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Abstract: Neurofibromatosis type 1 is an autosomal dominant genetic disease affecting about 1 in every 3000
births. Usually it is presented be skin lesions and in 30% with peripheral nerve tumors. There is a lot of data available
regarding the disease, however there is no standardized treatment. In the present case report we present a case of
neurofibromatosis type 1 without skin lesions, but with symptomatic peripheral nerve tumors.
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BBBEJIEHME

HeBpodubdpomarosara e reHeTuyHO 3a00ssiBaHe ¢ yectota okosio 1 Ha 3000 paxaanus(Miller
et al.,, 2019). 3abosnsBaHeTO € ABTO30MHO, JAOMHHAHTHO M C€ MpPEIU3BHKBA OT MYyTallMd B
repmuHaTuBHUTE KieTku Ha NF1 cynpecopuus res. ITouTu BCHUKM 3acerHaTH OT 3a00JSIBAHETO
pa3BHBaT KOXHHM mUrMeHrtanuu (Makyau café-au-lait, Lisch nodules u murmeHTanuu mno CrbBHUTE
MOBBPXHOCTH B MHTBUHAJIHATA U aKcUJIapHarta o0sact). B cBoeTo mpoyuyBaHe Ha KOXKHUTE MPOSIBU HA
HeBpodubpomaroszara (Miraglia et al., 2020) noksaaBar cieAHUTE YECTOTH Ha Jie3UKTe: Makyu café-
au-lait — 96.5%, murMeHTaIMK MO Cr’bBHUTE MOBBPXHOCTH B MHIBHHAIHATA M aKCHJIapHATa 00JIacT. —
90%, neBpodudbpomu -78,1%. Jlpyra xapakTepHa nposiBa ca AepMaiHuTe HeBpohudbpomu. B HaKoM
Cllyuad ce pa3BUBaT TYMOPH Ha 00BHBKHTE Ha HepBUTE (0k0j10 30% ot ciyuaute) (Garozzo, 2019),
MO3BYHU TYMOPH, MYCKYJOCKENETHH AedopManuu, TPYAHOCTH TPH YYEHE W COLUATHH U
noBeaeHuecku mpodiemu(Gutmann et al., 2017). Benpeku Bucokata 4ecTOTa Ha KOKHHUTE MPOSBH
npu HeBpopuOpomaro3ara MNpencTaBIMe CilIydaid, NMpH KOWTO c€ OTKpUBAT caMO TyMOpH Ha
nepudepHute HepBU (CHUMKH 1, 2 u 3).

CHumka 1. Makysu café-au-lait Cuumka 2. Jlepmannu HeBpohuOpoMu

12 NNoxnaawt € TIPE/ICTABEH HA HAy4YHA CECHs Ha 29 oxromBpu 2021 B cexius MKJIJ{ ¢ opuruHaiiHo 3ariaBue Ha
opnrapcku esuk: CIYUAU HA HEBPOOMBPOMATO3A |-BU TUII BE3 KOXHU I[TPOSIBA
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Cuumka 3. Jlepmanau HeBpopuOpoMu

N3JI0KXEHHUE
NPEICTABSIHE HA CJOYYAM

HacrosmusaT noknan e 3a nanueHTka Ha 60 roMHU ¢ OIUTAKBAaHUS OT OOJIKU U TPBIIHEHUS 110
3aJJHaTa MOBBPXHOCT Ha JSIBOTO O€Apo, C JIaBHOCT HAKOJIKO Mecela, 3acUiIBallld Ce IPU HAaTUCK B
obmactra. [lopanu npeauiHa HCTOPHS 32 BapUIM HA AECHUS KPaK, MOTHPCHIIA MEIUIIMHCKA TOMOII
oT cbaoB xupypr. IlanvenTkara oTpuya npuapysxaBamiy 3a0osisBaHusd. DOUMKAIHUAT Iperies
YCTaHOBUJI TBBPAM Ha KOHCHCTEHLUS TYMOpPU B MOJKOXMETO, HO HE ycTaHOBWJI Bapuuu. Ilpu
exorpadus Ha 6epOTO ce OTKPUIIN HAKOJIKO OBAJHM JIE3UH B ITOIKOXKHUETO C XUIIOEXOI'€HEH XapaKTep
U XUIlepexoreHHa nepugdepus, 0e3 mosoKUTEeIH! 10epoBU curHainy B TsaX (CHuMku 4 u 5).

174404 AP 100% MI12TIS0.A

Cuumka 4. Exorpadcku oOpa3 Ha Cuumka 5. Exorpadcku oOpa3 Ha
TyMopHaTa (popmarus TyMOpHaTa (popmarus.

Hacouena 3a mpersieq ot Xupypr cbCc cbMHeHUS 3a nepudepHa numdaneHonarus. [lpu
IIperJie/ia ce yCTaHOBSIBAT ChIIUTE TYMOPHH (hopMaliy. Y CTAaHOBSIBA Ce M IPOBEXKAaHE HA OOIKOBOTO
Jpa3HeHHe MO MpoTexeHne Ha Oeaporto. KpbBHHUTE wH3CieIBaHUS HE YCTAHOBABAT HSAKAKBU
OTKJIOHEHHs OT HopMaTa. IIpoBeneHa KOMIIOTbpHA TOMOTpadus Ha JOJHU KPalHUIM C KOHTPACT.
VYcTaHOBeHH TyMOpHHM (opMaiuy Mo 3ajHaTa MOBBPXHOCT Ha OeApOTO MO XojAa Ha N. cutaneus
femoris posterior. TymopauTe (hopManuy He HATPYNBAT KOHTPACT U HE MPOMEHAT MHTEH3UTETA CH
BBB BeHO3Ha (haza. Karo qudepeniinanta quardosa npeayioxkeHu HeBpohuOpoMu/mBaHOME (CHUMKH
6u’7).
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Cuumka 6. CT o6pa3 Ha popmanuute Cuumka 7. CT o6pa3 Ha ¢opmanuute

Crnen mpoBeieH KOHCYJIT C HEBPOXHUPYPT NAllMEHTKATa € HACOYEHA 3a OIepaTUBHO jJedyenue. [1o
BpeMe Ha oOmnepaunusaTa, CileJ KOXXHAaTa WHLW3US TI0J MHKPOCKOIICKM KOHTpOJN, CIeN
UACHTU(PUIIMPAHETO HA TYMOPHHUTE MacH, C€ OTIpemnapupa 3aJHUS KOXKEH HEpB Ha OeapoTo ¢
JIE3UUTE, PE3UIHpa Ce Ha/l ¥ IO/ JOCTHITHUTE 33 eKCIIOPALsl 30HH, U CE U3IPATH 32 XHUCTOJIOTUIHO
u3cneaBaHe (CHUMKU 8 U 9).

Cuumka 8. UnTtpaoneparuBen usriaen  CHuMKa 9. Pesernupan HepB ¢ TyMOpHHU pOpMaLiuu

Pe3ynaTarbT OT XHCTONOTHATA 3aKII0YBa TYMOPH, MPOU3IN3aAIIN OT OOBUBKAaTa Ha HEPBa ChC
CTpoex Ha IuiekcudopmeH HeBpopuOpoM, xapakTepeH 3a HeBpoduOpomarosza. [TocronepaTuBHUAT
NepuoJ MpoTHYa raaako, 6e3 ycinoxxkHeHus. [lanrienTkara e uznucaHa ot OT/IEJIEHUETO C MPENOPBHKU
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3a OrpaHMYaBaHE HAa HATOBApBAHETO HAa Kpakata 3a | Mecem. Tpu Mecema ciell omepanusira,
IIallTU€HTKAaTa HE C'bO6H_[aBa 3a pCMIMB Ha OIUIAKBAHUATA U CC € BbpHAJIa KbM HOPMAaJIHUA PUTHM Ha
KHBOT.

JUCKYCHUs

HeBpodubpomarozarta e 3a00siBaHe, KOETO € 00CKT Ha MHOKECTBO IMPOYUYBAHUS U ITy OJIMKAITIHT
B juteparypata. [Ipu mpoBekaaHe Ha TbpceHe B Oasara ganHu Ha PUBMed c ximrouoBu aymu
neurofibromatosis type 1 3a nmocieauure 5 roguau, Thpcaykara Bpbina 2095 MbIHOTEKCTOBU CTATHH.
Beopeku oOmupHUTE H3CIEABAaHMA IO TEMara, BCE OIE HsAMA EAMHHO XHUPYPTUYHO W/ MU
MEIMKaMEHTO3HO JICUEHHUE 32 TOBA 3a00JIIBaHE HITH YCIIOKHEHHsTa My. Ha ckopo eHO mpoyuBaHe B
IBa aza moxsazBa 3HAYUTETHO PEAyLUpaHEe HA Pa3MEPHUTE Ha MJIEKCH(POpPMEHUTE HEBpOhUuOpoMu
cien tepanus ¢ MEK unxu6uropa — selumetinib. B nurepatypata ce OTKpHBa U JIOKJIAI HA Clydai
Ha TUTaHTCKU HEBpO(UOpOM Ha ImusATa, MPEIU3BUKBAIL U3KPUBABAHE HA MIMATA M HEBB3MOXKHOCT 32
oreparus mopaay rojemute pasmepu. Cuen tepanus cbe Selumetinib B mpoasmkenue va 6 mecena
TYMOPBT HamalsiBa obema cu ¢ 22% u omepaTHBHOTO JICYCHUE € Beue Bh3MoxkHO. (Vaassen et al.,
2019) B cBost Hayuen tpya (Garozzo, 2019) o6061maBa 20 rOAUIIHUS OMUT HA KIMHAKATA, B KOSATO
paboTu, 3a JICYCHHETO HAa TYMOPHTE Ha TepudepHUTe HEpPBU NpU HeBpoduOpomaroza Tum 1.
OCHOBHUSAT METO/I 3 JICUCHUE HAa TYMOPUTE Ha Niepu(EepHUTE HEPBH € XUPYPTUIHOTO OTCTPAHSIBAHE.
Karo muamkanmy 3a OmepaTHBHO JICYCHHE B TPyJa aBTOPHT MOCOYBA: CUMITOMATHYHH TYMOPH,
CYCHEKIIUS 3a MaJIUTHU3AIUS ¥ TOJIEMH TYMOPHH MacH (quamersp Haja 6cm). [lpu manurausanus
XUPYPTUYHOTO JICYCHHE HE € eOUHCTBEHaTa omnmus. V3moimsBar ce ome XUMHOTEpamnus u
JbYeTepanus, HO JIMIICBAT KaTErOpUYHU JaHHU 3a yHHpuImpan moaxon Ha yeuenue. (Tora et al.,
2020) B onwucanus ciay4aid WHAMKAIMATA 332 ONEPATHBHO JICUYCHUE CE MPHUIIOKPUBA C KPUTEPUHUTE
JaJleHH B JINTEpaTypara, a UMCHHO CHMIITOMATHYHU TYMOpHH Macu. OmNepaTHMBHOTO JICUCHHE ©
M3BBPIICHO OT OMUTEH HEBPOXUPYPT, a U3XOABT OT ONEPATUBHOTO JICUCHHE € OJarompusTeH 3a
NalreHTkaTa — 3 Mecella Clie] OoIlepamnusra He ChoOIlaBa 3a pEIHIMB Ha OIUIAKBAHUATA WU
MPOABIDKABA HOPMATHUS PUTHM Ha )KUBOT.

3AKVIIOYEHUE

Bpopeku oOmupHUTE AaHHU B JIMTepaTypara HeBpopuOpomaro3ara ocTaBa 3aboJisiBaHE C
Oorara ¥ pasHOOOpa3Ha KJIMHWYHA KapTHHA M 0e3 yHU(UIMpaH cTaHAapT 3a jedeHue. J[aHHu oT
roJIEMHU paHIOMHU3HUPaHU ITPOYUYBAHUS Ha TEMaTa ca HEOOXOIUMH, 3a J1a Ce M3rPaau eIUHEH cTaHaapT.
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