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Pesrome

Heitpodu6pomaTossl — 3T0 rpymnmna Hacuaef-
CTBEHHBIX MOHOTE€HHBIX 3a00/IeBaHUII C Bapu-
a6eTbHOI SKCIPECCUBHOCTDIO, XapaKTepPU3yI0-
IascsA pasBUTIEM MHOXXeCTBEHHBIX OIIyXOJIel
B TKaHAX HEIPOIKTOIePMaJIbHOTO IIPOUICXOXKIe-
HusA. HecMoTps Ha cX0XeCTb PeHOTUIINYECKIX
IIPOABJICHNUIL, Kaxkiasd u3 GopM OTIMYAeTCH 110
CIIEKTPY KIIMHUYECKUX IPOABJIEHNII, BO3PacTy
He0I0Ta IePBBIX CUMIITOMOB, TAXKECTHU TeUeHM ],
MOAXO/IaM K JIe4E€HNI0, PEe3yNbTaThl KOTOPOTO

OTpPaXKAITCS HAa IPOTHO3€ U KadeCTBe >KU3HU
OOIbHBIX.

B crarpe nmpepcTaBieH aHaIU3 JaHHbBIX OT-
€4eCTBEHHBIX U 3apyOe>KHBIX UCCIIelOBAHNIL
II0 U3yYeHMIO pas3IMYHbIX GpopM Helipodudpo-
Marto3a. [IpuBefieHbl 0COOEHHOCTY MaTOreHesa,
KJIMHUKIY, MOJIEKY/ISIPHO-T€HETHYeCKIX OCHOB
3ab0/eBaHMs1, COBpEMEHHBIE BO3MOXKHOCTM JIMa-
THOCTUKM U JIeY€HNsI, B TOM YHUCTIe Ha IIpUMepe
2-X COOCTBEHHBIX KITMHMYECKUX HAOMIO/IeHII.

Knrouesspie coBa: HelipoduOpomMaros, IIBaHHOMATO3, KIaccupuKalys, TapreTHas Tepamus,

IUIIePIIUTMEHTHBIE IIATHA, GUOPOMBI
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Summary

Neurofibromatoses are a group of inherited
monogenic diseases with variable expression,
characterized by the development of multiple
tumors in tissues of neuroectodermal origin.
Despite the similarity of phenotypic manifesta-
tions, each form differs in the spectrum of clinical
manifestations, onset age of the first symptoms,
severity of course, and approaches to treatment,

the results of which are reflected in the prognosis
and patients’ quality of life.

Thearticle analyzes the data from domestic and
foreign studies on various forms of neurofibroma-
tosis. The diagnostic criteria, pathogenesis, molec-
ular considerations, and clinical manifestations, as
well as treatment, including the example of 2 own
clinical observations are discussed in this article.
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CTaTbn

BBenenue

Heitpodubpomarosst (HO) —aTo rereporennas
rpymnmna 3abojeBaHuil, OTHOCAMUXCA K (aKo-
MaTo3aM 3KTOMEe30/lepMaJIbHOTIO IIPOMCXOX-
TeHNA C MPeUMYyILeCTBEHHBIM ITOpakeHNeM
KO>XI, HEpBHO1, MBIIIEYHON 1 KOCTHOM CUCTEM.
HacnenyroTca no ayTocOMHO-JOMUHAHTHOMY
TUITY C BBICOKOJI IEHETPAHTHOCTHIO TEHOTUTIOB
1 Bapuabe/IbHOI 9KCIIpecCUBHOCTBIO. IIpumepHO
nonoBuHa cny4yaes HP ABnAoTCA cnefncTsueM
HOBBIX MyTallMii, KOTOPbIE IepeflaloTCA MOCIe-
RylomyM nokonenuaM [1]. Jo onybnukoBaHus
MKB-11 6b1710 BBIJIENIEHO U ONMCAHO 8 TUIIOB
HelipodubpomaTosa. Heitpodpubpomaros I n II
TUTIOB CBAI3aH C MyTallMAAMU COOTBETCTBEHHO Ha
xpomocoMax 17q11.2 m 22q12.2. Paciono>xeHHble
3/1eCh F€HbI KOIUPYIOT CMHTE3 CyIIPECCOPOB OIy-
xoneBoro pocra. [Tpu renerndeckom edexre
B COOTBETCTBYIOIIMX XPOMOCOMaX JIMHAMMU-
YyecKoe paBHOBECHE PETYNAIIUM POCTa CMela-
eTCsl B CTOPOHY Iponudepanuy 1 BOZHUKAET
TOoOpOKavyeCTBEHHBIN OIyXoneBblil pocT. Oba
3aboneBaHus xapakrepusytorcs 100% mene-
TPaHTHOCTBIO U IINPOKOV HEHOTUIINYECKOIT
BapuabenbHOCThI0. OTINIUTETBHBIMI 0COOEH-
Hoctsamu HP1, panee ussectHoro (MKB10 kop
Q85.0) xak 607e3HDb PekIHIXay3eHa ABIAIOTCA
IISITHA I[BeTa «Kode ¢ MOTTOKOM» U Heltpodu-
6pombl. HO2 MOKeT MMETh TaKume >ke KOXKHbIe

B MKB-11 nepeunicneHHbie $opmbl NpefAcTaBieHbI

cnegyowmm obpasom:

LD2D.1 Heripodpubpomaros

LD2D.10 Heitpo¢ubpomaTos 1 tuma.
LD2D.11 Heitpo¢ubpomaTos 2 tuma.
LD2D.12 HeitpopubpomaTos 3 tuma.

npossyenns, kak u HP1, kpome TOro, BLICOK
PUCK pa3BUTHA HMIBAHHOM BeCTUOYIOKOX/Ieap-
HOTO HepBa, MEHUHIVIOM U 3IEHIUMOM [2, 3].
Heitpodubpomaros III Tuna xapakrepusyercs
codyeTaHMeM IIPU3HAKOB Hepodubdpomarosa I n 11
TUNOB, Heltpodubpomaros IV tuma Hanuuuem
mudPysHbIX HeIIpoHUOPOM U IUTMEHTALINN IO
tumny «koge ¢ momokom». Heitpodpubpomaros
V Tumna npencrasisfeT co60il cerMeHTapHYIO
¢dbopmy HeltpodubpomaTosa ¢ ToKanIU3a e
B OHOII 06JIaCTH Te/la MM B OJHOM OpraHe.
Heitpodubpomaros VI Tima nposBiseTcs Tonb-
KO Ha/IM4yeM MIATeH [0 TUIY Koge ¢ MOTOKOM.
Heitpo¢pubpomaros VII tuna ornmgaercs 6onee
IO3[JHMM Ha4yaJIOM U PasBUTUEM U30/IMPOBAH-
HOI1 Helipo¢pubpocapKoMbl, Heitpodubépomaros
VIII Tumna - cMemnranHas, BO3MOXKHBI pa3ifyHble
COYeTaHM BhIIIEYKa3aHHBIX CUMIITOMOB.

B nocnenHee BpeMs GONBIINHCTBO U3 BbI-
LIeTepevyc/IeHHbIX popM Helipodubpomarosa,
KpoMe Heltpodubpomarosa Il tuma, cunrarmrcs
abopTuBHBIMU PopMaMu HeltpopubpomaTosa
I Tuna u B KaueCTBe CaMOCTOATEIbHBIX HO30-
normdeckux ¢opm He Boigensiorcsa. Hanbonee
pacmpocTpaHeHbl Helipopubpomaros 1 Tuma
(96%), 3a HUM crenyeT HelipopubpomMaTos 2 TiIa
(3%) 1 MeHee n3BecTHas popMa — LIBAHHOMATO3
(ILIBMT) [4, 5.

In International Classification of Diseases for
Mortality and Morbidity Statistics, 11th Revision,
v2023-01 (ICD-11) the listed forms are as follows:

LD2D.1 Neurofibromatoses

Neurofibromatosis type 1 (LD2D.10)
Neurofibromatosis type 2 (LD2D.11)
Neurofibromatosis type 3 (LD2D.12)

Heiipodubpomaros 1-ro Tuima — MOHOTeHHas
6071€3HD C ay TOCOMHO-TOMJMHAHTHBIM TUIIOM Ha-
CllefloBaHM A, BCTpeYaroljasAcsa BO BCeX CTpaHaxX
Mupa co cpepHen 9yactoTon B mupe 1:3000 nHa-
cenenuA. [IocKonbKy OCHOBHBIM KTMHUYECKUM
nposipnenueM HO1 ABnA0TCA MHOXKECTBEHHbBIE
HeOIlJIa3MBbl, JaHHOe 3a00jIeBaHMe OTHOCUTCS
K TPYyIIIe HaCleJCTBEHHbBIX ONyXO0/IeBbIX CUH-
npomos [6, 7].

ITatorenes. HO1 06ycn1oB/eH aTOreHHBIMY
BapmaHTaMy reHa NFI, pacnono)XeHHOTO Ha

xpomocoMme 17q11.2. [8]. T'en NFI xopupyer Ge-
JIOK HelfpopUOPOMIH — HETaTVBHBII PETyIATOP
Ras-onmocpenoBanHOro curanuura B mytu Ras-
MAPK. IToTeps akcIipeccuy 060UX ajieieit reHa
NFI nprBOfMT K IEpMaHEHTHOI aKTUBAIUN
Ras-3aBUCHMBIX CUTHaNbHBIX ITyTel, CTOCO6-
CTBYA OIyX0seo6pazoBanmio [9].
Knuanyeckas kapruna. HOI asnaerca npo-
rpeccupyomuM 3abonesanneM. HecMoTps Ha TO,
4TO BO3PACT NPOAB/IEHMA KIMHIYECKUX ITPU3HA-
KOB TaK)Ke BapblpyeT MeXX/[y UHAVBUYYMaMU,



BBIJIE/IAIOT KIMHIYEeCKIe IPU3HAKI, /IS KOTO-
PpbIX XapakTepHa 6o/ee paHHASA MaHU(eCTaIIA.

K nepBsIM crienndpuueckuM KIMHINIECKIM
nposisreHnsiM HOL 0THOCAT IUIIepInTMEHTHPO-
BaHHBbIE IIATHA Ha KOYKe I1BETa <KO(e C MOTOKOM,
mnekcudopmuble Helipodubdpomsr (ITHD), Tu-
OuanbHYI0 ¥ OPOUTANBHYIO NUCTITA3MMU U TICEB-
noapTpos. [JaHHbIe KIMHNYECKIe IPOSBICHI A
BO3HUKAIOT B M/IaJIeHYeCTBE MM SBIAIOTCH
BPOX/IeHHbIMI. B paHHeM [jeTCTBe K TaKOBBIM
OTHOCSTCS ITINOMBI 3PUTENLHOTO YT, XMA3MBl,
3ajiep>KKa IICMXOMOTOPHOTO ¥ IICHXO0-PeYeBOro
PasBUTHUS, CUHAPOM fieDUIITa BHUMAHS U TY-
HepaKTUBHOCTH, PACCTPOICTBA ay TUCTUYECKOTO
CIIEKTPa, B IIOAPOCTKOBOM IIePIOfie BOSHUKAIOT
TUIIEPIIMTMEHTALVS B IO/ MbIIIETHON I [TAXOBOI
006/1aCTsX 110 TUIY «BECHYLIYATHIX TPO3/bEBY,
BBIpa)KeHHas CKOMMOTUYeCKas fedopManus
HO3BOHOYHNKA, FAMapTOMBI Paf{y >KHOI 0607104~
k1 r1asa (ysenku JIuina), BO3SMOXXHO pasBUTIE
[IMOMBI CTBOJIA TOJIOBHOTO MO3ra. Y Ial[eHTOB
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¢ [TH® cymecTByeT puck ux TpaHcpopmanuu
B 3/I0KaYeCTBEHHbIe 00pa3oBaHMA 000I0YeK
nepudepnveckux Hepsos (300ITH). Y manu-
eHTOoB ¢ H®1 noBbIleH pUCK pasBUTHUA paKa
MOJIOYHOJ K€JIe3bl U I7TIMOM BBICOKOJ CTEIEHN
3710Ka4€CTBEHHOCTY IIPY XYAIlIeM ITPOrHO3€ BbI-
skuBaemoctu [10].

Huarnoctudeckue Kpurepun. CUMITOMBI
H®I moryT 3Hau4MTENbHO PA3INIATHCA Y pas-
HBIX MaI[MI€HTOB, II03TOMY ITOCTAaBUTb CBOEB-
PEMEHHBIIT JI TOYHBII IMarHO3 ObIBAET CTIOKHO.
HanyonanbHble MHCTUTYTHI 3/[paBOOXPaHEHNA
B 1987 rogy npumamu K eIMHOMY MHEHIIO OTHO-
CUTEJIbHO JYarHo3a, 00yCIOBIEHHOTO KJIMHI Ye-
CcKMMM Bapuanuamu. B 2021 rogy 6b171 NIpoBeJeH
nepecMoTp Kpurepues. OOHOBIeHHAs BepCus
M03BOJISIET MOCTAaBUTD AMATHO3 IIPY HaMU4IUK
reTepO3UTOTHOTO MaTOTeHHOro BapuaHTa B NFI
COBMECTHO C 1 KIMHMYECKUM HPOABIEHUEM UTI
Haju4yueM popcTBeHHMKa 1-11 mnany ¢ HO1 tumna
(11, 12] npencraBneHa B Tabnuma 1.

A. JTns manyeHToB 63 ceMelHOTO aHaMHe3a JYarHo3
MOXXET OBbIT ITOCTABJICH IIPY HAINYNY 2 IIPU3HAKOB
U3 CTIeYIOMINX:
o 6 yIn 60JIee MATEH II0 TUITY KKO(e C MOTTOKOM»
>5 MM B Impemny6eprare 1 >15 MM ocie mybepraTta;
o BECHYIIKN B IIOMbILIEYHOI VIV TTAXOBOI
obnacTu;
o 2 vy 60oree HeltpoduOpoOMBI TH060r0 THUIIA MU
1 rexcudopmHas Heitpodubpoma;
e IJIVIOMa 3PUTEIbHOTO HepBa;
o 2yt 6onee y3enka JInira wau 2 win 6omee
AQHOMa/IM XOPYIOMTeN;
o XapaKTepHOe Opa)KeHNe KOCTell (KIMHOBYIHASA
IVICIITa3Visl VUL IICEBL0APTPO3);

B. Jl/1s1 nanjueHTOB C CeMEeHO UCTOPMel JOCTaTOYHO
JIVIIb OFHOTO IIPU3HAKA U3 IIePeYVCIEHHBIX BBILIE

o TeTepO3UTOTHBII IATOT€HHBIN BapuaHT B reHe NFI1.

A.In patients with a negative family history the
diagnosis can be established if there are two signs of
the following:
o six or more café-au-lait macules over 5 mm
in prepubertal individuals and over 15 mm in
postpubertal individuals;
freckling in the axillary or inguinal regions;
two or more neurofibromas of any type or one
plexiform neurofibroma;
optic pathway glioma;
two or more iris Lisch nodules or two or more
choroidal abnormalities;
« a distinctive osseous lesion (sphenoid dysplasia or
pseudarthrosis);
o heterozygous pathogenic mutation in NF1.

B. In patients with a positive family history the
diagnosis can be established if there is only one of the
signs listed above

IT'eHeTnyeckoe TeCTUpPOBaHME MOXET IIPO-
BOAMTBCSA /1S MOATBEP)KAEHU AMarHO3a B CO-
MHUTETbHBIX CITYYasIX U /151 OKa3aHM A IIOMOIIU
B IIPSIMOM CKPUMHWHTE YIeHOB CeMbH (T.e. Ipo-
BOAUTD IleJieBOe TeCTMPOBAaHMe Ha MYTAINIo,
BBISIBIEHHYIO y IpO6aHfa, a He KOMIUICKCHBII
aHajM3 MyTaluil BCero rera). [eHerudeckoe
TEeCTUPOBaHME HEOOXOAMMO MIJIsI IIPEeHATab-
HOI VIV TTPEVMIUTaHTAI[MOHHOV MATHOCTUKN.

ITonoXXUTeNbHBLI pe3y/IbTaT TECTa Ha MY TaLVIO
NFI He 103BO/IAET IPEACKa3aThb TAXKECTb UIN
OC/TOKHEeHU s 3a00/IeBaHMsl, 32 HEKOTOPbIMMI
cuenudryeckummn nckmodenusmu [13].
Jleyenme. Xupyprudeckue MeTOJbI IeUYCHIE
omyxoneit npu HO1 yacTo upeBaTo pa3ButueM
PeLVINBOB, OCOOEHHO IIPU MIeKCU(POPMHBIX
Helipodubpomax BeiefcTBIUE UX NHPUIBTPa-
TUBHOTO POCTa I HEBO3MOXKHOCTH yAaTeHM A

Ta6bnuua 1.
[lnarHoctuyeckne Kpu-
Tepun Legius, 2021 r.
Table 1

Legius diagnostic crite-
ria, 2021
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Puc. 1
funepnurmeHTHble
nATHa.

Fig.1
Hyperpigmented spots
Puc. 2
MnexkcnpopmHan Heit-
podubpoma u nocne-
onepawLoHHbI pybeL
B 0bnacTtv npasoi
cTonbl.

Fig. 2

Plexiform Neurofibro-
ma and postoperative
scar in the right foot.

BCeX YacTell Heoma3M. [JOMOMHUTETBHBIM
MPUEMOM, TTO3BOISAOIIMM MUHUMU3UPOBATD
IIOBTOPHOE ITOSIB/ICHNE OIIYXOJIeil U JUCCEeMUHA-
110 HeMpodrbpoM Imocrte oreparuy, sBaseTCs
9MO6OMM3aL s APTEPUIL, TUTAI[UX ONYXOTb.
Hamnbonee mepcrnekTUBHO COOMIONeHME IPUH-
LIMIIOB a0/IaCTMUKY ¥ aHTUONACTUKY Iy TeM IIPU-
MEHEHM I XUPYPIUYeCKOro jasepa U NeKTPo-
muccexnuu [14].

B Hacrosiiee BpeMsi JOCTYITHA ITATOTeHe T Ye-
cKas Tepamus HelipodubpomaTosa 1 Tuna npu
pasBUTUU Heollepabe/IbHBIX MIeKCU(POPMHBIX
Helipo¢pubpoM. IIpuMeHseTcsa mpenapar ceny-
MeTHHUO, KOTOPBII Oy 4T CTaTyC OpdaHHOTO
JIeKapCTBEHHOT0 cpefcTBa [15]. Pesynbrarsl ero
VICIIONIb30BaHNA 3a PyOe>XoM, B Halllell CTpaHe
U HaMy OOHaeXKUBaoT [16].

Knununyeckmii cmydaii Ne 1. ITanuenTka B.,
2009 ropma poxXageHuA.

Pe6eHok 0T 3 6epeMeHHOCTI IPOTEKaBIIIel Ha
(hoHe yrpospl IpepbIBaHK: Ha 24 HefleNe recTa-
1, 2 pofoB Ha 3611 Hezernte. B poprax achukcus,
IBOJHOE OOBMTME IYIIOBUHBI BOKPYT e IIJIO-
na. Macca npu poxxpenun 2790 1., pocT — 49 cm.
ITocne poxpeHns OblIa IepeBefieHa Ha 211 9Tall
BbIXa)K/BaHM, TTle HAXO[IM/IACh Ha IPOTS>KEHUN
2x Hegenb. Pocya u pasBuBanoch ¢ HeOOBIION
3asiep>kkoil. C paHHero Bo3pacra OTMeJanoch
60/IbIII0E KONIVYEeCTBO IUIIEPIIUTMEH THBIX IIATEH,
OITyXOJIeBUIHOE 0Opa3oBaHIe B 00/1aCTV IIPaBOIl
CTOIIBI, BaXK/IbI OlepupoBaHHoe. B 11 et cran
IIPOrpeccUpoBaTh CKoMuo3. [luarnos gpubpoma-
To3a 1 THIa 6BIZT yCTAHOBIIEH B Bo3pacTe 13 ner,
Korfa MeTonoM cekBeHuposanns JIHK BersABneHa
reTepO3UrOTHAA MyTanuA B 25 3k30He reHa HP1.

Y MaTepy ManMeHTKM TaK>Ke MMEITCA KOX-
HbIe IPOsBJIeHNA Helipopubpomarosa 1 Tumna.

ITpy 06'beKTUBHOM OCMOTpE Ha KOXKe MHOXe-
CTBEHHBIE IIATHA KO(EIHO-MOIOYHOTO I[BeTa

nuamerpom 6osee 0,5cM. (puc. 1), BecHyIIKHN
B IIOIMBILIEYHO U [TaXOBOIT 00/1aCTH, IIJIEKCH-
dbopmuas HelipobudpomMa B 06/1acTH MPaBoOI
CTOIBI U IIOC/IeOIePalIOHHBII pybely (puc. 2).

Y manmmeHTKM BbIpa>kKeHHbIe KOCTHO-CKe-
netHble HapymeHus. Ha MPT nossonounmka
($poHTaNbHBIN 6alaHC TY/IOBMIA HAPYIIEH 3a
CYeT CMeIeHM A LIEHTPa TAXKECTU BJIEBO Ha 3 CM.
Ocp TynoBUIA MCKPUBJIEHA BO (PPOHTAIBHON
IVIOCKOCTY C OTK/IOHEHNEM B TPYLHOM OTHeNIe
BIIPaBO C BeplunHOil Ha yposHe Th7 Ha 2,5 cM
OT OTBeCa U B IIOACHUYHOM OT/ieTIe BJIEBO C Bep-
myHON Ha yposHe L2 Ha 3 cM. OTMedaeTcs BbI-
OyxaHue napaBepTeOpanbHBIX OTHENOB pebep
crpaBa fio 3 cM BbIcoTolL. CrieBa B IMOACHIYHOM
OTJie/le KOHTYPUPYeTCs apaBepTebpaIbHbIil
MBILIEYHBI BanuK. Pusnonorndeckye u3rnool
IIO3BOHOYHMKA CITIaJKEeHBI. B MecTax faBneHns
KOpCeTa OTMeYaeTCs Orpy0ieHe KOXKI U TUIIep-
nurMeHranus. Busyannsupyercsa S-o6pasHblil
IPYIOOMOACHNYHBIN CKOMNO3 C OCHOBHOI Jy-
TOii B TPYIHOM OTJE/Ie BIIPABO /10 35 TpajycoB
U IPOTHMBOAYTON B IOACHUYHOM OTZENE B/IEBO
I0 24 rpafiycoB (B HOMOXXEHUN CTOSI aHTYJIOMe-
TpUYeCcKIe IapaMeTPbl MOTYT OBITb HECKOIBKO
MHBIMM). BeplunHa NOACHUYHOI AyTy Ha Teme
L2. BepmuHa rpygHoit gyru Ha Th7. V3 neso-
TO CIIMHO-MO03roBoro orsepctusa Th6-Th7 mpe-
BepTeOpanbHO PacCIpOCTPaHAETCA KUCTO3HO-
CONIMJIHBIN y3€/ IUaMeTpoM 24-25MM JIMHHOI
33-34mMM. V3 mpaBOro CnmHO-MO3rOBOTO OTBEP-
ctust Th6-Th7 npesepTebpanbHO pacmpocTpa-
HSETCS KICTO3HO-COMMIHBII y3€/I [UaMeTpOM
14-15mm pnunHOM 40-41MM. Ilo mepumerpy
MpaBbIX 6-T0 U 7-T0 pébep pacpoCTpaHaeTcs
(mo cepeuHBI X 3aJHUX OTPE3KOB) COMUTHO-
KMCTO3HBII KOMIOHEHT ¢ pubpO3HOIL CTPO-
Mmoit. CTpykTypa 1 MP-aHaToMNsA CIMHHOTO
MO3Tra Ha OCTa/IbHOM I'PYZI0-TI0SCHUYHOM HPO-
TSOKEHMU U CIMHO-MO3T'OBBIX KOPELIKOB 6e3
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ocobenHocreit. OTMeYaeTCsi yMEPEHHOE pac-
[IVpeHVe NHTPACHNHAIBHBIX BeH B IPY/OIO-
SICHUYHOIT 30He (puc. 3).

JJaHHOII IMal[MeHTKe IIOC/Ie YCTAaHOBIEH NS
AMarHo3a HeomepabenbHOI IIeKC(OPMHOIL
HelIpopuOPOMBI aCCOLMMPOBAHHOI ¢ HEIPO-
¢dbubpomarosom 1 Tura, 6p/1a HaYaTa TAPreTHAS
TepaIus IPernapaToM 13 TPYIIIIbl NHIMOUTOPOB
KMHa3bl cenymernHn0. [Ipemapar mokasan xopo-
1y 3¢ GeKTUBHOCTD I [IePEHOCHMOCTb.

Kmuanmgeckuit cmyyait Ne 2. [Taguent .,
2014 roga poxxeHus.

PoxxpieH ot 1-11 6epeMeHHOCTH Ha (pOHe MaJIo-
BOZIMA, MMOIINY BbICOKOI cTenieny, XITH, xponu-
YEeCKOJ TMIIOKCUM TIJIOJIA, OT 1-X CPOYHBIX POJIOB
C OHOKPATHBIM TYTUMM OOBUTMEM IIyIIOBUHO
1Ien 11074, ¢ Becom 3300 r., mo Amnrap 5/8 6an-
noB. PanHee MOTOpHOE pa3BUTHE IO BO3PAcCTY,
pedeBoro - ¢ 3agepxKoit. C poxieHus y pebenka
0TMeYanoch OOJIbIIOe KOMMYECTBO TUIIePIINT-
MeHTHBIX IATeH. C BO3PacTOM MX YMC/IO U pas-
Mephl yBennunBaTcA. CTOUT OTMETUTD, YTO
y MaMBbl, 6a0yIIKY U IPYTUX POACTBEHHNUKOB
TaHHOJI CeMbJ OTMeYaeTCs1 6OTIbIIOE KOMUIECTBO
IATEH I1BeTa «Kode ¢ MoIokoM». B Bospacre 5T
neT manueHTy 6ui10 mposegeno MPT ronos-
HOTO MO3ra, BbIsiBIeHbl MP-nipusHaku Helpo-
¢dunbpomarosa 1 Tuna B BuJie MATOMOTNIECKUX
M3MEHEHNIT Ha yPOBHE TMIIOTaaMyca 1 110 X0y
IIPaBOTO 3PUTEILHOTO HepBa. B 6 1eT moABMINICH
60/I1 VL OTeYHOCTH IPAaBOr'0 KOJICHHOTO CYCTaBa.
Ha Y3V mpaBoro KoneHHOTO CycTaBa BbIABIEH

mumdocras 6egpa. ObpasoBaHme 10 IepeHel
IMOBEPXHOCTM 4-T71aBOI MBIIIBI 6expa. boin
KOHCY/IbTUPOBaH X1UpyproMm. IIposeneHo rexe-
THUYeCKOoe MCCejoBaHme. BoisiBena rereposn-
rOTHas MyTanusA B 44 sksone reHa NF1.

dusnveckoe pa3BuUTHe MAl[MEeHTa CPEHEE,
rapmoumnvHoe. KoxxHble TOKPOBBI ¢ 60/MBLUINM
KO/IMYeCTBOM TMIIEPIIUTMEHTHBIX IISITEH I[BeTa
«kode ¢ MOTTOKOM», pasMepsl oT 0,2-15 cM Ha
KOHEYHOCTAX, TynoBuine u mee. OrMevyaeTcs
yBeIMYeH)e MATKUX TKaHell IepeHell HoBepX-
HOCTM IpaBoOro Oefipa 1 roieHn, pa3anuToro xa-
pakTepa, 3aHMMalomee g0 15% 1o Bceit HoBepx-
HOCTU HVKHEI KOHEYHOCTH, HE3HAYUTEThHO
UTMeHTUPOBaHO. [IpaBast HYKHS I KOHEYHOCTh
yBe/nu4eHa B o0beMe Ha YPOBHE CpefjHell Tpe-
i 6empa u cpefHet Tpetu roneHn. JIoKaabHO
B 00/1aCTH IepeHe-1aTepaibHOI TOBEPXHOCTI
IIPaBOr0 KOJIEHHOTO CYCTaBa U HIDKHEN TpeTu
IIpaBoOro Oefipa IOJKOXKHO OIpeReNseTCs OIy-
Xo7neBuiHOe obpa3oBaHume, OOMINPHOE, TECTO-
BaTOV KOHCUCTEHI[UN, 6e3001e3HeHHOe P
IasibIanuy, He GIIOKTyupyer, 6e3 IpU3HaKoB
BocmaneHus (mekcudopmHas Heitpopubdpoma).
IIpaBas HUIKHASA KOHEUHOCTD J/IMHHEE JI€BOI
Ha 4-5 cm (puc. 4).

Y pebeHKa OTMedYalTCs HPU3HAKU KOT-
HUTUBHOW HEJOCTATOYHOCTU, HE3PENOCTHU
9MOIIMOHATbHO-BONIEBOIT chepbl. MeHUHTe-
aZIbHBIX ¥ 00IE€MO3TOBbIX CUMIITOMOB HET.
YMH 6e3 Bugumoit naronorun. I[lapesos,
aTaKCKY, TUIIepKUHe30B HeT. HapymreHna mo-
XOIKa 3a cueT yKopodeHus Horu. Ilanuent

Puc. 3

MPT no3BoHouYHMKa
1 CMHHOTO MO3ra.
Fig.3

Magnetic resonance
Imaging (MRI) of the
spine and spinal cord.

Puc. 4.

ACMMETPUA HUKHUX
KOHEeYHOCTeN

Fig. 4.

Asymmetry of the low-
er extremities
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HaO/TIOaeTcs ¢ AMarHo3oM HeitpopubpomaTos
1 Tu1m, ayTOCOMHO-TOMUHAHTHBIN TUII HacTe-
TOBaHMA B HECKONbKUX MoKoneHuAX. ITocne

YCTaHOBJIEHUA MarHO3a HayaTa TapreTHas Te-

pamnus npenaparoM cenyMeTuHu6. Karamues

HaOTI0feHM 3a MALMEeHTOM Ha (oHe IpueMa

IIperapar leMOHCTPUPYeT BLICOKYI0 3 deKTHUB-

HOCTb U 6€30I1aCHOCTD TepaIN.
O6cyxpenue. IIpencraBneHHble KINHIYE-

CKJle HaOMIONeHN A YKa3bIBaI0T Ha HEOOX0onu-

MOCTb MeIMKO-T€HEeTUYECKOTO KOHCY/IbTUPO-

BaHMA ceMell B cnydaax BolABneHusa HO pgna

paHHero BeIABNeHMUA MyTanunu. Kpome Toro,

TaKye MalMeHThl HO/DKHBI PeryIsApHO HabIIIo-

JaThbCsA BpadyaMM M HaXOAUTHCA Ha JUCIIaH-

CEpHOM y4YeTe y HEBPOJIOTOB, Je€PMaTOIOTOB,

HEeIpOXMPYProB, TEPANeBTOB, KapAMOIOTOB

U XMPYPTOB C 1|€/IbI0 CBOEBPEMEHHOII JMarHO-

CTUKU CUCTEMHBIX ITOPa)XeHM, ¥ KOPPEKIMN

BBIsABNIEHHOI naTtonorun. Ha cerognamnamni

TeHb eJMHCTBEHHBIN NpenapaT A1 TedeHn

H®1 - cenymeTnHu6, 0CHOBHOE [ie/ICTBUE KO-

TOPOTO HaIIpaBJIeHO Ha OIIOKMPOBaHYE IPOJIU-

(bepauyy OMyXonIeBbIX KJIETOK 3a CYeT CI0CO0-

Hoctu nHrubuposars MEK.
Heiipodpubpomaros 2-ro tuna (HO2) -

ayTOCOMHO-/JTOMMHAHTHBI CUHIPOM, NIpefpac-

To/Iaralol il K OIyXO/H, BOSHUKAIOUINUIL B pe-

3y/nbTaTe MyTallMii TeHa-CyIpeccopa OMyXonn

NF2 Ha xpoMocoMe 22, KORUpYyOlIeM 0e/loK

HelipoduOpOMUH-2, MK MePIUH (MOI3UHI3-

PUHpagUKCUHONIONOOHBIIT 6emok) [17].
Knuuuyeckaa xapruna. HO2 - 3abo-

neBaHMe, aCCOMMPOBAHHOE C Pa3BUTHUEM

OITyXOJIEN LEHTPa/JIbHOM HEPBHOM CUCTEMBI.

ITatorHomMoHMuHbIi npusHak HO2 - 6unate-

pajbHble BeCTUOYIAPHDIE IIBAHHOMBI — J1O-

6poxadyecTBEHHBIE OIIYXO/IM, BOZHUKAIOIUE U3

IIBAHHOBCKUX KJIETOK BeCTUOYIAPHON YacTU

VIII napsl YepenHO-MO3TOBOTO HepBa., HabMIIo-

parorcay ~ 90% nanuenTos. Knunamyeckas cum-

NITOMAaTHUKa, aCCOIIMMPOBAaHHASA C IPOTpeccueit

BeCTUOY/ILAPHBIX IIBAHHOM, BK/II0YaeT TUHHUTYC,

yXyZAlIeH)e CIyXa IO TTyXOThl M pa3BUTHE Be-

cTubynapHoi atakcun [17, 18].

Teuenne Heltpopubpomarosa II Tuna nmeer

3 OCHOBHBIX (PeHOTHIIA.

1. BpoXJieHHBII1, XapaKTepU3YOIINIICA IOABIIe-
HIIeM OV/TaTepaIbHbIX BeCTUOY/ISPHBIX IIBAH-
HOM B II€pPBbI€ MeCALbI )KM3HM, KOTOPbIE MOTYT
ObITH 6€CCUMIITOMHBIMM B TedeHre 10-207eT.

2. Tun l'apguepa (cpegHeTsXeNbIII), [eOIOTH-
pyIOLINI y B3pOCIBIX, IPEUMYILIeCTBEHHO
B IIPOMEXYTKe MeX/y 22 1 27 rofaMu, 9acTo
MPOSIBISAIOUINIICS UCKTIOYNTENbHO Oumare-
PaJIbHBIMU BeCTUOY/IAPHBIMY IIBAHHOMaMI.

3. Tun BumapTa (pacnmpocTpaHeHHBII) ¢ pas-
BUTMEM MHOXX€CTBEHHBIX OIYXO/eN ILeH-
TPa/JIbHOJ HEPBHOI CUCTEMBI, 9aCTO C IO3[-
HuM (B 30 j1eT) MOABIICHMEM BeCTUOYIAPHBIX
IIBAaHHOM.

Takast KTMHUYECKasi TeTePOreHHOCTh 00BsIC-
HAETCSA paCIPOCTPAHEHHOCTHIO COMATIYeCKOTO
MO3auIM3Ma, IIPY KOTOPOM B OpTaHM3Me IpU-
CYTCTBYIOT KJIETKM C MyTaHTHOJL I HOPMa/IbHOM
ayutenbio NF2. CornacHO anmuaeMnoIoTndeCKM
MCCTIeOBAHMUAM, MO3atdyHble GOPMBI COCTABIIS-
I0T IpUMepHO 1/3 Bcex cydaeB 3ab6omeBaHusA
M XapaKTepMU3YITCA Ty YIINM IporHo3oM. Ilpu
3TOM IpUMepHO B 50% cry4aeB MyTaluy AB-
JIAIOTCA CIIOPAJINYECKIMI, U, COOTBETCTBEHHO,
B CEMeITHOM aHaMHe3e MalVIeHTOB HeT CBelleHII
o Helipodubpomarose [2]. [TockonbKy y 6071b-
IIOTO KOMMYeCTBA MAI[MEeHTOB C IO/ TBEP>K/IeH-
HbIM nuarHo3oM H®2 Ha HavanbHOM 3Tare
MaHu}ecTal Uy He HaO/MI0AI0Ch IBYCTOPOHHIX
BeCTUOYIAPHBIX LIBAHHOM, OBIIO CO3aHO He-
CKOJIBKO IMAaTHOCTUYECKVX CTaHIAPTOB I
H®2. K HuM 0THOCATCSA MNWPOKO NPU3HAHHDIE
MaHuecTepcKMe KpUTEPUN, a TaK>Ke JIOIOTH-
Te/lbHBIe KpuTepnuyu HanmoHanbHBIX MHCTU-
TYTOB 34PaBOOXPaHEHMN s, IPe/iCTaBIeHHbIE
B Tabnuie 2.

HecMoTps Ha TO, 9YTO KIIMHUYECKIIE KPUTEPUN
UTPAOT 3HAYNTE/IbHYIO POJIb B IMarHOCTUKE
H®2, ux 4yBCTBUTENBHOCTD U CIIeUUPUIHOCTD
He ABJIAI0TCA aOCOMOTHBIMIL. B psfie cryyaes He
ypaeTcs nposectu guddepeHnanbHyIo fua-
rHocTuKy Mexxny HO2 u IIIBMT, u nanbonee
TOCTOBEPHBIM METOJIOM ABJISACTCS IPOBeieHNE
MOJIEKY/IIPHO-TeHe TUYeCKOI AMAaTHOCTUKY [19].

Jleuenne: JleueHne BefleTCA C y4acTUeM cCIie-
nuanuctos. Jledenne HD2 Bxirodaer B ceOsa
perynsapHoe HaO/moeH e HeBPOJIOTa, CyPHO/Iora
1 OKYJIMCTA, Kacamleecsa B IEPBYI0 ouepe/b
OIIyXO0JIelt CTyXoBoro Hepsa. O0s13aTeNbHO pery-
NsipHOE 00CTIeJlOBaHNe JI/Isl PAHHETO BbISIBIIEHNS
IPYTUX OIyXOJIell ¥ PYIUX 3a00/IeBaHMUII I71a3.

OCHOBHBIMU MeTOJaMM JI€YeHUS JaH-
HOJI TPyNIbl NAaIlMeHTOB ABIAITCA raMMa-
HOX, XMPypTUUecKoe yjJajleHue OMyXOoau
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OCHOBHbIe KpuTepum [lononHuTenbHble KpUTEPUN

,HBYCTOPOHHI/IC BeCTI/I6yIIFIpHI)IC IIBAHHOMBI VI

PocTBEeHHUK IIEPBOIT CTENIEHN POACTBA
C Heltpo(h1O6POMaTO30M THIIA 2 IITIOC
1. OZHOCTOPOHHAA BeCTUOY/IAPHAS MIBAHHOMA VI
2. JTro6bIe 1Ba U3 CIEAYIOUINX MPU3HAKOB:
MEHUHIUOMA, T/IOMa, IIBAHHOMA VI
I0BEHI/IbHbIE 3a/THIE XPYCTa/TNKOBbIE
IIOMY THEHL.

OIHOCTOPOHHAA BeCTUOYIAPHAs MBAHHOMA IUIIOC
mo6ble [1Ba 13 CTIeAYOMIX IPU3HAKOB: MEHMHIIOMA,
I7IMOMa, IIBAHHOMA V/I/ I0BEHV/IbHbIE 3a/JHIe
XPYCTaNMKOBbIE IIOMY THEHMSA VIV
MUHMMYM JiB€ MEHVHTMOMBI II/TIOC
1. OpHOCTOPOHHAA BeCTUOYIAPHAs IIBAHHOMA VTN
2. JTro6bIe fiBe U3: IIMOMBI, HelipopuOpoMbI,
LIBAaHHOMBI U KaTapaKThl.

C MICTIONTb30BaHUEM PAMIOTEPATINI V/VIJIN Pafuo-
XUPYPIUM WIN XMMUoTepannu. B HacTtosAmee
BpeMs UCIIONb3yeTCs COYeTaHNA HECKOIbKIX
9TUX METOJIOB B 3aBUCUMOCTY OT KJTMHUYECKOTO
IpOsIBIIeHNA 3a00/IeBaHIA, OfJHAKO, POJIb XUPYP-
TMYeCKOTO JIeUeHN A ABJIAETCA Befylell Ha BcexX
CTafiMM Pa3BUTHA U TYICTOCTPYKTYPBI OIYXOJN.
ONEeHMMOMBI M TJIMOMBI HU3KOW CTEIeHN
3nokavecTBeHHOCTN npu H®P2 BcTpevaroTca
3HAUNTEIbHO peKe M JIOKa/IN3YIOTCS IpenMylie-
CTBEHHO B CTBOJIC MO3Ta I B BEPXHMUX IIETHBIX
CcerMeHTax CIIMHHOTro Mo3ra. O3/10KavyeCcTBIEHEe
9TUX OIIyXOJIell IIPOUCXOUT PESKO U B 60Ib-
IIHCTBE C/Iy4aeB CBA3AHO C IIPOBE/IEHHOII Ty-
4yeBoli Tepanueit. [Ipy fBYCTOpOHHUX IIBaHHO-
MaxX HEBPMHOMAaX I COXpPaHHOM CITyXe JIedeHe
PEKOMEHAYeTCs HAUMHATD C OITyX0/IM MEHBIIETO
pasMepa, IpU CHIDKEHNY CITyXa — CO CTOPOHBI
Jydlle ciablamiero yxa. Ecnm nmocie monHoro
yAaneHns OIMyXO/N CIYX C 9TOI CTOPOHBI CO-
XpaHAETCS YHAOBIETBOPUTENbHBIM, TO CIEAyeT
YAAIATD PYTYI0 OIyXonb. Ec/u cmyx coxpaHnThb
He YJaJ/I0Ch, B OTHOLIEHNM OCTAIONIeiiCsl HeBPH-
HOMBI OITYXO/IM PeKOMEH/YeTCSl BbDKMAATeNbHA L
TaKTUKa, IpU HapacTaHUY CMITOMATHKM — 4a-
CTMYHOE y/ja/IeHMe e€ OIyX0/u (B CBA3M C BBICO-
KJM PUCKOM Pa3BUTHA IIYyXOThI) [19].
IIlBaHHOMATO3 — pefiKOe HaC/Ie[CTBEHHOE 3a-
6oseBaHMe, XapaKTepU3yIolleecs MOsABIeHIEM
MHO>XECTBEHHBIX lepudepruecKux 1 CouHaIb-
HBIX IIBAHHOM TepudepuvecKnx u, pexe, Kpa-
HMaJIbHBIX HEPBOB, a TAK)KEe MEHMHTUOM.
Hepenxo IIIBMT comyTcTByeT BbIpaskeHHBIN
HeBpomarudeckuit 6oneBoit cuHgpom (70%),
K BO3MOYXHBIM NMaTO(MU3NONTOTNIECKUM MeXa-
HM3MaM GOPMUPOBAHNSI KOTOPOTO OTHOCHAT
IIOTEPI0 HeMMEMHU3UPOBAaHHBIX C-BOJIOKOH,

UTPAIOIVX BeAYINYIO pOb B GOPMUPOBAHNUA
6071eBOJI YyBCTBUTE/IBHOCTI.

JmuTenpHOE BpeMs CYMTaNoCh, 4TO Ouare-
pabHbIe BeCTUOYIApHbIe IBAHHOMBI HA0/MIO -
I0TCS1 TOTIBKO ITpH Hellpodubpomarose 2 Tumna, HO
OIIpefie/ieHle TeHOB, yYaCTBYIOIMX B Pa3BUTHUN
IIBMT, no3BonnIo He TOMBKO YIY4YIINTD gua-
THOCTMKY 3a00J/IeBaHA, HO BIIOC/IELCTBUMU HIO-
Kasano, 4To nanuenTsl ¢ [IIBMT moryT nmetsb
(eHOTUII, TOTHOCTDBIO UAECHTUYHBI PEeHOTUITY
H®2 [20].

Sruonorus. B Hacrosiee Bpems naeHTndu-
LMPOBaHbI 2 TeHa, MyTal[My B KOTOPBIX NIPU-
BOZAT K Pa3BUTUIO BaHHOMaTOo3a: SMARCBI
u LZRTI. O6aresa joKanu3oBaHbl Ha JIMHHOM
iede 22-1 XpOMOCOMBI, Kak u ren NF2 [21].

B xn1mHMYeCcKoV MpaKTUKe BO3MOXKHO IpH-
MeHeHJe KPUTepueB AMarHOCTUKIU IIBaHHO-
marto3a MacCollin 2005 ropma (tabnuua 3) u
KpuTepues, paspaboTaHHBIX Ha International
Schwannomatosis Workshop 2013 r. (tabnura 4).

KnuHuko-reHerudeckne Koppenanuu. Bo
MHOTUX MCCIelOBAHMAX II0KA3aHO, YTO Y Hally-
eHTOB ¢ MyTanueii B LZTR] nabnopaercs 6onee
MHTEHCUBHBII 60meBoit cunapom [20]. B cBoto
ouepenb, MyTanua B rene SMARCBI aBnsercA
(hakTOpoM HEONMATOIIPUATHOTO IIPOTHO3a 3a CUET
TTOBBIIIEHHOTO PUCKA Pa3BUTHA 3/T0KAYeCTBEH-
HBIX OITyXO0JIelt 060/104ek nepudepriecknx He-
PBOB U aTUNUYHBIX TEPATOUHO-PaOIOMTHBIX
omyxoreit [23].

Cunppom Kopduna-Cuprca - pegxoe reHe-
TrYeckoe 3aboeBaHme, KOTOpPOe MOXeET code-
tarbcA ¢ IIBMT npu mokanusanny naToreHHOM
myTanuu B SMARCBI. B coMmaTiaeckoM 1 HeBpO-
JIOTMYeCKOM CTaTyce IpeBalNpyoT KOTHUTWB-
HbIe HapyIIeHN, afalITUBHBIE 11 IIOBeJleHYeCcKue

Tabnuua 2
KnnHuko-
AMArHoCTUYeckmne
Kputepun Hernpodu-
6pomaTtosa 2 Tuna
Table 2
Neurofibromatosis
Type 2 (NF Il) clinical
diagnostic criteria
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Ta6bnuua 3
[unarHoctnyeckne
kputepumn MacCollin
ANA WBAaHHOMATO3a
(2005 rop)

Table 3
Schwannomatosis diag-
nostic criteria
(MacCollin et al. 2005)

Twun gnarHosa | MpunsHakn

—

. Bospacr >30 net

2. IIBe u 6071€€ HETIOTKOKHBIE
mBaHHoMbI ([TTY)

. OrcyrcrBue BIIL

4. OTcyTCTBUE TATOT€HHBIX

MyTaumuit B rene NF2

W

. PogcrBennuk 1-it muaum ¢ INIBMT

Clinical signs

Diagnosis type

1. Above the age of 30

2. Two or more non-intradermal
schwannomas (HC !)

3. The absence of VS

4. The absence of pathogenic
mutations in NF2

First-degree relative with SWNTS

MyTaumuit B rene NF2

1. PopcTtBeHHUK 1-11 MMHUK
c HIBMT

2. PenTrenonormdeckne npusHaKu
HBIII (T'TI°)

MpumeyaHune.

LLIBMT - weaHHoMmaTo3; [TI"- Heo6xoanMmo ructonormye-
CKoe NofTBepKAeHNe AnA n 1 bonee onyxonen;

BLL - BecTnbynapHas weaHHoma; HBLL — HeBecTnbynsAp-
HaA WBaHHOMa.
*MNpun HecoMHeHHOM nnK Bo3MoxkHoM LLIBMT, orpaHuyeHHOM
OfIHOW KOHEYHOCTBIO AN 5 CMEXHbIM CerMeHTaMV Mo3BO-
HOYHVKa, CTaBUTCA AnarHo3 cermeHTapHoro LBMT [21].

paccTpoiiCTBa, MOTYT HAabOIIOZAThCA MUKPOILLe-
dbanus ¥ TpU3HAKYU BPOXIEHHON UCIIIA3UN
COEMHUTENBHON TKaHu [24].

JleyeHne 3aK/II0OYAETCA B KIMHUYIECKOM Ha-
OmoeHn N 3a 6eCCUMIITOMHBIMU MTaliMEHTaMU.
B ciry9asx mporpeccuu CUMITOMOB IPOBOJUTCS
XUPYprudecKoe BMElIaTeTbCTBO C LIEIbIO YIyd-
HIeHNA KadyecTBa kusHu [20].

3axmouenne. Heitpodpubpomarossl - rpymma
HaC/Ie[ICTBEHHBIX 3200/I€BAHNUI, IJISI KOTOPBIX
XapaKTepHa 3HaUMTeNbHAasI TeTEPOTeHHOCTD KN~

.. 1. .
HecomueHHbIiT* 2. HBII (ITT") 2. Non VS (HC)) Definite*
1. Bospact <30 net 1. Under the age of 30
2. [IBe 1 60/ee HETIOIKOKHbIE 2. Two or more non-intradermal
mBagHombl (ITTY) schwannomas (HC')
3. OrcyrcrBue BIIL 3. The absence of VS
4. OTcyTCTBIIE TATOT€HHBIX 4. The absence of pathogenic
MyTanuii B reHe NF2 mutations in NF2
1. Bospact >45 net 1. Above the age of 45
2. IIBe u1 6071€€ HETIOTKOKHBIE 2. Two or more non-intradermal
mBaHHoMbI (['TTY) schwannomas (HC')
3. OTcyTcTBUE CUMIITOMOB 3. No symptoms of VIII nerve
nopaxenus VIII maps! HepBOB dysfunction
Bosmokubtit* 4. OTCyTCTBUE MATOTE€HHbBIX 4. The absence of pathogenic Possible*

mutations in NF2

1. First-degree relative with SWNTS
2. Radiographic evidence of non-VS
(HC?)

Note.

SWNTS - schwannomatosis; HC" - histological confirma-
tion required at least for n tumors; VS — vestibular schwan-
noma; non-VS —nonvestibular schwannoma.

*The diagnosis is “segmental SWNTS” established when
the patient meets criteria for either “definite” or “possible”
SWNTS but limited to one limb or 5 contiguous segments
of the spine [21].

HMueckoro TedeHns. IlosBeH1e HOBBIX METOJIOB
IIaTOTeHeTMYEeCKOI Tepalluy X BBICOKMII PUCK
nepegadn 3a060/IeBaHNA IIOTOMCTBY 00yC/IOB-
VBT HEOOXOAMMOCTD PaHHEN JUATHOCTUKI,
B TOM YMC/le C IPYMMEHEHMEM MONEKYIAPHO-
TeHeTMYeCKNX MeTOZOB. IlaMeHThl ¢ ycTaHOB-
7IeHHBIM iaTHo30M H® Hy>X/1al0TCA B AMHAMHI-
4eCKOM Ha0II0eHIY MY/IbTUAUCIIUIINHAPHO
Opurajipl Bpadeil 1jisi CBOEBPEMEHHOI KOppeK-
LMY HEBPOJIOTMYECKUX, COMATUUECKUX U OPTO-
HeANYeCKMX OCTIOKHEHUIA.
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Tun puarHosa | MpusHakn Clinical signs Diagnosis type
1. [IBe u 60/€e MBAaHHOMBI VTN 1. Two or more schwannomas or
menuHromsr (ITI1%) meningiomas (PC?)
2. lenoTunupoBaHme 2 OImyxorneii, 2. Genotyping of two tumors
B pe3y/IbTaTe KOTOPOTO BBIABJIEHO: resulting in:
MoreKynApHBIi o OnuHaKoOBas JIeIes IINHHO- « Equal microdeletion of Molecul.
IMarHO3 IO I/Ieya XpPOMOCOMBI 22 chromosome 22 long arm olecuiar
o Pasmunble myTanum B rene NF2 o Different mutations in NF2
1. [IIBanHOMA M/IM MEHVHTTIOMA 1. Schwannoma of meningioma
2. lepmunanbHas My Tanusa 2. Germline pathogenic mutation in
B SMARCBI SMARCBI
1. JIBe u 6071e€e HEMTOTKOKHbIE 1. Two or more non-intradermal
IIBAaHHOMBI, BK/IIOYas schwannomas including
YHUIATepaNTbHYIO unilateral VS (PC')
BecTu6ynspayio (ITIT' 2. The absence of bilateral VS
Knmanaecknit ynapiyo ( ) Clinical
2. OrcyTcTBUe GMIaTepambHBIX .
IUarHO3 (definite)
BeCTHOY/IAPHBIX IIBAHHOM
1. IIlBaHHOMa WM MHTpaKpaHuanb- 1. Schwannoma or intracranial
Hast MmeHuHTMoMa (ITITY) meningioma (PC")
2. PopcrBennmk 1-it munym ¢ IIBMT 2. First-degree relative with SWNTS
1. [IBe u 60/1€€ HEMMOAKOXKHbBIE 1. Two or more non-intradermal
BosMOo>xHBIIT LIBAaHHOMBI, BK/IIOYasl yHU/IaTe- schwannomas including ..
N 0 K ) Clinical
KIVHIYeCKMIT panbHYyIo BecTubynapayo (III1°) unilateral VS (PC°) (possible)
AVarHO3 2. XpoHndeckas 607b, accoruupo- 2. Chronic pain associated with P
BaHHas CO IIBaHHOMOII schwannoma
1. TepMuHaIbHAs IATOTEHHAS MY- 1. Germline pathogenic mutation
Tanus B reHe NF2 in NF2
2. CootBetcTBue ayarHocTnaeckuM 2. Compliance with NF IT . .
Juarsos . L. The diagnosis
. kpurepuam g HO2 diagnostic criteria i
MCK/TIOYEH . . . . is excluded
3. POfICTBEHHUK [IEPBOJT IVMHIN 3. First-degree relative with NF II
cH®2 4. Radio-induced tumors
4. PaiioMHAYI[IPOBAHHBIE OITYXO/IN

Mpumeyanne.

MN" - Heo6x0AMMO NaToNnorMyeckoe NoATBEPXKAEHE AN1A
n 1 6onee onyxoneii (B Ka4ecTse NOATBEPKAEHNA MOXET
6bITb Mcnonb3oBaHa MPT ¢ TOHKUMU cpe3amu [22].
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Diagnostic criteria

for schwannomatosis.
19 th International
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Padova (ISHW 2013 1.)
The type of diagnosis
is determined by the
matching phenotype.
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