICEHHEM W/UIH O0JIE3HEHHOCTHIO.

nueMuoJI0rus

DKTONHYeCKHe MEHHHTHOMBI BCTPEUAIOTCs penko. B omHoM 00630pe oHH co-
CTaBIISUTH OKOJIO 6 % BCeX pe3elMPOBAHHBIX MCHHHTUOM M OBUIH IPEACTABICHBI
B I00OM BO3pacTe, ¢ OMMONAIBHBIMUA MTUKAMH Ha BTOPOM AECATHIETHH YKH3HU
U Ha MATOM—CeIbMOM JecsaTuierusix. Habmroganocs Hebonbiioe npeobnaganue
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KCHIIMH. MEHUHIOTeIMalIbHBIE FAMapTOMbl OOBIYHO OOHAPYKUBAIOTCA Y HOBO-
POXACHHBIX WIH TPYAHBIX AeTeld M He UMEIOT M3BECTHOU TOJIOBOM MM pacoBOM
IIPEeIPACIIONOKEHHOCTH.

ITHONOTHS

JUJIs1 SKTONMYECKUX MEHUHTHOM OBUIM BBIIBHUHYTHI 4 THCTOTEHETHYECKHE
THIIOTE3bI: 00pa3oBaHHe W3 MEHHHTOTEIHATbHBIX KIIETOK, IEPEHOCHUMBIX BIOIb
HEPBHBIX 000JIOUEK, BBIXOIALINX U3 Uepelna WK MO3BOHOYHOIO CT0JI0a; U3 3KTO-
MMUYECKUX apaXHOMJANBHBIX KJIETOK; U3 MEHHHIOTEIHAIbHBIX KJIETOK, CMEIICH-
HBIX BO BpeMs TPaBMbI; U3 ITIOPUIIOTECHTHBIX ME3CHXMMAJIBHBIX KJIETOK, CIOCO0-
HBIX TIOJBEPTaThCsl MEHWHIOTENUATBHON Au(pGEepeHIHPOBKEe WM MeTarula3uu.
MeHUHTOTeInaIbHBIE TAMAPTOMbI BOJIOCUCTOM YacTH TOJIOBBI CYMTAIOTCS I1aTore-
HETUYECKH CBSI3aHHBIMU C MEHUHTOKOKKaMH 1 MEHHHT09HIIe(haIOKOKKaMH, HO Oe3
BHYTpHUEPEITHOI CBsI3H. B Apyrux Mecrax OHU 4acToO HOCAT CIIydaifHbIN XapakTep,
BO3MO)KHO, ITPEJICTABIISA 3KTONMNYECKUE OCTATKU MIIM METaljIacTUUYeCKue MECHUH-
TOTEJIMONOI00HbIE KICTKH (HallpUMep, JIETOUHBIE Y3EIIKH).

IlaTorenes

MornexyisipHble UCCIEI0BAHUS OTCYTCTBYIOT, HO B OZIHOM Cilydae HaOmioze-
HUSI HHTPAHOJAJIBLHBIN OCTATOK y ManueHTa ¢ cunapomom Cowden KOCBEHHO ObLT
cBsa3aH ¢ reHoM PTEN.

Maxkpockonuyeckuii BUA

DKTONMMYeCcKre MEHUHTHOMBI ITOX0KHU Ha cBou anasioru B [{THC, 3a uckitoue-
HUeM OoJblleil HHBa3UBHOCTHU. L[BeT M KOHCHCTEHIHUS 3aBUCAT OT KIETOYHOCTH,
00pa3oBaHUs KOJUIAr€Ha U CTEIEHH 3JI0KaueCTBEHHOCTH OILyXOJIM, HO Haubonee
pacrpoCTpaHeH BHJ| TaCTHYHOMN JKEJITOBATO-0ETI0H MacChl. MEHHHIMOMBI CBOJIA
gepera, Kak IpaBUiIo, TUIIEPOCTO3HbIE. 'aMapTOMBI IIPEACTABIAIOT COOOH OUHOU-
HBIE y3€JKH, OJISIIIKHI WK T'yOuaThle KeNTo-cepble, KpacHbIe WM TEJIECHOTO [IBETa
00pa30BaHUs B KOXKE U/MIIM IOIKOXKHOH KJIeT4aTKe BOJIOCHCTOH 4acTH TONOBBI.

I'ncronarosiorus

IIpu SKTONMUECKNX MEHHMHI'MOMAaX HaOIOIaeTCsl TaKOH JKe Tnana3oH rucTo-
JIOTHYECKUX MPOSIBJICHUH M CTEIEHHU 3JI0Ka4eCTBEHHOCTH, KaK IPU MHTPAaKpaHH-
aJIBHBIX, XOTS JI00pPOKaYeCTBEHHBIE MEHUHTOTEIIMAIBHBIC OIyXOJINW BCTPEUAIOTCS
qare. ['aMapToMBl BOJIOCHCTON YacTH TOJIOBBI OOBIYHO HMEIOT ILEeNIeBHIHBIE TIPO-
CTPaHCTBa, HaTIOMHUHAIOIIKE TUMdaTHuecKkue cocyabl. OJHAKO OHH BHICTIIAHBI Me-
HUHTOTEITHALHBIME (& HE SHIO0TEIHAIbHBIMI) KileTkamu (puc. 37). Taxxke MoryT
BCTpPEYaThCs XOPOIIO C(HOPMUPOBAHHBIE MEHHHTOTEIMAIBHBIC KIIACTEPBI KIETOK U
rcaMMoMHbIe TenbIa (puc. 38). OOBIYHO BBICOKOYYBCTBHUTEIBHBIC U CIICITUPHUHBIC
MMMYHOTHCTOXHMHYECKHUE MapKepbl OTCYTCTBYIOT. Yalle npu AMAarHOCTHKE HC-
CJIETyIOT COBMECTHYIO dKCTIpeccuio BuMeHTnHa, EMA u mporectepona (puc. 39).
Bonee HoBbI Mapkep, SSTR2A, MOXeT 3KCIIPECCUPOBATHCS B JIETOYHBIX MEHHH-
TOTENTMONIONOOHBIX y3elnKkax. MEeHHHIHOMBI MOTYT OBITh NMO3UTHBHBI K P63, XOTS
OH HE TO3BOJISIET JIOCTOBEPHO OTIAMYHUTD HX OT IUTEIHAIBHBIX HOBOOOPa30BaHUH.
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YJ'IBTpaCprKTypHO MCHHUHI'MOMBI COIACPIKAT MEPEKPhIBAIOIIUECA HUTOILIa3MaThu-
YECKHUE OTPOCTKHU, HATOMUHAIOIINE B3AaNMOCBA3aHHBIC KYCOYKN MO3anKH, a TAKKE
JACCMOCOMBI 1 IPYTUEC MEKKIICTOUYHBIC COCAUHCHUS.

Puc. 37. llleneBuaHbIe MPOCTPAHCTBA, HATOMIHAOIINE JTUM(ATHUECKUE COCY/IBI, BBICTIAHHBIC
MEHHMHTOTEIHAIBHBIMH KICTKAMH

Puc. 38. MeHUHTOTEIHATbHAS ramMapToMa BOJIOCHCTOM YaCTH TOJIOBBI
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Puc. 39. Dxronnyeckas (MEHUHIOTEIHAIIbHAS) MEHHHTHOMA:
a — NHOUIBTPUPYIOLLAs OITYXO0JIb Ha MaJIOM YBEJIHUYCHHHU; O — Ha OONBIIOM YBEIHICHUH OIy-
XOJICBBIE KJICTKH C CHHIMTHAJIBHOM IMTOIUIA3MOIl W BE3HKYISPHBIMH SIpaMu; MOPQOIIOrus,
HAIIOMUHAIOI[Asi MCHHUHTHOMY; 6 — OIyXOJieBble KieTku auddysHo sxcrpeccupyror EMA

Iuronorus

Luronornueckre 0COOEHHOCTH SKTONMMYECKUX MOPAKESHUH MEHHHTOTEIHS
HAIMOMHHAIOT TaKOBbIe Y UX aHanoros B [{THC.

MoJiekyasipHasi IMATHOCTHKA

He nMeeT KIMHUYECKOTO 3HAYCHUSI.

OCHOBHBIE H KeJIaTeJbHbIe AUATHOCTUYECKHEe KPUTEPUHT

MEHHUHTOTETHATbHBIA  OCTATOK WM HOBOOOPa30BaHHE, PACIOIOKEHHOES
norHOCThIO BHE [{HC 1 He mMerolee CBS3H ¢ HEM.

CragupoBaHue

He nmeeT KIMHUYECKOTO 3HAYESHUSL.

IIpornos

Kak u B ciyyae ¢ IpyruMH MEHHHTHOMAaMH, CTENEHBb OIMyXOJH H 00BeM
PE3EKINH UIPAIOT BAKHYIO MPOTHOCTHYECKYIO posib. YacToTa pPeIuIMBOB MpU
BHYTPUKOCTHOM ITOPayKEHUH OCHOBAHHSI Yeperia BIIIE, YeM IIPH MOPaKEHUH CBOJIA
yepena. OTaaneHHbIe MeTacTa3bl ObUIN 3apPErHCTPUPOBAHBI IPUMEPHO B 6 % ciry-
4yaeB, MIABHBIM 00pa3oM IPU aHAIJIACTHYECKUX (3JI0KAYCCTBCHHBIX) BapHAHTAaX.
T'aMapTOMbI OOBIYHO M3JICIMBAIOTCS TONBKO XHPYPIHISCKUM MYTEM, PEIHIHBUDY-
10T PEKO.
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JOBPOKAYECTBEHHASA TPUTOHOBA OITYXOJIb /
HEPBHO-MBIIIEYHAS XOPUCTOMA

Onpenenenue

JloOpokadyecTBeHHAs: TPUTOHOBA OITyXOJIb / HEPBHO-MBIIIEUHAsT XOPUCTOMA
MIPE/ICTaBISIET cOOOH IKCIIAHCHBHOE MHTPAaHEBPAILHOE 00pa30BaHUe, XapaKTepH-
3yIOIIEECs] COBMECTHBIM PACIIOJIOKEHUEM 3PEJIbIX CKEJIECTHBIX MBI U HEPBHBIX
BOJIOKOH BHYTPH 3HJIOHEBPUSI.

Konuposanue no MKB-O (ICD-0O)

Her.

Konuposanue no MKb-11

Her.

Cpsi3aHHasl TEPMUHOJIOTUS

Honycmumo ynompebnenue mepmunog: TOOPOKadeCTBEHHAs TPHTOHOBA
OITyX0JIb; HEPBHO-MBIILIEYHAS FaMapToMa; paboMHOMa HepBa; pabIoMUOMa/X0pU-
CTOMa; HKTOME3CHXMMaJIbHAs raMapToMa.

ToaTrn(er)

Her.

Jlokanu3zanus

Knaccrueckue ciydan 3aTpariuBaroT KpyIHbIE HEPBBI HIIH CIUIETESHHUS, O0JIb-
LIMHCTBO M3 KOTOPBIX CBSA3aHBI TOJIBKO C CEAAIHIIHBIM HEPBOM U IIJICYEBBIM CILIC-
TEHHEM, XOTs TakKe COOOIIaIoch 0 MpuMepax IMOpaKeHUs! YePeIHO-MO3TOBBIX 1
BHYTPHOPOUTAIILHBIX HEPBOB.

Kiannuveckue npuzHaku

TTanueHTs! YaIe BCero »KalyloTcsl Ha IPOrpecCUpyIOLLyIo O0Ib WK NIPU3HAa-
K1 iepu)epruuecKoi HeBponaTuu/miekconarii. MokeT HaOIraaThes aTpodust mo-
paKEeHHON KOHEUHOCTH, & TaK)Ke BTOPUYHBIN JIECMOMIHBIH (puOpomaro3 (HEpBHO-
MBIIIeyHast xoprcToMa-pudpomaros) B 80 % ciydaeB, mpuueM TOCIETHHN BbI-
sIBIISIETC B OCHOBHOM rociie Ouoricun. Ha MPT HepBHO-MbIIIEYHAss XOpHUCTOMA
XapakTepu3yeTcsl CUTHalaMu, B3BemeHHbIMA 10 T1 u T2, aHanorugHeIMH CHUT-
HaJlaM COCEJHHMX CKEJICTHBIX MBIIIL, 0e3 MeK(pacluaibHOrO KHpa (B OTIHYUE OT
(buOPOIMIIOMATO3HOM raMapTOMBI) B ¢ MUHUMAaJIbHBIM KOHTPACTHBIM YCHIICHHEM.
Hanporus, xorna pazsBuBaercs GUOpOMAaTO3HBIN KOMIIOHEHT, OH OTIIMYAETCS CUT-
HaJaM¥ MOHIKEHHONW MHTeHCHBHOCTH 110 T1 n T2 1o cpaBHEHUIO C MBIIIIEYHBIMH.
WurepecHo, uto 0630p MPT-XxapakTepucTHK B OAHOM HCCIIE0BAaHUU IIOKA3aJll, YTO
10 5 % cropaauueckux J1eCMOUOB, aCCOLIMUPOBAHHBIX C KOHEYHOCTSIMHU, UME-
IOT B KQUECTBE IMPEICCTBEHHUKA CKPBITYIO HEPBHO-MBIIICYHYIO XOPUCTOMY. DTO
MIPUBEJIO K MPEIIONIOKEHNI0, YTO KOMOMHALIMS HEPBHO-MBIIIEYHOW XOPUCTOMBI U
¢dbubpomarosa B HaCTOSIIIEE BPEMs IUArHOCTUPYETCS HEAOCTATOUHO.
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SnuIeMnoJI0Tus

HepBHO-MBIIIeUHAsT XOPHCTOMA SIBIISIETCS] UPE3BBIYAIHO PEIKHM 3a00JeBa-
HHUEM, 0 KOTopoM coodiaercs B 40—50 ciryyasix, B 3aBUCUMOCTH OT KauecTBa Jiuar-
HOCTHKH. OHa MPOSIBIISIETCS B OCHOBHOM B MJIAJICHUECTBE HIIM JAETCKOM BO3pacTe,
X0Tsl HaOJoanace u 'y B3pocibix. [IpencraButenin 000MX MOJIOB MPEICTABICHBI
IPUMEPHO OPOBHY.

THOJOTHA

OmyOnKOBaHHBIE STHOIOTMYECKUE THIOTE3bl BKIIOYAId TaMapTOMaTO3HOE
pa3pacTaHue MBIIICYHBIX BEPETEH, Pa3BUBAIOIICECS TIOPAKECHUE C MHTPAHEBPAIb-
HBIM 3aXBaTOM CKEJIETHBIX MBIIII BO BpeMsI SMOPHOTeHE3a, MHOTEHHYIO MeTarlia-
3HI0 JIEMEHTOB 000JIOUKH HEepBa U J100POKAuYECTBEHHOE HHTPAHEBPAIbHOE HOBO-
oOpasoBanue (pabmpoMuoMa).

IlaTorene3

XoTsl Ha CErOAHSIIHUN JIeHb WCCIEAOBAHUS OrPAaHUUYEHBI, B OOJNBIINHCTBE
CIly4aeB HEPBHO-MBIIICYHOH XOPUCTOMBI M HEPBHO-MBIIICYHOW XOPHCTOMBI-
(dubpomaroza oOHapyxuBaroTcst myTtanuu B 3k30He 3 CTNNBI1 (p.Thr41Ala u
p-Ser45Phe), ananorn4yHble TAKOBBIM IPU CIIOPAIUYECKUX IECMOUIAX; BO3MOKHO,
9TO OTpaXkaeT COMAaTHYECKUI MO3aNIIN3M MalUeHTA.

MakpocKkonu4ecKHii BU

Tunu9IHBIM SBISIETCS BEPETEHOBHUIHOE PACIIMpPEHHE HEpBa ¢ MyIbTHdAc-
LUKYJISIPHBIM BOBJIeUeHHEM. Ha MOBEpXHOCTH pa3pe3a 4acTh HEPBHBIX ITyYKOB
BBIIVISIIUT MSICUCTO-KPACHOM, KaK CKEJIETHBIE MBI VIHTpaonepannonHas CTH-
MYJISLHUS TIOPAYKEHHOTO HEPBa BBI3BIBACT COKPAILICHNE HE TOJILKO HHHEPBUPYEMOM
MBIIIIIBI, HO ¥ aHOMAJIBHOTO HepBa. O4aru necMouIHoro hudpomarosa, Korna OHU
MIPUCYTCTBYIOT, B 3HAYUTEIBHOM CTENICHN UJICHTUYHBI CBOMM CIIOPAANYECKUM aHa-
Joram.

T'ucronarosiorus

BecnopsimouHble MyYKH 3pesbIX CKEIETHBIX MBIIII] C TTOTIEPEYHOH HcuepUeH-
HOCTBIO PacIoOKEHbl MEXK/ly MHTPAHEBPAIbHBIMU AJIEMEHTAMH, U3pENIKa BCTPe-
YalluCh M TJIaJKOMBbIIICUHbIe 3MeMeHThl (puc. 40). B HEKOTOPBIX MOPaXKEHHBIX
YEepEeIHO-MO3TOBBIX HEpPBaX OOHApY)KUBAJACh TAKXKE JKUPOBasi TKaHb, XOTS 3TO,
BEPOSITHO, MTPEACTABISIET COOOH NPYTyIO HO30JIOTHIO. UTO KacaeTcss HIMMYHOTHUCTO-
XMMHUH, TO MHOTEHHBII KOMIIOHEHT 3KCIIPECCUPYET MapKephl 3PENbIX CKEJIETHBIX
MBI, BKJToUast AecMuH. OcTarouHsiii HepB BKimodaeT NFP-onoxurensHbIe ak-
COHBI, OKpykeHHbIE S100-10JI0KUTEIBHBIMU IBAHHOBCKMMU KJIeTKaMu (puc. 41).
WHuTpaneBpaibHOE PacTIONOKEHHE MIOITUTOB BU3YaIH3UPYyeTCs ¢ ToMOoIIbio EMA,
KOTOPBII OAYEPKUBAET IEPUHEBPHHA, OKPYKAIOIINI OTIEIbHbIE TyUYKH. S nepHbIi
B-catenin MoxeT OBITH OOHAPY)KEH B YaCTH KaK HEPBHBIX, TAK U MHOTCHHBIX KIie-
TOK BHYTPH HEPBHO-MBIIIEYHOH XOPUCTOMBI, & TaK)KE B COCETHMX KOMIIOHEHTaX
(hubpomarosa, Korjia OH MPUCYTCTBYET.
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Puc. 40. Ha nonepedHoM pa3pese MydKH I10HNEpPEeYHOI0N0CAThIX MBIIICYHBIX BOJIOKOH U HEPB-
HbIC BOJIOKHA B OJTHON NepUMH3HaIbHON GpUuOpO3HOit 060104Ke
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Puc. 41. Bokpyr Imy4koB IONEPEYHONOIOCATHIX MBIMIEUHBIX BOJIOKOH S100-monoxxuresnbHoe
OKpAIlIMBaHUE HEPBHBIX KJIETOK

IuTtosorus

Jlo HacTosIIero BpeMeHH He U3y4Janach.

MoJiekynsipHasi JTHATHOCTHKA

Hanuuune myrtanuit B a3x300e 3 CTNNBI1 (p.Thr41Ala u p.Ser45Phe) noa-
TBEP)KAAET IMarHo3 HEPBHO-MBIIIEYHOH XOPUCTOMBI C aCCOLIMUPOBAHHBIM JIECMO-
UAHBIM (PUOPOMATO30M MK O€3 HEero.

OcHoOBHBIE U KeJIaTeJIbHbIe UATHOCTHYECKHE KPUTEePUH

Kitetkn ckeneTHO# MBIIIEYHON TKAHU PACIIONOKEHBI MEXKTy HHTPAHEBPAITh-
HBIMH 3JIEMEHTaMHU; IMMYHOTUCTOXHMUYECKOE BBISBICHUE 000MX dHJIOHEBpHUAIIb-
HBIX MBIIIEYHBIX H HEBPAJIBHBIX JIEMEHTOB; HHTAaKTHOE OKPY>KEHUE TIEPUHEBPHEM
WH/IMBUAYAIIBHBIX [TyYKOB; HAJIMYKE AJIEPHON dKcIpeccuu B-catenin gubo0 TOJIBKO
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B HEPBHO-MBIIIIEYHOH XOPHUCTOME, TNOO B HEPBHO-MBIIICYHON XOpHCTOME-(PHOPO-
Marose.

CragupoBaHue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

IockonbKy 3TH TOBpEXICHHUS OOBIYHO 3aTPAarvBalOT KPYIHBIE (QYHKIHO-
HaJBHBIC HEPBBI, TOYHAsS WHTPAONCPAIMOHHAS HArHOCTHKA HMMEET pellaroIee
3HAYEHHE Ul MPEeJOTBPAILEHHs Ype3MEPHO arpecCHBHOTO TOX0Ia. XOTs 00po-
Ka4eCTBCHHAs OIyXOJb TPUTOHA / HEPBHO-MBIIICYHAsT XOPHCTOMA CYUTACTCS J0-
OpOKa4YeCTBEHHOM, 4YacTO HAOIIOIACTCs Pa3BUTHE JECMOUIHOTO (GubOpoMarosa
(B OCHOBHOM MOCJICONEPALIOHHOIO), HACHTHYHOIO TOMY, KOTODBIN HaOIronaeT-
csl y CIOPaAnvecKuX aHaJoToB THX mopakeHui. [Ipennonaraercs, yro TpaBma /
XHPYPruuecKkoe BMEUIATeNIbCTBO CTUMYIIUpPYET puoOpodnacTsl/MruopuOpod1acTsl C
mytaieit CTNNB1 k oOpa3oBanuio (pubpomaro3a AeCMOHMIHOTO THITA, CXOHO-
TO C TeM, KOTOpHBIil 00pa3syercs mocie abIOMUHAIBHON ONepalyy y NanueHTOB ¢
cunnpomom [apanepa. K coxaneHnio, HEpBHO-MBIIIEYHAST XOpUCTOMa-PrOpoMa-
TO3 4acTo TPeOyeT paJUKaIbHON PE3eKIMN WITH aMITyTallui KOHEYHOCTH. I10 310
NPUYUHE IS TTAIMEHTOB C KIACCHYECKUMH KIMHUYECKUMU U PEHTICHOJIOTHYe-
CKUMH IIPU3HAKaMU ObUI PEKOMEHI0BaH O€CKOHTAKTHBIN noaxos. Takxke coodmia-
JIOCh O PEIKUX MPUMEpax perpecCHy HEPBHO-MBIILIEYHOH XOpUCTOMBI. st yera-
HOBJICHHS JIONTOCPOYHOTO TIPOTHO3a HEOOXOIMMO JIOIOIHUTEIFHOE HAOMIOICHHE.

I'MBPUJIHAA OITYXOJb OBOJTOYKH HEPBA

Onpenenenue

I'uOpunHble OImyXoau OOOJOYKU HEepBa — JO0OPOKAUCCTBEHHBIE OITYXOJIH
000JI0YKH TIepru(eprIIecKoro HepBa ¢ COYETaHHEM MPU3HAKOB Oojiee YeM OJHOTO
o0bI4HOrO THINA (Helipodudpoma, HIBaHHOMA, IIEPUHEBPHOMA).

KoaupoBanue no MKB-O (ICD-0)

9563/0 I'ubpuaHas omyxoiib 000JI0YKH HEPBa.

KoaupoBanue no MKB-11

2F24 u XHO01GO J{oOpokayecTBeHHbIE HOBOOOPA30BAHUS KOXKM HEPBHOTO
MIPOMCXOXKICHUS MIIH 000JIOUKN HepBa U [ MOpHaHAS OMyXO0Jb 000I0YKH HEpPBa.

Casi3aHHas1 TEPMUHOJIOTHSI

Jonycmumo ynompebnenue mepmuna: NTOOPOKadeCTBEHHAs OIMYXOib 000-
Jouku HepBa HecnenuunuposanHas (BY).

IMoaTun(wr)

IlepuneBpuoma/mBaHHOMa; LIBaHHOMa/HeHpopuOpoma; mnepuHeBprUoMa/
Heitpodudpoma.
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Jlokaausanus

Jns omyxornel XapakTepHO MIMPOKOE aHATOMHYECKOE PacIpOCTpaHEHHE B
COMATHYECKUX MSTKUX TKAHSX, Yallle BCEro BCTPEYAIOTCS B JCPME HMIIM MOIKOXK-
HOM KIeT4yaTke. Penkue ciyyan BOSHHUKHOBEHHS B UEPEITHO-MO3TOBBIX HEpBax.
Haubonee yacto perucrpupyemoe Mecto 00pa3oBaHUsi THOPUIHON MIBAHHOMBI /
PETUKYISPHOI IEPHHEBPUOMBI — Ha IMaJIbIIaX.

Kananyeckne npu3HaKku

Knuauueckast kapTHHA aHAJOTHYHA TAaKOBOW NPH JPYTHX JOOpOKaYeCcTBEH-
HBIX OIIyXOJISIX 000JI0UeK Nepudepudeckux HepBoB (Helipodhudpomax U IIBaHHO-
Max). [HOpuIHbIC OMyX0oJd OOOJIOUYKH HEepBa 4Yallle BCEro MPOSBISIOTCS B BHIC
6e3001e3HEHHBIX 00pa30BaHUM B IOJKOKHON KileTyaTke wiu aepme. [Ipu nopaxe-
HUH KPYIHBIX TTepu(epHuecKUX HEPBOB MM CTHHHOMO3TOBBIX HEPBOB, OITYXOJIH
MOTYT OBITb CBSI3aHbI C OOJIBIO UM HEBPOJIOTMUECKOI HEJOCTATOUHOCTHIO.

nueMuoJI0rus

TubpunHbie onyxoau 000IOYKM HEpBa BeTpevatoTcs peako. Haubonee pac-
MIPOCTPaHEHHBIMH TIPUMEPaMU SIBIISIOTCS OIYXOJH, IEMOHCTPHPYIONIHE THOPH/I-
HBIC IPU3HAKN [IBAHHOMBI U NEPUHEBPUOMBI, 32 KOTOPBIMH CICAYeT MMOpUaHas
[IBaHHOMa/HEHpOohHOpOMa. DTH OIMyXOJIM BCTPEUAOTCS B HMIMPOKOM BO3PACTHOM
Jana3oHe, ¢ MUKOM Y MOJIOZBIX JIIONEH M PaBHBIM PAcCHpeleseHUEM 110 IOJy.
T'uOpunHas nepuHeBprUOMa/HEHPOPHOpOMa BCTpeUaeTCsi KpaitHe PeIIKo.

JTHoJ0THA

I'mOpuaHas meprHEeBpHOMa/IIBAHHOMA BCTPEYAETCS CIOPAIMYECKH, TOTIa
Kak rudpuaHas HelipoguOpoma/mBaHHOMA TECHO CBA3aHa ¢ HelpopuOpoMaTozoM
1-ro ¥ 2-T0 THIIOB U IIBAHHOMATO30M. BBICOKast pacrpoCTpaHEHHOCTh THOPUIHOM
Mopdosoruu mBaHHOMBI/HEHPohHOpOoMBI Oblila OOHAPYKEHA B OIMYXOJAX Malu-
€HTOB cO IBaHHOMaTO30M (71 %), 4TO YacTO MPUBOAMIO K OIIMOOYHOMY JTHATHO-
3y HeiipoduOpombl. [uOpuaHas nepuHeBproMa/Helipodudpoma OblIa OnUcaHa B
CBsI3U C Helpodubpomaro3om 1-ro Turma.

IIaTorenes

Hewussecten.

MakpockonniecKuii BT

OOmMii BUJT TOX0XK Ha APYrHe 100pOKaYeCTBEHHBIC OMYXOJU 000JI0UCK Te-
pueprIecKUX HEPBOB. B 11e10M OIyX0JIH XOPOIIIO 0YEPUCHBI, C IFIOTHOH MOBEpX-
HOCTBIO Ha pazpese.

T'mcronarosnorus

I'uOpuaHas nepuHEBpHOMa/IIBAHHOMA IEMOHCTPHPYET MYapOBBI I ITyd-
KOBBIH POCT U OOBIYHO COCTOUT M3 INIOTHOI CMECH YepeayOIINXCs IIBAHHOBCKUX
KJIETOK C KPYIHBIMH SIIPAMH M 303MHO(DWIBHOHN IIUTOIIA3MON M TIEpUHEBPHAIIb-
HBIX KJIETOK C TOHKUMH SIIPAMHU U HEKHBIMH YIUTHHEHHBIMU IUTOTIa3MaTHYESCKH-
MU OTpocTKaMu. YacTo BBIIENSETCS KOMIIOHEHT MIBAaHHOBCKUX KIIETOK. OTyX0Iu
MOTYT UMETh JICTCHEPATHBHYIO SIICPHYIO aTUIUIO (CTapble U3MCHEHNUs ). MUTO3BI
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BCTpEYAIOTCA PeAKo. B OTHenbHBIX ciaydasx HaOmromaeTcst ABYXGasHbIM BUI U
JIOJBIATBIA XapakTep pocTa JIMOO ¢ OTAENbHBIMU [IBAHHOMATO3HBIMH U TIEPHHEB-
PHAIBHBIMU y3€JKaMH, JIMOO CO IIBAaHHOMATO3HBIMU Y3€JIKaMH, OKPY>KCHHBIMU
NIepUHEBPUATILHBIM KOMIIOHEHTOM C PETHKYJISIPHBIM THIIOM POCTa U MHKCOUTHOM
CTpOMOH. DTU J1Ba KOMIIOHEHTa MOTYT OBITb BBIAEIEHBI C IIOMOLIbIO UMMYHO-
rucroxuMuu:  S100-monoKuTeNpHBIE  IIBAaHHOBCKME  KieTkn U EMA-
[IOJIOXKUTEIbHbIE TIePUHEBPHAIbHBIE KICTKU. [IepuHeBpuaibHbIe KIETKH TaKKe
MOTYT OBITh IMMyHOpeakTUBHBIMU K claudin-1 m GLUTI.

I'uOpunHas mBaHHOMa/HepoduOpoMa COCTOUT U3 HIBAHHOMATO3HBIX Y3€ll-
KOB BHYTPH THUIIMYHOW B OCTAJLHOM HEHPOMUOPOMBI MM ITyYKOB PacCESHHBIX
IIBAHHOBCKUX KJIETOK Ha MHKCOUAHOM (oHe. OIMyXonHu MOTyT UMETh IUIEKCH-
(dhopMHYIO apxXuTekTypy. B y3moBoii mponmdepanyn IBaHHOBCKUX KIETOK MO-
JKeT HaOmonarbesi oOpasoBaHue Tenel Bepokau i mydkoBbIid pocT, a B HElpo-
(huOpoMaTo3HOM KOMIIOHEHTE BO3MOXKHBI MHUKCOWIHBIE M3MEHEHHs, KOJUIareHO-
BbI€ ITyYKU U CMEIIAHHBIN KJIETOYHBIN cocTaB. OIMyXolIu MOTYT COJEpKaTh 3aXBa-
genHble NFP-mo3ntuBHBIE akcoHBI. UIMMYHOOKpannBaHUe BRISIBIISIET CMEIIAHHYTO
HOMYJISILUIO KJIETOK B HeHpoduOpoMaTo3HOM KOMIIOHEHTe, BKIodas Gpuopobdia-
ctel (CD34), mBannosckue xietkn (S100 u SOX10), nepuHeBpHaIbHbBIE KIETKH
(EMA, claudin-1 u GLUT1) u MoHOMOpP(HBIE TOMY/ISALUY IIBAHHOBCKUX KJIETOK
B CONUIHBIX y3enkax (ompenernstorces quddysHoit sxenpeccueit S100 u SOX10)
(puc. 42).

Puc. 42. I'nbpunnas mBaHHOMa/Helpodubdpoma:
a — IIBaHHOBCKME y3elnKH Ha (oHe rekcudopMHON HeHpopuOpOMBI; 6 — IIBAHHOBCKHE
KJICTKH

Tubpunnas  nepuHEeBpHOMa/HeHpohuOpoMa  CONEPKHUT  IIICKCHPOPM-
Hyl0 HelpopubpoMy ¢ ydacTKaMu IEpUHEBpUaIbHOM auddepeHIupoBKy.
OTH 00JacTH YacTO PACIO3HAIOTCS TOJNBKO C IIOMOIIBIO MMMYHOTHCTOXUMHHU.
TTepuneBpromarosusie obnactu umMmyHono3utiuBHel K EMA, GLUTI u claudin-1,
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a obmactu HEHpOPUOPOMBI JIEMOHCTPUPYIOT CMEIIAHHYIO TOMYJSIHIO KIETOK,
BKIrogast pubdpodmactsl (CD34), mBannoBckue kinetku (S100 u SOX10) u nepu-
HeBpuanbHbie Kietkd (EMA, claudin-1 u GLUT1) (puc. 43).

Puc. 43. I'nbpuanas nepuHeBproMa/Heiipopudpoma:
@ — OTZEIBHBII y4acTOK ¢ MePHHEBPHOMATO3HBIM KOMIIOHEHTOM CBEpXy M 00NacTsIMHU Heipo-
(huOpoMbI o HUM; 6 — MEPHUHEBPUOMATO3HAS 00JIACTh HA OOJBILIEM YBEJTHYCHHHU; 6 — KIICTKH
C AJIMHHBIMH [UTOIUIa3MaTHYECKUMU OTPOCTKAMHU EPHHEBPHOMATO3HO# 001acTH; 2 — Hefpo-
(huOPOMaTO3HBIH KOMIIOHEHT Ha GOJIBIIEM YBEIHYCHHHU; O — BEPETEHOBU/IHBIC KJICTKH C BOJI-
HHUCTBIMH SIIPaMHU HEHpo(hrOPOMATO3HOTO KOMITIOHEHTA

InTonorus

He umeeT KIMHUYECKOTO 3HAYCHMSI.

MousiekyasipHasi JHATHOCTHKA

He umeeT KIMHUYECKOTO 3HAYCHMSI.

OcCHOBHBIE U KeJIaTe/IbHbIE TUATHOCTHYECKHE KPUTEPUH

CwMerniaHHbIe TPU3HAKY JIBYX THIIOB JOOPOKa4€CTBEHHBIX OMYyXO0Jei 000104~
KM HEepBa; COOTBETCTBYIOIIEE NMMYHOIHCTOXUMHUYECKOE OKPAIIUBAHUE JUIS KakK-
JIOTO KOMITOHEHTA.

CraaupoBanue

He umeeT KIMHUYECKOTO 3HAYCHMSI.

IIporuos

Onyxoiu JOOPOKa4eCTBEHHBI U PEIKO PEUUJINBUPYIOT JIOKAJIBHO.
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3JJOKAYECTBEHHAS OITYXOJIb
OBOJIOYKHU NEPU®EPUYECKOI'O HEPBA

Onpenenenue

300ITH — 310Ka4ecTBEHHAs! BEPETCHOKIIETOUHAs OIIYX0Jlb, YACTO BO3HHKA-
IomIas U3 nmepudepuIeckoro HepBa, U3 paHee CyIIEeCTBOBABIIEH T00pOKadeCTBEH-
HOI1 0ITyX0JI1 000JIOUKH HepBa WITH Y TAIIMCHTOB C Helipodudpomaro3om 1-ro Tuma
(NF1). ITpu oTCYTCTBHM 3TUX ITAPaMETPOB, 0COOCHHO MTPU CIIOPAJUICCKHUX OITYyXO0-
751X de NOVOo WIIM OIyXOJIsIX, CBI3AaHHBIX C JTy4eBOH Teparue, AMarHoCTHKA MOXKET
OBITH OoJiee CIIOKHOW M OCHOBAaHA HAa THCTOJOTHYECKUX W MMMYHOTHCTOXHUMH-
YeCKHX MPH3HAKAX, MOATBEPIKAAONINX IIBAHHOBCKYIO U (EpeHIIMPOBKY.

KoaupoBanue no MKB-O (ICD-0)

9540/3 3noxauecTBeHHasl OINYXOJIb OOOJIOUKH Iepudepuyeckoro Hepsa
Hecnenuduimposannas (BAY).

Konuposanue no MKb-11

2BSE u XH2XP8 3nmokadecTBeHHas! OIMyX0Jdb 000J0UKU MepupepudecKux
HEPBOB WJIM BEreTaTHBHOI HEPBHOI CHCTEMBI, IEPBUYHBIN OYar 1 3710Ka4yeCTBEH-
Hasl OIyX0JIb 000JIOUKH TIepUPEPUICCKUX HEPBOB

2BSE u XH4V81 3nokauecTBeHHas! OIyX0JIb 000JIOUKH MepudepuIecKux
HEPBOB WJIM BET€TaTUBHOW HEPBHOW CHCTEMBI, IEPBUYHBIN Odar M 370Ka4eCTBEH-
Hasl OITyXO0JIb 000JIOYKH NMepH(YEPUISCKIX HEPBOB, SITUTCIHOHHAS

2BSE u XH2VV8 3nokauecTBeHHAs! OMyX0Jib 000JOYKH Tepu(epudecKux
HEPBOB WJIM BEreTaTHBHOI HEPBHOM CHCTEMBI, IEPBUYHBIN OYar 1 370Ka4yeCTBEH-
Hasi OIyX0JIb 000JI0UKH TIepH(EepPHUECKUX HEPBOB ¢ paboMuodIacTuIeckon aud-
(hepeHIPOBKOIA.

Casi3aHHAsI TEPMUHOJIOTHSI

He pexomenoyromes mepmunul: 3110Ka4eCTBEHHAs IIBAaHHOMA; Helipoduopo-
capKoMa; HefporeHHas capkoma.

MMoaTn(sr)

Drmurennongaas 300ITH.

Jlokaau3zanus

HawuGonee pacipocTpaHeHHBIMU JOKATH3ALUSMH SBISTIOTCS TYTOBHIIE H KO-
HEYHOCTH, 32 KOTOPBIMH CJICJTYIOT 00JIaCTh TOJIOBBI ¥ 1Ier. Bo3HuKas B iepudepu-
geckoM Hepse, 300ITH uarme Bcero mopaxaer ceaamuIIHbIN HEPB.

KanHu4yeckne Npu3HAKH

300ITH 00bvHO HAOMHOAIOTCS y MAMEHTOB B Bo3pacte 20—50 yet; oHU
PEAKO BO3HHKAIOT y JeTeH M, Kak NpaBHJIO, CBs3aHBI C HeHpopuOpoMaro3om
1-ro Tumna. [TanuenTts! ¢ HelpoPpuOpomMaTo3oM 1-ro THIIa OOBIYHO MOJIOKE Ha MO-
MEHT MOCTAQHOBKH JHArHo3a, 4eM MAIlEHTBHl CO CIIOPAINYCCKHMH OIyXOJISIMH.
OCHOBHBIMH CHMIITOMaMHU SIBIISIFOTCS YBEJIMUSHHBIE OOJIe3HEHHbIE Min 6e300Ie3-
HEHHBIC 00pa30BaHMs, KOTOPBIC MOXKHO MPOIAJIBITHPOBATE WIH OOHAPYKHUTH TIPH
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BU3YyaJIbHOM HcciefoBaHud. Korna omyxonb 3aTparuBaeT HEpB, y HallUEHTa MO-
TYT TPOSIBISITHECS] HEBPOJIIOTHYECKUE CHMIITOMBI, TAKHE KaK MBIIIEUHAst CI1aboCTh,
MapecTe3nH WM KOPEeUIKOBbIe 00iH. HeT Hukakux crnenuduueckux XapakTepHBIX
MPU3HAKOB, KOoTopbie oTiaryann 061 300ITH oT Ipyrux capkom, 3a UCKIFOYCHUEM
BO3MOXHOT'O IIPOUCXOXKICHUS U3 KPYITHOTO HepBa WM U3 HeiipodubdpoM y maru-
EHTOB C Helpodubpomaro3zom 1-ro Tuma. MeToa Mo3UTPOHHO-3MUCCUOHHOW TO-
Morpapuu ¢ ucnoib3oBaHueM Gpropae3okcurtokosbl (GAI-I13T) yyBcTBHTENEH,
HO He crienuduueH npu BeisiBiieHHr 300ITH y manuenTos ¢ Heiipodudbpomaro3om
1-ro Tuna.

SnuaeMuoJI0rus

300ITH — pexnkast Omyxojb, Ha JOJI0 KOTOPOH HPUXOIUTCS MPUMEPHO
3-5 % capKoM MATKHMX TKaHEH.

ITHOI0THSA

300ITH moxer ObITh CBs3aHa ¢ OOJydYeHHEM HIH Heipodubpomaro3om
1-ro Tuna.

IlaTorenes

O0prynble 300ITH uMeroT cioxHble kKapuoTHiiel. HecMoTpst Ha pa3iuyuHble
KJIMHUYECKHE TIPOSIBICHUS (HAaIpUMep, acCOLMHMPOBAaHHBIE ¢ Helipohudpomaro-
30M l-ro Tuma, cropaauueckue de novo WIM CBA3aHHBIE C JIyueBOil Tepanueil),
HemaBHHE TeHOMHBEIe uccrnenoBanus 300IIH mpomemMoHCTpHpoBamM O4YeHH 4a-
CTBIC U OJHOBPEMCHHBIC MHAKTHUBUPYIOIIHE MYTAIMH, TPOUCXOAIINE IO TPeM
nytsim: B NF1, CDKN2A/CDKN2B u B ocHOBHBIX koMmmoneHTax PRC2 (EED
wi SUZ12), 94T0 npUBOIUT K MOJHOM morepe ¢yHKuuu. [Ipu omyxomsx 06o0-
JIOYKH TIEpUPEPHUUCCKUX HEPBOB, ACCOIMHMPOBAHHBIX C HEHpOPpHOpoMaTo3oM
1-ro Tumna, nOOpOKadecTBEHHas MpPEALIeCTBEHHMIA — IUIeKCU(OopMHas Helpo-
¢udbpoma — mnporpeccupyer B AH/AHOHBIT w/wnm Ttpanchopmupyercs B
30O0ITH BBICOKOH CTENIEHH 3JI0KaYe€CTBEHHOCTU. Bce 3TO IpOUCXOAUT NpH Hapac-
TAOIIMX U3MCHECHUAX T'€HOMA, KOTOpbIe HHAKTUBUPYIOT Helipopubdpomun (NF1),
nyta pl6/pl5 (CDKN2A/CDKN2B) u PRC2 u COOTBETCTBEHHO YBEINYUBAIOT
Bapuanuu yncia konuid reroma. Oxoio 80 % Bcex Beicokorpeianbix (high-grade)
300ITH neMOHCTPUPYIOT HOJIHYIO moTepto akTuBHOCTH PRC2 u3-3a morepu oc-
HoBHOTo KomroneHTa PRC2 (EED wiu SUZ12) u moiHO# HOTepH 3KCIIpecCuu
H3K27me3. [MToteps sxcnpeccun H3K27me3 crana rnojae3HbIM JUarHOCTHYECKUM
HHCTpyMEeHTOM TIpH BBICOKOTpeiaHbIX 30OIIH. YunuTeBas KpUTHYIECKYIO pOIH
PRC2 B pa3BuTHH U ClieNU(UKAIMN KJICTOUHBIX JIMHHM, €ro MOTepsi MOXET Jie-
KaTh B OCHOBE MOJICKYJISIPHBIX MEXaHU3MOB THCTOJIOTHUECKOTO (DEHOMEHA reTepo-
nornuHoi muddepennuposku npu 300ITH.

Onurenmuonnnsie 300ITH otnuyatorces ot 00branabx 3OOITH Monekyssip-
Ho. MnaxtuBanus rena SMARCBI, npuBozsmas K UIMMYHOIHCTOXUMHUUYECKOM
norepe SMARCBI, nabmonaercst mpumepHo B 75 % ciyuaes. [Ipu aToM peako
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OIPE/ICIISIOTCS TEHETHUCCKHE N3MECHEHNUS B CIICIYIOIINX MY TsX: Helipodudpomu-
HOBEIX (NF1), pl6/p15 (CDKN2A/CDKN2B) u PRC2.

MakpocKkonn4ecKuii BH

Korza omyxonbs BO3HUKAeT B HEPBE, IPOUCXOANUT BEPETEHOBUIHOE yTOJIIIE-
HYE IOCJIeHEr0. Y NalUeHToB ¢ HelipodubdpomarozoM 1-ro Tuma omyxoib 00bId-
HO MOYKHO YBH/JICTh B COUETAHUH C IIeKcu(hOopMHOIT HeiipoduOpomoii. Ha MomeHT
MOCTaHOBKHM auarno3a pasmeps! 30OITH 00BIYHO MPEBBIIAIOT 5 CM M OHA HMEeT
JKETITOBATO-0EITyI0 MACHCTYIO IOBEPXHOCTH CPe3a, YaCTO C YIaCTKAMH KPOBOH3IIH-
SIHAU 1 HEeKpo30B (puc. 44).

Puc. 44. 300I1H:
@ — OITyXOJIb C )KENITOBATO-0eN0i MACHCTOH MOBEPXHOCTHIO CPE3a, C y4acTKaM1 KPOBOM3IIHSA-
HHI KOPUYHEBOTO I[BETA U OYaraMH HEKPO3a (3KENThIC YYaCTKH); O — 30HBI reorpauueckoro
HEKPO3a C 4aCTOKOJIOM MO KpasM

T'ucronaroJorus

Omyxonmu OOBIYHO COCTOSIT W3 IMYYKOB BEPETEHOBHIHBIX KIIETOK, YacTO C
COCYIUCTBIM PUCYHKOM, MOXOKHM Ha TEMAHTHONEPUIIUTOMY, W YepPeIyIOIIUMHU-
Csl TUIEPKJICTOYHBIMU M TUIOKJIETOYHBIMH y4YacTKaMu (Bua robemena). Yacto
HAOIOMAIOTCS YYaCTKH Teorpaduueckoro HeKpo3a M 3aMeTHBI (PUIYphl MHUTO3a
(puc. 45, 46). Kietkn BepeTeHOOOPa3HOM WIIH 3MEEBUIHOM (POPMBI, C THIIEPXPOM-
HBIMU siipaMH U OlieiHOW BosHMCTOW nuToruiazmMoit (puc. 47). 300ITH unorna
MOXET JIEMOHCTPHPOBATh BBIPAKCHHBIN TICOMOPHHU3M, UMUTHPYs HeauddepeH-
LUPOBAaHHYIO MIeOMOp(]HYI0 capkoMy. MokeT HaOIOIaThCsl MEpUBACKYJISpPHAs
KOMITOHOBKa C YBEIWYEHHEM KOJIUYECTBA OIMyXOJIEBBIX KIETOK; B ATHX OOJACTIX
KJIETKH 4aCTO CTaHOBATCS OoJiee KpynHbIMH (puc. 48).

58



Puc. 45. KieTodnslil y4acTOK OITyXOnH (B J€BOM BEPXHEM YIIIy) M MEHEe KJIETOUHas Heropa-
JKEHHas 4acTh HEpPBa (B MPAaBOM HIDKHEM YTITY)
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Puc. 46. KoMnakTHbIe THIIEPKIETOYHbIC YIACTKH, YePEIYIOIIHECs ¢ THIIOKIETOYHBIMA OdaraMu
C MHKCOHJHOM CTPOMOH

W e

Puc. 47. BeperenooOpasHble H HEMPaBUILHON (hOPMbI BOTHUCTBIE TUIIEPXPOMHBIE sijipa C 3a-
OCTPEHHBIMH KOHL[AMU



Puc. 48. Slnpa oBanbHO# 1 OKpyTION GOpMBI

Tereponornunas  nuddepeHIUpoBKa, Takas KaK CKEJICTHO-MBIIICYHAs,
KOCTHasI, XpAIIeBass H COCYANCTas, HAOMIOHaeTcss mpuMepHo B 15 % omyxomein.
3nokadecTBeHHas! TPUTOHOBA OIyXosb — 310 30O0ITH ¢ nononHuTensHON aug-
(hepeHIpOBKOi CKeNneTHBIX MbIiil. JKenesuctas audHepeHIpoBKka ¢ BHIpadoT-
Kol MynuHa win 6e3 Hee HaOmonaercs penko (kenesucras 3OOIH); moutu Bce
9TH OITyXOJIM BO3HUKAIOT Y MAIMEHTOB C Heipodubpomaro3om 1-ro tuma. [Ipu mo-
paK€HHH KPYITHOTO HEpPBa OITyXOJIEBBIE KJIETKH MOTYT PaclpoCTPaHSAThCs BIOJb
HepBHBIX BosokoH. [Ipu 300ITH, cBsi3aHHBIX ¢ HelipoduOpomaTozoM 1-ro TwHIIa,
BO3HHMKAIOLIMX TPU paHee CYIIeCTBOBaBLICH HelpoduOpome, pasiimune Mexay
nuskorpeinHoit 30O0TTH 1 AH/AHOHBIT wacTo BbI3bIBaCT 3aTpyIHCHHUS, OCOOCH-
HO TIpu HeOoubIIKMX Ouorncusx. HenaBHO ObUIM MPHHATHI IUATHOCTUYECKHE KPHU-
TEPHUH, MMO3BOJISIONINE OTIMIUTD STH OMYXOJIU OT JPYTHX THIIOB HEOIUIa3hid 000-
JIOYKH HEPBA, aCCOLMMPOBAHHBIX C HelipoduOpomaro3om 1-ro tuna (cm. Tadum. 1).

Dnurenuongaas 300ITH cocTouT U3 SMUTEINOUIHBIX KIIETOK ¢ OOMIBHON
903MHO(UIIBHON UTOIIA3MOMN, HHOT/IA BKJIFOYEHHBIX B OOMIJIBHBIA BHEKJICTOUHBIH
MUKCOUIHBIN WM THATMHU3HUPOBAHHBIN MAaTPHKC U OOBIYHO IEMOHCTPUPYET JI0JTb-
4aTbli XxapakTep pocta (puc. 49). Xots stor noarun 300ITH BeTpedaercs penko,
OH SIBJSIETCSI HanboJee paclpoCTpaHEHHBIM, BOZHHKAIOIIUM ITOCIIE IIBAHHOMBI.
Onurenuonnnas 300ITH He cBsi3ana ¢ Helipodudpomaro3oM 1-ro Tuma.
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Puc. 49. Dnurennonauas 300ITH:
@ — DIUTEIMOU/IHBIC OITyXOJIEBbIC KICTKU (POPMUPYIOT JOJIBYATYIO CTPYKTYPY, PA3[eNeHHYIO
PBIXJIOI MUKCOMIHOW CTPOMOI; 6 — MHOTHE U3 J0JIEK COCTOST U3 OITyXONEBhIX KIETOK, PAcIo-
JIO)KEHHBIX TIEPUBACKYIISIPHO

Wmmysorucroxumuuecku 300ITH moxer ObITh monoxurensHa k S100
(<50 % omyxoneit), SOX10 (< 70 %) u GFAP (20-30 %). BaxxHo 0TMETHUTB, YTO
okpammBanre Ha S100 u SOX10 sBnsiercs naTHUCTO-04aroBbiM. uddysnoe
okparmBanie Ha S100 mimu SOX10 0ObIYHO HE COBMAJACT C JTUATHO30M OOBIU-
Hoit 300ITH. ITonnas morepst okpamuBaHus Ha H3K27me3 moxeT momoub B
nuarHoctuke Beicokorpernoit 300ITH, npu 3TOM OmyXonu BBICOKOH CTENeHU
3JI0Ka4eCTBEHHOCTH (M pagualuoHHo-uHAynuposanHsie 300ITH) nemoncTpupy-
10T 00JIee YacTyro MOTEePIo, YeM OITyXOJIH HU3KOH CTENeHH 3J0Ka4eCTBEHHOCTH.
I'eteponoruynble KOMIOHEHTHI (Hampumep, AU(GGEpeHIUPOBKa B CKEIETHYIO,
MBIIICYHYIO TKaHb WJIM aHTHOCApKOMAaTO3Hasl 00JIacTh) OKPAIIMBAIOTCS Ha COOT-
BeTcTByIoIIMEe Mapkepbl. JKeessl B xxenezuctoit 300ITH neMoHCTpUpyIOT MOJ0-
JKHUTENbHOE OKpammBaHue Ha kepathH © CEA u MOTYT OBITh NOJOXKUTENHHBIMH
K HEHpO’HJOKPUHHBIM MapkepaM. B orauuue ot o6brunbix 300ITH snurenuo-
unasle 300ITH nemoHCTpUpYIOT criibHOE B auddy3Hoe okpammBanue Ha S100
n SOX10 npu OTCYTCTBUM MapKepoB MesaHOMBL. OHU COXPAHSIOT 3KCIPECCUI0
H3K27me3 u B OOJNBIIMHCTBE CIIyYacB JEMOHCTPHPYIOT IOTEPIO KCIIPECCHUU
SMARCBI. Dnurenunounnas 300ITH Taxke MOXeT ObITh MOJIOKUTEIBHON Ha
KepaTHH.

IuTtosorus

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

MoJiekynsipHasi JTHATHOCTHKA

He nmeeT KIMHUYECKOTO 3HAYSHUSL.
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OCHOBHBIE H KeJIaTeJbHbIe TUATHOCTHYECKHEe KPUTePHH

Capkoma, BO3HMKAIOIIas M3 HEpBa WJIM paHee CYIIECTBOBABIIEH OITyXOJH
000JI0YKM HEpBa, WIH Yy MalUeHTa ¢ HelipoduOpomaTo3oM 1-ro Tuma; omyxoiu ¢
BEPETEHOOOPa3HBIM ITyIKOBEIM POCTOM, T€OrpaUueCcKIM HEKPO30M U 4acTO OTpa-
HUYCHHOH CTEHCHBIO SICPHOTO IUICOMOP(U3Ma; B CIIOPAIHYESCKUX CIIydasX JAuar-
HO3 YaIlle BCEro OCHOBBIBACTCS HAa BBUIBJICHUH IIBAHHOBCKO-KJIETOUHON audde-
peniupoBkH (S100/SOX10 (hoxanbHO MOTOKUTENIBHbI) U/UIH HOTEPU IKCIIPECCUU
H3K27me3 B MATKOTKaHHOW HEOIUIA3WHU; TETEPOJIOTHIHBIE JIEMEHTHI B CapKOMe
nokHbl ykaseiBath Ha 300ITH; snurenunonnnas 30OOITH Bo3HUKaeT BHE CBS3H C
HeipodubpoMaro3om 1-ro THIA 1 4aCTO MPOSIBISET TUPPY3HYIO TOIOKHUTEIBHY IO
peaxuuro Ha S100 u SOX10 u norepro sxcrpeccun SMARCBI.

CraaupoBanue

He yMeeT KIMHUYECKOTO 3HAYCHHUSL.

IIporuos

300ITH — arpeccuBHast OITyXoJib C IUIOXMM IPOTHO30M. JloKanu3anus B
o0nacTu Tena, pa3Mep omyxoiu 0ojiee 5 ¢M, MECTHBIH peruaIuB U MOpdoIorus
BBICOKOW CTEIICHH 3JI0KAYCCTBEHHOCTH — BCE 3TO HEOJIAaroNpHsATHBIC IPOTHOC-
tnueckue (akropsr; nmanmeHtel ¢ 300ITH, accouuupoBanHOW ¢ Heipodudpo-
MaTo30M 1-ro THIla, O-BHIUMOMY, HMEIOT XyAIIHH MPOTHO3, YeM MAIUCHTHI CO
CTIOPAINYECKIMH OITYyXOJISIMH. 37I0Ka4eCTBEHHBIE TPUTOHOBBI OITyXOJH 0COOEHHO
arpeCcCUBHBL

3JJOKAYECTBEHHAS MEJAHOTHUYECKAS OITYXOJIb
OBOJIOYKH HEPBA

Omnpenesenne

3MOOH — pejikas 0myXoib 000JI09KH epr(epruuecKoro HepBa, COCTOSIIAS
[IPEUMYIIECTBEHHO M3 IIBAHHOBCKHUX KJIETOK, IIPOSBISIOIINX MEIAaHOLUTApHYIO
UG PepeHIINPOBKY, OOBIUHO BO3HUKAIOIIAS B CBSI3M CO CIIMHHOMO3TOBBIMH HIIH
BereTaTUBHBIMU HepBaMu. OHa HHOTJa MOXKET OBbITh CBsI3aHa ¢ KoMILIekcoM KapHu
(cunnpom Kaphesi, Carney complex) M 4acTo TpOSBISIET arpecCUBHOE KIMHHU-
gyeckoe noseaeHue. Myranuu PRKARIA u noreps sxcnpeccun 6enka PRKARTA
HaOJIOIAI0TCS B MTOJABIIAIONIEM OOJIBIIHHCTBE CIIyJaeB.

Konuposanue no MKB-O (ICD-0O)

9540/3 3nokavyecTBEHHAsT MEIAHOTHYECKAsT OIMYXO0Jb 000IOUKH nepudepu-
YEeCKOIo HepBa.

KoaupoBanue no MKB-11

2BSE u XH2XP8 3n0kauecTBeHHas OIMyXOJIb 00O0JIOUKH NepudepruIecKux
HEPBOB WJIM BET€TaTUBHOW HEPBHOW CHCTEMBI, IEPBUYHBIN Odar M 370Ka4eCTBEH-
Hasi OIyXO0JIb 000JI0UKH MepUuPEpUIeCcKUX HEPBOB.
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Cpsi3aHHasl TEPMUHOJIOTUS

Honycmumo ynompebdnenue mepmurog: METaHOTHIECKAs IIBAHHOMA; IICaM-
MOMAaTo3Has MEJIaHOTHYECKas IIBAaHHOMA; 3JIOKAUEeCTBEHHAS MeEJIaHOTHYECKast
LIBAHHOMHAsI OITyXOJIb.

ToaTrn(er)

Her.

Jlokaauzanus

3MOOH wyarme Bcero BO3HHKAET M3 CIIMHHOMO3TOBBIX HJIM BEreTaTHBHBIX
HEpBOB BOIM3U cpenHel muHuU. OHAKO cOO0IAIOCh O CIIydasX JOKaJIU3aluH B
KETyAOYHO-KUILIEYHOM TPAKTE, a TAKKe B KOCTSIX, MATKUX TKaHAX, cepaue, OpoH-
Xax, MEYCHU U KOXKe.

KiauHnveckue npu3HaKu

IIposBnsieTcs 00ibI0, CEHCOPHBIMM HapyIICHUSIMU U Macc-3ddexrom. lpu
OIyXOJISIX KOPEIIKOB CIIMHHOMO3TOBBIX HEPBOB MOXKET HAOIIONATHCS SPO3Hs KO-
cTH. Y NalMEeHTOB C METAaCTATHYECKUM IOPAKCHHEM BO3MOKHBI CHMIITOMBI CO
CTOPOHBI MAaPEHXHWMATO3HbIX OPraHOB, TaKWE KaK JbIXaTelibHas W IeYeHOYHas
HEJOCTaTOUHOCTb.

NuaeMHoJI0T U

3MOOH BcTpegaercs peako U B OCHOBHOM y B3pOCibiX. OMyXolb 0OBIYHO
pa3BuBaercs B Oosiee paHHeM Bo3pacte (CpenHuil Bo3pact — 22,5 roja) y namu-
€HTOB ¢ KoMIulekcoM Kaphu, peske — 0e3 3Toro komIuiekca (CpeiHuii Bo3pact —
33,2 roga). MHOXeCTBEHHbBIE OIyXoiau HaOmomarorcst mpumepHo y 20 % manu-
€HTOB; B 3TOH TpyIIe CymecTBYeT Ooliee BHICOKAsi BEPOSTHOCTh TOTO, UTO TAKKE
OyIyT MPHUCYTCTBOBATh APYrHe MPosBICHUs koMIulekca Kapuu.

THoJ0orNA

B nexotoprix rpynmax 6onee 50 % nmanuentoB ¢ 3SMOOH nmerot npusHa-
K1 KomIuiekca KapHu, ayToCOMHO-I0MUHAHTHOTO, HHOTJIA CEMEHHOro CHHIpOMa
MHOXECTBEHHOH Heorutazuu. OHAKO B IPYTUX CEpUsiX HaOII0AEeHUH CBA3b C KOM-
wiekcoM KapHu Oblia oTMeueHa peko — MeHee 5 % citydaes.

IlaTorenes

B xomrmiekce Kapuu Obutn MAeHTH(OUIIMPOBAHBI 2 TEHETHUECKUX JIOKYCA:
PRKARIA (CNC1) u CNC2, coorBerctBytonme 17q22-q24 n 2p16. Mnaktusarus
PRKARIA naGmonaercs npumepHo B 50 % ciyyaeB npu xomiuiekce KapHu.
PRKARIA xomupyer omyxoneBbiii cympeccop; myrauuun PRKARIA u nmoreps
skcripeccun Oenka PRKARITA HaGmomaroTcs B MONABISIONIEM OOJBITHHCTBE
nzyueHHbix 3MOOH, moutn Bce U3 KOTOPHIX UMEIH MECTO Yy MaIlUeHTOB, Y KOTO-
PBIX OTCYTCTBOBAJIM APYTrHe NMPU3HAKK KoMmIuiekca KapHu.

MaccuBbl OZHOHYKJICOTHUIHOIO HOMUMOpGH3Ma OOBIYHO JIEMOHCTPUPYIOT
TUTIOAHUTIIONTUIO0 ¢ MOHOCOMUSIMHU XpoMocoM 1, 2 u 17. B cirydasix, cBsSI3aHHBIX C
MYTalUsIMH W/WIK MOTepel TeTepOo3UroTHOCTH 10 17q, coobimanock 00 MHAKTH-
Banuu odoux amneneil PRKARIA. Ananus 5KCIIpecCHU I€HOB MIOKA3bIBAET, UTO
3MOOH uyeTko oTIHYaeTcsi OT OOBIYHBIX IIBAHHOM U MEJIAaHOM.
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MakpocKkonu4ecKHii BUJ

BonpmmacTB0 3MOOH sBASIOTCS OMMHOYHBIMHU, XOTS Y TIAIIMEHTOB C KOM-
riekcoM KapHu MoOryT HaOMIONaTbcsi MHOKECTBEHHBIE M MYJIBTHLEHTPHUECKUE
OImyXoJH. B 11e10M HeoT1a3uu KaxyTcsi OTpaHHUCHHBIMU HITH YaCTUYHO UHKAIICY-
JIUPOBAHHBIMH, YaCTO CHJIBHO IMMIMEHTHPOBAHHBIMH, BHEIIHUM BHJIOM HAIlOMH-
Hasl MOJICOXIIYI0 CMOJTY WIIH JIeroTh (puc. 50).

Puc. 50. 3SMOOH: XopoIo WHKancyIupOBaHHAS YepPHAsl MACTHYHAs OITyXOIlb, CHIIBHO HAIO-
MUHAIOIIAs MEIaHOMY

I'mcronaronorus

OrmyxosneBble KIETKH PacTyT KOPOTKMMH ITyYKaMHy WIIH IUTaCTaMH, BapbHPYS
1o opme OT MOJUTOHATIBHON /IO BEPETEHOBUIHON U 4aCTO UMEIOT CUHIIUTHANb-
HbIH BU (pUc. 51). MOXeT MpUCYTCTBOBATh HEUYETKOE YaCTOKOIO00pa30BaHUE HITH
3aBUTKOBbIE CTPYKTYpbL. KileTouHble AeTamy CTPYyKTypbl OOBIYHO TPYAHO Pas3mils-
JIETh BCIIEICTBHE MACCUBHOTO OTIIOXKEHHS IMTMEHTA. MeNaHNHOBBII TUTMEHT MO-
KET OBbITh KPYITHOKOMKOBAThIM HMJIM MEJIKO3EPHUCTHIM U BapbUPOBATh OT y4acTKa
K yuacTky (puc. 52). OH HOJOKHUTEIBHO OKpaluBaeTcst mo GOHTaHy U HETaTUBEH
IIpY OKpAIlIMBaHUHU Ha jkele30 U PAS.
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Puc. 51. TIneomopdHBIe KIETKH BEPETCHOOOPA3HOH HIIHM MOJIUTOHAIBHOM (OPMBI, COOpaHHBIE
B Iy4KH (B IEHTPE) WM CHHIUTHAJBHBIC CKOIUICHMS (CleBa), 1 MHOTOYHCIICHHBIC KIICTKH,
Harpy>KCHHbIC TUTMEHTOM

Puc. 52. Onyxonb ¢ HaTM4YHEeM MUTMEHTA M 04araMy Kajiblu(pHUKanuu (ICaMMOMBI)



B MeHee NUrMEeHTHPOBAHHBIX 00JIACTSIX OIyXOJIEBbIE KICTKH UMEIOT J03UHO-
¢$upHYIO WM aMPOPHUIBHYIO IIUTOIIa3My, OKPYIJIbIE HIIH OBAIBHEIE S/pa (4acTo
C sIIepHBIMU OOpO37KaMH U IICEBIOBKIIIOUECHUSIMHU) U, KaK IPaBUIIO, HEOOIbIINE
SAPBIIIKA. M3perKa B OIyXOoJsiX HaOMIONAeTCs BRIPAKSHHBIH SIEPHBIA THIEPXPO-
MaTU3M C KPYITHBIMH SAPBINIKAMU. MOTYT NPUCYTCTBOBATh MUTO3bI U HEKPO3bI, HO
OHH YeTKO He CBS3aHBI ¢ UCX0A0M. [IcaMMOMHBIE Tebla BEISIBISIFOTCS IPUMEPHO
B 50 % ciyuaeB, XOTs I UX UICHTU(UKALUY MOXKET IIOTpedoBaThes Oosee Tiia-
TeTBHBIN aHAJN3 MaTepuana. HeT KIMHWYecKnX pa3nuunii MeXIy ICaMMOMAaTO-
3HBIMH M HericammomaTto3HeiMu 3MOOH, npu 3ToM 00a THIA JeMOHCTPHPYIOT
BapuabebHyI0 CBsI3b ¢ KoMmIiuiekcoM Kaphuu, motepro skcrpeccud PRKARITA u
cXonHOoe KiauHuueckoe noseneHue. Mmmynorucroxumuuecku 3MOOH uHTeH-
cuBHO 3kcnpeccupyoT S100, SOX10 u pa3nudable MeNTaHOIHUTAPHBIE MapKepHl,
Bkiroyass HMB45, melan-A u tupo3unasy (puc. 53). VIbTpacTpyKTypHO KIETKU
HAITOMHHAIOT [IBAHHOBCKHE CO CIIO)KHBIMH ITUTOIUIA3MAaTHIECKUMH OTPOCTKaMHU,
KOTOpBIE MEPEIIeTalOTCs WK 3aKPYUHUBAIOTCS B CIIMPajib HA MaHEP ME3aKCOHOB,
OOBIYHO TPHCYTCTBYIOT MPEMETaHOCOMBI H METaHOCOMBI.

,"j‘! *4(.-1.- M
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Puc. 53. UIMMyHOTHCTOXMMHIYECKAsk OKPACKA OITyXOJIEBBIX KICTOK:
a — nonoxkutenbHbl Ha SOX10; 6 — nonoxuTensHel Ha HMB45

Iuronorus

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

MoJiekynsipHasi JHATHOCTHKA

Okcrnpeccusi PRKAR 1A 00bIYHO TepsieTcs], 9TO COOTBETCTBYET MyTaIIUSIM TeHA.

OcHOBHBIE U :KeJIaTeJIbHbIe JHATHOCTUYECKHE KPUTEePUH

OcHognvle: 4acToe MPOUCXOKICHHE N3 MApaCUHAIBHBIX HIIH BHCIEPAIIb-
HBIX BEreTaTHUBHBIX HEPBOB; IIYYKOBAasl WM B BHJIE TUIACTOB MPOJHQepanns CUilb-
HO NMUTMEHTHPOBAHHBIX, OTHOCHTEILHO OAHOPOIHBIX KPYITHBIX BEPETCHOBHIHBIX
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kietok; koskcnpeccus S100/SOX10 u MenaHOIUTAPHBIX MapKepoB (Hampumep,
HMB45, melan-A).

Kenamenvnuvie: noreps sxcrpeccun PRKARITA.

CraaupoBanue

He nMeeT KIMHUYECKOTO 3HAYCHUSI.

IIporuos

TToenenne 3MOOH TpyaHO MPOrHO3UPOBATH, METACTA3bl MOI'YT BOSHUKATh
IIPU OTCYTCTBHU MOP(OIOTHIECKUX MTPU3HAKOB 3JI0KaYeCTBEHHOCTH. B mpomuiom
CUHTANIOCh, YTO OOJBIIHHCTBO JTHUX MOPAKEHUI HMEIOT T0OpPOKavYeCTBEHHOE,
BSUTOTEKYIIee TeUeHHE C PUCKOM MeTacTasupoBaHus MeHee 15 %. OmHaxo Ooiee
MO3{HHE COOOILEHUSI HEPEIKO CBUACTEILCTBYIOT 00 arpecCUBHOM IMOBEICHHU C
YaCTOTOM MECTHBIX PElMIMBOB M PUCKOM MeTactazupoBanus 26—44 %. Kpome
TOr0, COOOIANIOCH, YTO TOIBLKO Y 53 % NmalueHToB, HaOJIIOABIINXCS IONbILE 5 JIET,
He OBUTO 3200JIeBaHMIA, YTO CBUICTEIBCTBYET O HEOOXOAUMOCTH JIIUTEILHOTO Ha-
OIrOIeH s, YTOOBI MOJTHOCTHIO OLICHUTh PUCK METACTa3UPOBaHHUs. B 11€70M THCTO-
MIaTOJIOTHYECKHE OCOOCHHOCTH He SIBJLIFOTCS IPETUKTOPOM HCXO/1, XOTS HMEIOTCS
OTpaHUYCHHBIE JTAaHHBIC, CBUJICTEIbCTBYIONIME O 0OJiee arpecCUBHOM IMOBEICHUU
IIPY MUTOTHYECKH aKTUBHBIX OITYXOJISIX.

TACTPOUHTECTUHAJIBHASA CTPOMAJIBHAS OITYXOJIb

Omnpenesnenune

T'actpounTtectunanbHas crpomanbHas omyxoib (I'MCO) mpencrasmsier co-
00l Me3eHXMMAaJIbHOE HOBOOOpPA30BaHHE C U3MEHYMBBIM IOBEICHUEM, XapaKTe-
pusyromieecs: A GHepeHIUPOBKOI B CTOPOHY HHTEPCTUIIHATBHBIX KieTok Kaxas.

Konuposanue no MKB-O (ICD-0O)

8936/3 T'acTporHTECTHHAIBHAS CTPOMAIIbHASI OTTYXOJb.

Konuposanue no MKb-11

2B5B u XH9HQI1 l'actponHTecTHHANBHAS CTPOMATBHAS OITyXOJh, IEPBHY-
Hasl JIoKanu3aus 1 ['acTpoMHTeCTHHANIbHAs CTPOMabHasl CapKoMa.

Casi3aHHas TEPMUHOJIOTHSI

He pexomenoyiomcs mepmumsl: J1eHOMHOOIACTOMA; OIMYXOJIb O0OOJIOYKU
racTPOMHTECTHHAIBHOTO BereTaTuBHOTO HepBa (GANT); racTpoMHTECTHHAIbHAS
OIyXOJIb U3 TIEHCMEKEPHBIX KIEeTOK (KieTok — Boauteneit purma) (GIPACT).

IMoaTun(wr)

TacTponHTECTHHANBHAS CTpOMAJIbHAS OMYXO0Jb C ACPUINUTOM CyKIIMHATIC-
THIPOTEHAa3kI.

Jlokaausanus

TUCO MoxeT BO3HHMKATh B JIFOOOM MECTE JKENYJI0YHO-KHIIEUYHOTO TpPaK-
Ta: mpuMepHo 54 % BO3HUKAIOT B xxeirynke, 30 % — B TOHKOH KUILIKe (BKIIIOYast
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JIBEHAIATUIIEPCTHYIO0 KUIIKY), 5 % — B 000IOYHON U HPSMOH KHIIKE U OKO-
1m0 1 % — B mumeBoge. Penxo ['MMCO Bo3nukator B ammenankce. [IpumepHo B
10 % cinyuaeB Henb3sl JOCTOBEPHO OINPEACIUTh €€ MECTO IPOUCXOXKICHHUS.
BHexwumeunsle HOBOOOPa30BaHMS BO3HUKAIOT IPEUMYIIECTBEHHO B OpBDKEHKe,
CaJIbHUKE Y 3a0pIOIIMHHOM IPOCTPAHCTBE; HauboJiee BEPOATHO, YTO OHM IIPEe-
CTaBJIAIOT cOOOH MeTacTa3bl U3 HEPACIO3HAHHOTO MEPBHYHOTO MCTOYHHKA, CBSI-
3aHHOTO C JKeJIyI0YHO-KUIIEYHBIM TPAKTOM.

Kiannuveckue npu3Haku

HauGosee pacnpocTpaHeHHbIE NPOSIBICHUs BKIIIOYAIOT HESACHbIE aOIoMu-
HaJIbHbIE CHMIITOMBI, @ TAK)KEe CHMIITOMBI, CBSI3aHHBIE C U3bSI3BIICHUEM CIIU3UCTOM
000JI0YKH, OCTPBIM U XPOHUYECKUM KPOBOTEUEHHEM, 00pa30BaHUEM OILyXOJIEBOMH
Macchl B OpIOIIHO# MonocTH 1 nepdopanueil KumeyHnka. bomee menkue Heornia-
3Ud OOHAPYKUBAIOTCS CIy4alHO IIPU SHIOCKOIMH, XUPYPIHYE€CKOM BMEIIATENb-
CTBE WJIM KOMITbIOTepHO# Tomorpaduu. 3amymieHHbie [ MCO pacnpocTpaHstoTest
B OPIOLIHYIO OJIOCTh U 3a0PIOLIMHHOE IPOCTPAHCTBO U YaCTO JAl0T MeTacTasbl B
neyeHb. HabmromaroTest MeTacTasbl B KOCTH, KOXKY U MSITKUE TKaHH, B TO BpeMsI Kak
METacTa3bl B JIETKHE Upe3BbIYaiiHO peaku. CUCTEMHOE PacIpOCTpaHEHHE MOXKET
MIPOM30UTH CITYCTSI TOJIBI TIOCIIe OOHAPYKEHUS IEPBUYHOI omyxoiu. JKenymouHbie
I'MCO umerotr Gosee BBICOKYIO 4acTOTy MECTHBIX penuauBoB, ueM ['ICO ToH-
KOM KHMILKH, HO TIOCJIETHIE UMEIOT 0oJiee BHICOKYIO YacTOTY PaclpOCTpaHEHHs B
OPIOIIHOM MOJIOCTH U METACTa3UPOBAHUSL.

OnuAeMHOJIOTUS

Honynsunonnsie uccnenoBanus B CkanauHaBuK BoIsBIAOT 1,1-1,5 cimydas
storo 3aboneBanus Ha 100 000 yenoBek B roa. Oanako ciyyaitaeie [MICO, pa3me-
pom MeHee 1 cm (Tak HazbiBaemble MUKpOl ICO), okazaiauchk TOBOJILHO pacmipo-
ctpaneHHbIMHU. YactoTa 10 % Oblia 3aperucTpupoBaHa MPH UCCIIEIOBAaHHU OIe-
PALMOHHOIO MaTepyaja pe3eLiUpOBaHHON KapLIUHOMBI NUILEBOJHO-KETYL0UYHOIO
nepexoa, eme 0oee BEICOKas YaCTOTa — IPH ayTONICHH U TTOJTHOH PE3eKIINH HKe-
nynka (22,5 u 35 % coorBerctBeHHO). [Ipumepno 25 % 'MCO (uckmovas MUKpO-
T'MCO) siBsitOTCS KIMHUYECKH 3J7I0KauecTBeHHBIMU. JlaHHbIe mporpammbl SEER
(MHTEpNOIMPOBAHHbBIE U3 JAHHBIX O JeHOMHOCapKoMax) nokaspisaiotr, uro ['MICO
cocTaBisoT 2,2 % Bcex 3710Ka4eCTBEHHBIX OIYXOJIeH JKely/Ka.

Cnopaanueckue ['MMICO MoryT BO3HHKaTh B JI00OM BO3pacTe, ¢ MUKOM 3a-
00JIeBaEMOCTH Ha IIECTOM JCCATUIICTHH XH3HH (CpeaHuii Bo3pacT — 60—65 jer)
u HeOonbMM npeobnananueM y myxuuH. HeGosbmas gacts [MCO mopaxa-
eT JeTell W MOIPOCTKOB, TaKUE OIyXOIH OOBIYHO MMEIOT Ne(HIUT CYKIMHAT-
neruaporenassl (SDH-pepunmuraeie u KIT/PDGFR  «auxoro» Tuma). SDH-
nedpurutabie [MCO BO3HUKAIOT B JKEINyJIKE, Yallle BCTPEUAKOTCS Y JKEHIIUH U T10-
paxkaroT 00s1ee MOJIOJbIX MAL[EHTOB.
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JTHoJ0THA

BonmpmmactBo TMCO HOcAT cnopaandeckuit xapakrep, 5—10 % ciydaes
BO3HUKAIOT B COYETAHUM C PA3IMYHBIMH CHHIPOMAaMHU. BOJIBIIMHCTBO CHHIPOMOB
umeror SDH-edunuT, 3a HCKIFOYEHHEM TeX, KOTOPbIC CBA3aHbI C HEHACIICCTBCH-
Ho#i Tpuanor Kapuu (I'MCO, neroynasi XoHApOMa, MaparaHrimoMa) U ayTOCOMHO-
nomuHaHTHBIN cuHApoM Kapan—Crparakuca (I'MCO u maparaarmmomMa B KOHTEK-
cTe MyTaiuii 3apoapimeBoit tuaud SDH).

Penxo TUCO accouumupyrorcesi ¢ HelipopuOpomaro3oMm 1-ro THma: Takue
clIydau 4acTto MYJIbTH()OKAIbHBI, OOJBIIMHCTBO M3 HUX JIOKAJIU3YIOTCS B TOHKOH
kumke. Upes3BblUaifHO pernkue ceMeliHble 3a00J1eBaHUS BBI3BAHBI MYTALHSIMHU
3apoapimieBoi smHuM KIT umm (ropaszno pexe) PDGFRA. ¥V nanueHToB ¢ 31H-
MH OITyXOJISIMH, KaK TMpaBHIIO, pa3BuBaioTcsi MHOkecTBeHHBIe [ ICO 1o Bcemy
KEITYIOYHO-KHIIIEYHOMY TPAKTy, KOTOPbIE MOT'YT BECTH ce0st arpECCHUBHO.

IlaTorenes

BonbuactBo T'HCO conepskar MyTanuy ycuieHus GyHkuuu onkorena KIT
nm PDGFRA u mporpeccupyroT myTeM Mo3TarmHOW HHAKTUBAIIUN TeHOB-CyTIpec-
COpOB omyxoJiel. /luarnoctuueckasi MOJIEKy/IIpHasl IaTONIOT s, UMEIoLast KIUHU-
YecKoe 3HauUCHHe, YIOMSIHYTa HIKE.

MakpocKkonu4ecKHii BHJ

Jloxanuzosannas [UICO npencrapinsier co00ii XOpOIIO 0YepueHHOE 00pa3o-
BaHue (puc. 54) BapuabenbHOTo pa3Mepa (0T CiaydalHbIX MOopakeHHH MeHee 1 MM
1o npebimatonmx 20 cMm). TIpu Ooniee KpyMHBIX MOPAKCHUSAX HA MOBEPXHOCTU
paspesa MOryT OBbITh BHJIHBI O4ard KPOBOM3IUSHUN, KICTO3HBIC U3MEHEHUS U/WIIN
Hekpossl (puc. 55). THUCO sxeny/aka 4acTto colepkar BHYTPUIIPOCBETHBIA KOMIIO-
HEHT U MOTYT IPUBOAUTH K 00Pa30BaHHIO Ha CIM3UCTON 000JIOUKE 513B, HIMEIOLINX
MynKoBUAHOE BTsDKeHHe. B Tonkoil kumke ['ICO gamie mpucyTCTBYIOT B BHIE
sK30uTHBIX 00pazoBanuii. Hekortopsie 'MICO nMErOT TOHKYIO HOXKKY, CBSI3aHHYIO
C CEepO3HOH MOBEPXHOCTHIO, OTPHIB KOTOPOH MOXKET CIIOCOOCTBOBATH 00OPa30BaHUIO
BHekuedHsix [ 1CO.

IporpeccupoBanue 3a00IeBaHU Yallle BCETO MPOSIBISIETCS B BHE OCHOBHO-
ro y3la, aCCOLMUPOBAHHOIO C MHOMKECTBECHHBIMH Y3€JIKaMH MEHBILErO pa3Mepa,
KOTOpBIE MOTYT MPOCTHPATHCS OT auadparmsl 10 Tasa. [Ipu arpeccuBHBIX OMyXo-
JISIX BO3MOJKHA MHBA3Usl OKPY)KAIOMIMX OPraHOB, TAKUX KaK CEJIE3€HKAa U TOJKe-
nynounas xenesa. SDH-ngedurprasie [MCO yacTo HMEIOT XapaKTepHBIH MHOTO-
y3JI0BOM AaTTEpH pocTa.

69



Puc. 54. TUCO: xopomo orpaHndeHHOe 00pa30BaHNe TOHKOW KHIIKH

Puc. 55. Xopolo orpaHuYeHHast CBETIO-Cepasi JoJIbdaTas Macca ¢ 04aroBLIMU KPOBOM3JIUSHHU-
siMu (paspes)

T'uctonarosiorus

Muxkpockonmaeckn ['MCO mpencTaBisiioT MHUPOKUA MOPQOIOrndecKuii
CHEKTp. AHATOMHUYECKOE PACIIOJIOKEHHE (XKETYIOK M TOHKas KHIIKA), MO-BUIU-
MOMY, BIASET HA THCTOJIOTHIECKUH BUA. BONBIIMHCTBO OmyXxonei KemyaKa mpes-
CTaBISIIOT OO0 BEPETCHOKIIETOUHBIC OITYXOJIH, SITUTEINOUIHAS MOP(OIIOTHS Ha-
Omromaercst mpumepHo B 20-25 % ciyuaeB. B HEKOTOPBIX ciydasx HaOMIOmaeTcs
COUeTaHHE BEPETEHOKJIETOUYHON M SMUTENNONIHON TUCTONIOTHU. SIIepHBIH mieo-
Mopdusm Berpedaercs penko. Cpeny BepeTeHOBUIHBIX KIETOK CYHIECTBYIOT pas-
JIMYHBIE THCTOJIOTMYECKHE TaTTepHBbI (pUc. 56, 57). OMHUM U3 IPUMEPOB ABISCTCS
CKJICPO3HUPYIONINI THI, 0COOCHHO 3aMETHBI B HEOONBIINX OMyXOJSIX, KOTOPBIE
9acTo coAeprKaT KaJbLUHATHL. YacTOK0II000pa3HbIil BaKyOIN3UPOBAHHBIN TOATUI
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SIBJISICTCS. OJIHUM M3 Hauboliee paclpOCTPaHEHHBIX, B TO BpPEMsl KaK HEKOTOpbIC
HEOIUIa3uu MMeoT IU(QY3HBI THIIEPKIETOYHBIH marTepH. OUYeHb PEaKo MOTYT
HAOJTIONATHCST CApKOMATOU/THBIE TPU3HAKH CO 3HAYUTENILHON SIJCPHON aTthmueid u
BBICOKOH MUTOTHYECKOH aKTHBHOCTBIO. DITUTEIMOUIHBIE HOBOOOPA30BaHUS MOTYT
HMETh CKJICPO3HUPYIOLILYIO, TUCKOTe3UBHYIO, THIICPLICIUTIOIISIPHYO (MHOTITIA C TICEBI0-
NaNWUIIPHBIM PUCYHKOM) HJIM CApKOMAaTO3HYIO MOP(OIOTHIO CO 3HAYUTETEHOMN
aTUITMEH, HO HU3KOH MUTOTHYECKOW aKTMBHOCTBIO (pHc. 58). MukcouHas cTpo-
Ma HaOmromaercst peako. Hebompiie ToHko- 1 TosicTokuiiednsie ' MICO o0bryHO
MIPEACTABIAIOT COO0I BEPETEHOKJIETOYHbIE OMyXOiH ¢ NU(PQPY3HBIMU TLIACTaMHU
WJIM HEYETKUM MYapOBBIM PACIIONIOKEHHEM OITyXOJIEBBIX KJIETOK. OIyXOIH ¢ HU3-
KUM OMOJIOTMYECKHM ITOTCHIMAJIOM YacTO COJCPKAaT BHEKIICTOYHBIC KOJUIAI€HO-
BBIE KITyOKOBOMOA00HBIE I00yIbl. Kumeunsie ['YICO MoryT nmeTts Oe3bsiaepHble
001acTn (HECKOJIBKO MMHTHPYIOIINE TeNbla Bepokan MM HEHpPOIHIIb), COCTOs-
[ye U3 KIETOYHBIX OTPOCTKOB. MOXKHO HAaOIIOIATh YaCTOKOM sIIep, MEePUBACKY-
JSIPHYIO THATMHU3AIMI0 U PErPecCHBHBIC COCYIMCThIC M3MEHEHHs (Hampumep,
pacUIMpeHHbIe U TPOMOUPOBAHHBIC COCYIIbI, OTJIOKCHHE TeMOoCUeprUHa U (Huo-
PO3), aHAJOTUYHBIE TAKOBBIM MPH [IBAHHOMAX. PEKTaIbHbIE OMYyXOJH Yalle BCEro
HUMEIOT MOP(OJIOTHIO BEPETEHOOOPA3HBIX KIETOK.

TUCO c pepuurom SDH xapakTepu3yoTCst SMUTEITNONIHON MOpdonoruen
U, KaK TIPaBUIIO, SIBIISIOTCSI MHOTOY3JIOBBIMH C TNIEKCH(OPMHBIM HHTPaMYPaTbHBIM
pacnpoctpaHenueM. B ornune ot 06b1uHbX TTICO muMpoBackyssipHas MHBa3Us
W MEeTacTa3bl B IUM(ATHIECKUE y3IIb BCTPEYAIOTCS YacTo.

Puc. 56. KopoTkne mydKkn BEpEeTEHOBUIHBIX KJIETOK C YUITMHEHHBIMHU SAAPAMU
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Puc. 58. DnurennonHble KICTKH (OOJIBIINE OKPYIIIBIC KICTKH C YBEIMYCHHBIM COOTHOIICHUEM
sIIep ¥ LIUTOILIA3MBI)



Kpaitre penxo Mopdonormdeckoe mporpecCHpoBaHNe I0 CapKOMBI BEICOKOI
crenienu 3nokauecTBeHHOCTH (KIT-oTpuiarenbHas) MOeT HaOMOmaTbes JHOO
de novo, 1160 mocne Tepanuu umatuHUOOM (neanddepenumposannas ['M1CO).
JemuddepeHnupoBka TakKe MOXET OBITH CBSI3aHA C FETEPOJIOTHYHOM SIUTEIH-
QIBHOW, MHOT€HHOH MJIM QHTHOCAPKOMATO3HO! () (PepeHIIPOBKON.

NmmynodenoTunmdeckn O6ompimuHCTBO [ICO NpOSBISIOT CHIIBHYIO H
nuhdysayto sxcrpeccuro KIT (CD117), xoTopast onpeznensercs KaK UTOIIIa3Ma-
THYECKOe MeMOpaHO-aCCOLMUPOBAHHOE, & WHOIZA U NEPUHYKICapHOE TOYEUHOE
oxpammBanue (puc. 59). Ognako y Hebonsmoro konuaectsa [ICO (menee 5 %),
ocobenHo ¢ myramusimMu PDGFRA, skcnipeccus KIT MokeT OTCyTCTBOBATH HITH
ObITh OueHb ci1adoit. benok xnopuaubix kananoB ANO1/DOG siBisieTcst CTONb 5Ke
YYBCTBUTEIBHBIM ¥ CIEIU(PUIHBIM MapKepoOM M MOXKET ITOMOYb B JTHATHOCTHKE
10 50 % KIT-orpunarenssbix cirydaeB. KIT u DOGI Taxske skcnpeccupyrorcs B
WHTEPCTUIHATBHBIX KieTkax Kaxais, mpeecTBeHHUKH KOTOPBIX, KaK I10JIaraor,
SIBISAIOTCA TUCTOreHeTudeckuM ucTounukoM ['MCO. bonpmHCTBO BEpEeTEHOBHI-
HbIX K1eTok [MICO (0coOeHHO oIyXouiel Kemy/Ka) sBISIOTCS MOJ0KUTEIIbHBIMU
Ha CD34, Torna Kak MUTSIHOUIHBIC BAPHAHTHI PEKE JTAIOT MOJIOKHUTEIIBHYIO pe-
aknuro. Hexkotopeie 'ICO skenpeccupytot h-caldesmon, MEHBIIMHCTBO OKpaIIH-
BaeTcst Ha SMA, B peAKHX Cllydasix OTMEUEHa IOJIOKHUTEIbHAS PeaKklns Ha JeCMUH
(desmin), keparunbl (CK18) nnu S100. SDH-aedunutasie T'MCO nemoHCTpHpY-
10T 1oTepro 3kcrpeccuu 6enka SDHB HeszaBucumo ot toro, kakoi ren SDH my-
tuposail. [Torepst SDHA crneunduuna s SDHA-myTanTHBIX onyxoneii. [Toreps
skcnpeccun Helipopubpomuna (NF1; ucrions3oBanue aHTuTesNa, CieHUYUIHOTO K
C-xoHIy) MoxkeT momMoub B uaeHTudukarmu NF 1-acconnuposannsrx ['ICO.

Puc. 59. luddysnas muromrazmarudeckas skcnpeccusi KIT (CD117) ¢ mepuHykieapHOi
aKIeHTyaIuei
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InTonorus

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

MoJiekyIsipHasi IMATHOCTHKA

Oxono 85 % I'MCO conepskar mytauuu ycuiaenus GyHkuuu onkoreHa KIT
i PDGFRA, pacrnionoxxennoro Ha xpomocome 4 (4q12), Konupyromero perner-
TOopHbIe THPOo3uHKUHA3KI 1] THa. 3a Ype3BbIYaliHO PEAKUMH UCKIIIOYEHUSIMU OHU
SIBJISTIOTCST B3aUMOMCKIIFOYAIOIIUMA M TIPUBOIST K KOHCTUTYTHBHOM aKTHBAI[MU
6o KIT, mu6o PDGFRA. O6sryro KIT u PDGFRA akTHBHpYIOTCS TIyTEM CBSI-
3bIBaHMS UX COOTBETCTBYIOIIUX JIMTAHIOB (TO €CTh (h)aKTOPa CTBOJIOBBIX KIETOK U
PDGFA). ITocnenyromast OHKOT€HHask CUTHaIM3aLus BKIodaeT mytd RAS/MAPK
u PI3K/AKT/mTOR.

Oxono 75 % I'ICO coaepskar akruBupytone myrauuu KIT, gaie Beero B
sk30He 11 (66 % B 1ienom) mim s3x30He 9 (6 %); myTauuu B 5k30Hax 13 u 17 penxu
(o 1 % xaxnplif), emie peke BBIABIIOTCA MyTalllu B 3K30HE §. MyTaiuu 3K30-
Ha 11 KIT Brmouaror neneunu (45 %), myranuu 3ameruenus (30 %) u Mytanuu
BcraBku/aeneunu (indel) (15 %), B Tom uucne ayminukanuu. [louTn Bce MyTanuu
KIT sk30Ha 9 sBisitores nymnukanusmu (p.Ala502_Tyr503); 80 % I'MCO c Taku-
MU MyTalUsMU BO3HUKAIOT B TOHKOM kumieuHuke. Mytanuu KIT sk3on0B 13 1 17
qare Bcero sBistorces p.Lys642Glu u p.Asn822Lys cOOTBETCTBEHHO.

Oxoro 10 % I'MCO conepxar myTaimu, akrusupyromue PDGFRA (uame Bce-
IO B JKeNyJKe), oObIUHO B 9K30HE 18 (Bcero 8 %); MyTtammu B ok30Hax 12 u 14 pen-
ku. Haubonee pacnpocrpanennsiMu Mytanmsimu PDGFRA sBrsitorest p.Asp842Val
(55 %) u p.Val561Asp (10 %). [TauuenTs! ¢ omyxomsamu, MytanTHeIME 110 PDGFRA,
HMEIOT 0oJiee HU3KUI PUCK METACTa3UpPOBAHMS, UM MALEHTHI C OIyXOJISIMU, MyTaHT-
HbIMH 110 KIT. YuuTeiBas 3T pasnuuust B pucke MeTacTa3upoBaHus, ouTH 85 % mpo-
rpeccupyromx ' MCO nmetor mytarmu KIT u tonbko 2 % — mytarmu PDGFRA.

Mmuorue TUCO c¢ «auxum» tunom KIT u PDGFRA umeror usmeHenus B
SDH-renax (B uenom 5—10 %), B 60 % ciyuaeB HaOIHOIAIOTCS MHAKTUBUPYIOLIHEC
MyTanuu (TIOYTH BCE TepPMUHATHBHOTO THIIA), ¥ B 40 % OIyxoJieil BBISBISICTCS METH-
spoBanue npomoropa SDHC (snumyTarnyst), 4to npuBoaut K aucdynkuuu SDH
(SDH-gedunutasie TMCO). MMauuents ¢ SDH-pedunurasivu TUCO mostoxe,
YeM MalUeHTHI C OIMyXOJISIMH, MYTaHTHBIMHU IO TeHY pelenTopa THPO3UHKUHA3HI,
noutu Bee neguarpudeckue ['MICO umerot aeduuut SDH. Onyxomnu y manueHToB
¢ Tpuanoi Kapuu 06s14H0 nokaspisatot sanuMyTtanuio SDHC. SDHA — naubonee
YaCcTO BCTPEYAIOLIHMICSA MyTaHTHBIH reH cyobeanHunsl (~ 35 % SDH-nedunurHbix
I'"CO), 3a xoropsim cnenytor SDHB, SDHC u SDHD. Peaxue 'MCO cBsizanbl ¢
myTanusiMi NF1 (KoTopbie SIBISIFOTCSI N3MEHEHUSIMH 3apOJIBIIICBON JIMHUK Y T1a-
LEHTOB ¢ HeHPOoPpHUOPOMATO30M 1-ro THIA HIIH, PEIKO, COMATHYECKHIMHU MYTaIlH-
ssmn), BRAF wimn KRAS. TTogo6no mytanusim KIT u PDGFRA, ati nsmeHenus
TaKKe MPUBOAAT K akTHBHOCTH IyTH RAS/RAF/MEK.

B OGonbummHCTBE cilyyaeB (3a HCKJIIOUGHHEM omyxoneil ¢ neduuutom
SDH) 'MCO nporpeccupyloT IIyTeM MO3TarHOrO MPHOOPETEHUSI XPOMOCOMHBIX
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W3MEHEeHUH, KaXJ0e U3 KOTOPBIX, BEPOSITHO, WHAKTHBHUPYET T'CHBI-CYIPECCOPHI
omyxonu: motepst 14q (nensix 70 %), 3a Kotopoii cinenyer morepst 22q (~ 50 %),
Ip (~ 50 %) u 15q (~ 40 %). MAX — a0 14q ren-cynpeccop omyxomneit [CO,
MHAKTUBUPOBAHHBIM Ha paHHEH cTaguu (IPU MHUKPOCKONHMYECKHUX OIyXONSX U
OITyXOJISIX HU3KOro pucka). MHakrusupyromue myrauuu B CDKN2A, TP53 u RB1
obHapyzxensl B I'TICO u3 kareropuii 0osee Bblcokoro pucka. Muaxkrusanus DMD
SIBJISIETCS TIO3THUM cOObITHEM B IiporpeccupoBanmu [ UCO, BBISBISETCS TOYTH BO
BCEX MeTacTaTH4ecKux odyarax. O4eHb pefkne Cllydan COAEpIKaT CIUSHUS TeHOB
NTRK3 wmm FGFR1.

OcHOBHBIE U KeJIaTeJbHble AMATHOCTHYECKHe KPUTEePHHI

OcHosHnble: NHTpaMypalbHasi, OCIU3UCTast WU CyOcepo3Hast OIyX0llb; Bepe-
TEHOKJIETOUYHAs], SIUTENUONIHAs WK cMelnanHas Mopdomnorust; KIT- w/umu DOG1-
MMMYHOTIO3UTHBHOCTB; nioTepsi SDHB y manuenros ¢ SDH-pedummrasmvu ['CO.

Kenamenvnwie: mytanuu resa KIT i PDGFRA npumvepno B 85 % omyxomnei.

CraaupoBanue

Crparudukanus pucka NpeArnoYTUTENbHEe aHaTOMUUECKON CTaluH.

IIpornos

HaubGonee DOKYMEHTHPOBAHHBIMU I[IPOTHOCTUYECKUMHU IMapaMeTpamMu s
I'YICO sBRSIFOTCSI MUTOTHYECKAsI aKTHBHOCTD, pa3Mep OITyXOJM H aHATOMHYECKOe
pacmonoxenue (tabm. 2). IlojcdeT MHTO30B TPOM3BOANTCS Ha IUIOMATA 5 MM?,
YTO B OOJIBIIMHCTBE COBPEMEHHBIX MUKPOCKOIIOB COOTBETCTBYeT 2025 moJsiM ¢
40-KkpaTHBIM YBEJIMUCHNEM OOBEKTHBA U CTAaHIAPTHBIM JUAMETPOM OKYJsipa (yBe-
nmuuenue x 10).

Tabruya 2
B3aumocssi3b koin4ecTBa MuT030B 1 pasmepa 'HCO c¢ nporpeccueii 3a00;1eBanus,
OCHOBAHHAsI HA KPYIMHBIX JUIMTEJbHBIX HCCJIeI0BAHUSX, IPOBeAeHHBIX UHCTHTYTOM
naroJioruu Boopyxkennbix cui CIIA (AFIP)

Yuc10 MUTO30B, IIpoueHT nporpeccun®
Kareropusi | Pa3smep, cm )
MHTO3bI/5 MM Keaynox Tonkas Kumka

1 <2 <5 0 0
2 Or2m05 <5 1,9 43
3a Ot 5 1o 10 <5 3,6 24
3b > 10 <5 12 52
<2 >5 0 50

5 Or2 o5 >5 16 73
6a Ot 5 0 10 >5 55 85
6b > 10 >5 86 90

* IpuBenennsie mudpsl s [MCO kaxaoro pasMepa ykasblBAalOT Ha IPOLEHT IPoOr-
peccupyrommx 3aboneBaHMil (MeTacTa3sMpOBaHWE WIM CMEPTh B pe3ynbrate 3abonepa-
HYs), HAOMIOAaeMBblil B KOTOPTaxX MAI[MEHTOB B TEUEHME [UTMTEIHHOTO TEpHOaa HAaOMIOACHNMS.
IMporroctuueckas oreHka I'MCO Bcex y4acTKoOB, HE OTHOCSIIINXCS K JKEITyIKY, COOTBETCTBYET
kputepusm st TUCO tonkoii kumiku. JlanHsle npencrasnenus! Miettinen and Lasota (2006).
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Ota mporHocTudeckas oLeHka jyqme Bcero npumenuma k KIT/PDGFRA-
myTtanTHbIM [ ICO. B nenom, kumeunsie 'MCO u TUCO ¢ nedunurom SDH 60-
Jee HempeackasyeMbl. OMyXonu ¢ HU3KUM KOJIMYECTBOM MMTO30B MOTYT JaBaTb
METacTa3bl, B TO BPeMsI KaK OITyXOJH ¢ 0oj1ee BEICOKUM KOJIMYECTBOM MHUTO30B MO-
I'yT OCTaBaThCsl HEAKTUBHBIMU B TE€UCHUE AJIUTEIBLHOIO BpeMeHU. MHoOrue mnamu-
entbl ¢ SDH-nedunutaeiMu TMUCO ¢ MeTactazamu B IEYCHb MOTYT BBDKHUBATh B
TeUeHUe MHOTUX JIET WIN JecaTUIeTuil 6e3 crenuduueckoro JeueHus, B OTINIIe
ot manentoB ¢ KEPDGFRA-myTtantasiMu ['TICO, kotopbie OBICTpO Tporpec-
CHPYIOT IIPH METacTa3upOBaHUU. Pa3pbIB OIMyXONu sBISETCS AONOIHUTEIBHBIM
HeOmaronpustHeiM pakropoM 1pu [MCO. Tlpunnumnbel kinaccuGUKau capKkomM
MArkux TkaHed He npuMeHUMbl K [MICO. UToObI yTOUHUTH CTENEHb PUCKA JIJIS
PacCMOTPEHUsI aJbIOBAaHTHOH Tepamnuu, ObUIO MPEIOKEHO BKIIOUUTH pa3Mep U
KOJINYECTBO MHTO30B B KaU€CTBE HENPEPHIBHBIX [EPEMEHHBIX, KOTOPbIE JOKHbI
OBITH YYTEHBI BMECTE C aHATOMUYECKUM MECTOIIOJIOKEHUEM B IPOTHOCTHUECKHIX
OLIEHKAX, TAKUX KaK HOMOIPaMMBbI WU IPOTHOCTUYECKUE KAPThI.

Craryc MyTaluy MpeNCcTaBIseT cO00H KaK MPOTHOCTUYECKUH, TaK U Mpe-
CKa3aTelbHbI (IpeaukTuBHbIN) dakrtop. B nemom KIT-myTanTHBIE OIyX0uu
HUMEIOT TEHJIEHIINI0 BecTH cebst Oosnee arpeccuBHO, yeM PDGFRA-MyTaHTHBIC
w Tprwkasl HeratuBHble (KIT/PDGFRA/BRAF — «aukuii» THIT) OITyXOJH.
Hawnnyummii pesynerar, mo-suauMomy, cBsizad ¢ Mmytanusmu PDGFRA sx3o0ma 12,
KIT sx3o0na 12 u BFIAF. IIpomexyTo4HBIi pUCK, IO-BUAUMOMY, cBsi3aH ¢ KIT/
PDGFRA/BRAF — «mukumy» tunom u ¢ mytaiusymu KIT sk3ona 17, PD&FRA
sk30Ha 18 (p.Asp842Val) u PDGFRA sk30Ha 14.

Hawnxynmmit ucxon, mo-suauMomy, cBs3at ¢ mytarusimu KIT sx3om0B 9 11 11
u PDGFRA sx30Ha 18 (non-p.Asp842Val). Cratyc MmyTanuu TaKxe npeicka3biBacT
OTBET Ha IMAaTUHUO, TTpu 3ToM MyTaHTHast orryxoib KIT sk30Ha 11 gemoncTpupyeT
CaMyI0 BBICOKYIO CKOpOCTb 0TBeTa, a MyTaHThl PDGFRA sk30Ha 18 (p.Asp842Val)
JIEMOHCTPHUPYIOT MEPBUYHYIO PE3HCTEHTHOCTb. MONIEKYIAPHBIM CTaTyC TaKxke
BJIMSIET Ha BBIOOP 103bI UMAaTUHUOA, IpH 3ToM MyTaHThl KIT 3k30Ha 9 nosyvaor
6oee BrIcOKYHO 103y (800 mr BmMecto 400 mr). [Tocneayromine MyTaluy CBsI3aHbI
¢ IPHOOPETEHHOH yCTOHYNBOCTBIO K UMaTHHUOY. Bropuunsle myTanuu reHa KIT
yaie Bcero oOHapyxuBaroTcs B ATD-cBsI3bIBaIOIIEM KapMaHEe JTOMEHA KHHA3bI
(3x30HbI 13 1 14) win B nemie aktuBauuu KuHa3bl (3k30HbI 17 1 18). Kak KIT/
PDGFRA/BRAFISDH — «aukwuit» tur, Tak u NF 1-acconmupoBannsie [ ICO xa-
PaKTEpU3YIOTCSI OTCYTCTBUEM UyBCTBUTEILHOCTH K UMATHHUOY.
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