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HEBPO®UBPOMATO3A, JUATHOCTUYHHU NNPEAU3BUKATEJ/ICTBA

I banues, Y. bana6aHos, C. Mypzosa

MeduyuHcku yHusepcumem — [1aegeH

Pesiome. HeBpodubpomaTosara e ps/iko 3a6osisiBaHe U B KJIaCUYeCKUs CH THUII He e TPY/AHa 3a AUarHosa, Ho KoraTo KJWHHY-
HaTa Haxo/lKka He e TUIIMYHA, Ipe/iCTaBJsIBa JUarHocTu4eH npobJem. llea - ga ce npeAcTaBy KJIMHUYEH Clydyall Ha HEBPO-
¢dubpomMaTosa, KOUTO e npeACTaBISABAI JUATHOCTUYEH NMPOGJIEM MOPAAU HETUIIMYHATA CU U3siBa. ONMCAaHO € eJHOTOAUIIHO
npoc/essiBaHe U jledeHHe Ha 1 nanueHT c HeBpopubpomaTosa B OuHa kjauHUKa, YMBAJI - [1neBeH. [I'bpBoHavasHoO e IeKyBaH
3a KepaTUT CIope/]| OIJIaKBAaHUATA M KJMHHUYHATa KapTuHA. [Ipu cieABallo noceljeHyue — oNJakBaHUs OT JABOMHM 06pasy,
ek3odTasm. OT o6pasHaTa AUArHOCTHUKA — TYMOPHO 06pa3yBaHue B 0p6uTa. buoncupan 3-KpaTHO opajy HECHOTBETCTBUE
Ha KJIMHUYHAaTa KapTHHa ¢ HaxoAKaTa. [IpuioxkeHa cTepor/iHa Tepanus Npy IbPBOTO U30CTPsIHE Ha 061jaTa CUMITOMaTHKa
¢ 06po NoB/IMsABaHe, KOETO AOM'bJHUTENHO 3aM’bIVIsIBa JluardosaTa. YacTUyHa pe3eKLUs Ha TYMOPHU MacH Ha 2-pU 110 Bpe-
Me Ha 2-paTa 6uorncus. Pe3yaTaTH — U3BeCTHO NOBJMSABaHEe OT MPOTHBOBb3NAJMTENHA Tepanus B Ha4aJ0TO Ha U3sBaTa Ha
3a60J/IIBAHETO NIPU BCe Ollje HesicCHa JuarHo3sa. [1o-o6mupHaTa 6uoncus JoONprUHacs 3a HaMasisiBaHe Ha IBOMHUTe 06pasy, 6e3
CblllecTBeHa peiyKIMs Ha ek3odTaiMa. /luarnosara e nocraBeHa ce/| 3-Ta Ko>kHa 61oIcHs. 3aK/II04eHue — psIKo 3a60.1s-
BaHe, U3UCKBAIL0 MyJITHAUCIUIIMHAPeH nojxo/. Hasara ce AObJIHUTEHO NPOC/AesiBaHe Ha NporpecusiTa Ha OpOGUTHUTE
¢dubpomu c orsie]; mocae/iBalla OpoUTATIHA XUPYPrUsl U/ UIH JI'bYe- UIU XUMUOTEePaIHUsl.

Kawouoeu dymu: Hespogubpomamosa, mymop, opbuma, ek3ogpmanm

NEUROFIBROMATOSIS - DIAGNOSTIC CHALLENGES

G. Balchev, Ch. Balabanov, S. Murgova

Medical University - Pleven

Abstract. Neurofibromatosis is a rare disease and in its classical presentation is not difficult to diagnose, but when the
clinical finding is not typical it becomes a diagnostic problem. Aim: to present a clinical case of neurofibromatosis that was
a diagnostic problem because of its atypical manifestation. Clinical case description: one-year follow-up and treatment of a
patient with neurofibromatosis at the UMHB Pleven Eye Clinic. The patient was treated initially for keratitis according to the
clinical presentation and patient’s complaints. During the second visit complaints of double images and exophthalmos were
reported. CAT showed tumor formation in the orbit. Trifold biopsy was made due to inconsistency of the clinical picture with
the finding. Steroid therapy was applied at the first visit showing good response, and of course clouded the diagnosis. Partial
resection of tumor masses was made during the 2nd visit and 2nd biopsy. Results showed some response to anti-inflammatory
therapy and yet unclear diagnosis. A larger biopsy contributed to the reduction of double images without significant reduction
in exophthalmos. The diagnosis was made after the 3rd skin biopsy. Conclusion: a rare disease requiring a multidisciplinary
approach. Further monitoring of the progression of orbital fibromas and/or subsequent orbital surgery and/or radiation or
chemotherapy is required.

Key words: neurofibromatosis, tumor, orbit, exophthalmos
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BBBEJEHUE

@®akoMaTo3uTe Ca TYMOPOBUJHU BpOJEHHU
Hacse/cTBeHO-GaMUIHU CUHAPOMU. U3pa3sBaT
Ce KaTo BPO/JieHH aHOMAJINM OT XUIePIJIaCTUIeH
TUIl B HEPBHA CUCTEMa, K0a U JPyTU OpraHU.
[IpeacraBuTen e HeBpodUOGPOMATO3aTa, HA KOSI-
To pasauvyaBaMe 2 Tuna: tun 1(NF1) u Tun
2(NF2). Tun 1, kosITO e 06eKT Ha TO3U KJIUHUYEH
C/y4dal, e omucaHa 3a mbpBU IbT OT Frederich
von Recklinghausen npe3 1882. Tq e Hali-uecTaTa
¢dakomaTo3a, HO BBIIPEKHU TOBA € PAAKO 3a60.15-
BaHe (1:4000) c aBT0O30MHO-/[TOMHUHAHTEH THUII Ha
yHacaenaBase, gen NF1 B xpomo3soma 17, xapax-
TepUu3upa ce ¢ reHepaju3dpaHa CUMITOMAaTHKa.
B koaTa ¥ MoJIKoXKHMeTo HabJio/laBaMe TBbPAU
TyMoOp4YeTa Mo X0/a Ha HepBUTe. Pa3inyHo nur-
MeHTHpaHU NeTHa ,café au lait“, kouto ca wuc-
THUHCKU KOXXHHU HeBycu. HepBHaTa cucrtema e 3a-
cersaTta OT MHOXECTBO TyYMOPH — MEHHHTHUOMH
Y rinuoMu. [IcuXoreHHH, eHJ0OKPUHHU U KOCTHHU
aHoMasind. OUHHTe yBpeX/JaHHS ca MHOTOOPOi-
HU W pa3HOOOpa3HH, KAaTO ce 3acsiraT BCHUYKHU
CTPYKTypHU 6e3 Jiellla U CTbKJIOBUJHO TsJo0. Tu-
MUYHU ca 6unaTtepasHuTe HoAyau Ha Lisch (iris
hemartoma) no upuca, KOUTO ce pa3BUBAT CJIe[
30-ata roguHa. [lnekcudopmeH HeBpodpUOpPU-
HOM Ha ropeH kJjemnad - S-popma, [VIMOM Ha 04-
HUS HEPB, KOHTeHHTAJIeH EKTPOIMOH Ha yBesiTa
- no upuca u apyru [1, 2]. Korato kinHU4HaTa
HaxXo/lKa He e TUIMYHA, IpeJCTaBsABa JUarHoC-
THUYeH MPo6JIeEM.

HE

Jla ce npeACcTaBu KJMHUYEH Cay4yad Ha HeB-
podubpomarosa, mnpejcTaBisABall JUATHOCTHU-
yeH npo6JieM Nopajy HETUNIMYHATa CU u3siBa. Jla
ce ocoyaT TPYAHOCTHUTE B IIpolieca Ha OCTaBs-
He Ha JluarHo3ara.
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K/IMHUYEH C/IYYAN

OnucaHo e eIHOTOAMILHO NPOC/Ie/iABaHe U Jie-
yeHue Ha 1 nanueHT c HeBpodrubpomaTosa B OyHa
KJIMHHUKA — MeJULINHCKY YHUBEPCUTET — [1/1eBeH.

H'bpea xocnumaausauyus

TAB, 46-roguileH, MbX, OT aHaMHe3aTa — JlaH-
HU 3a NpeJIX0/IHa onepalus, B Apyra 60JHUI, 32
MTEPUTUYM HAa HETUITMYHO 32 Ta3W KOHIOHKTHBHA
JnereHepanus Msacto — 12 4aca (!). B OyHa kKJinHU-
Ka u/iBa C KJMHWYHA KapTHHA Ha KepaTUT (ur.
1). JlekyBaH 3a KepaTUT B CbOTBETCTBHUE C OIJIAK-
BaHUsATA My. M3nucaH e c nogobpeHue.

due. 1

Bmopa xocnumaau3zayus

[Ipu BTOpaTa My XOCIHTAIX3alMsl OIJIaKBa-
HUSATA Bedye ca OT JIBOMHU 00pa3v U BUJUM €K-
3o¢TanMm. HampaBeH e ckenep (¢dur. 2). Bmxa
ce TyMOpHa Maca B op6uTaTa. buoncupaH - ot
XUCTOJIOTHSITA Bb3NAJUTENEH npouec (mceBo-
TyMmop). C orsies Ha XHUCTOJIOTUYHUS Pe3yJITaT
€ 3amoyHaTa NPOTHUBOBBb3NAJUTEJHA Tepamnusl
C KOPTH30H IO CXeMa — CUCTEMHO U PETPOLyII-
6apHo. /[BOMHHTE 00pa3u U34e3BaT, eK30PpTaIM
- JIEKO peayuupaH. 3aJl0BOJIUTeNeH ePeKT OT
TepanusaTa, OTYETeH KAaKTO 0GEKTHBHO, TaKa U
CyOEKTHBHO OT MalMeHTA.
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Tpema xocnumaauzauyus

Cnen 4 Mecela MallMEHTHT HJBa OTHOBO C
OMJIaKBaHUsA OT ABOWHU o6pa3u. HampaseH e
HOB cKeHep (¢ur. 3), KOUTO e CXOZEeH C NMPeaXo/-
HUs. BuorncupaH 3a BTOpY MI'bT — OTHOBO B'b3IMa-
JIUTEJIEH MPOILEC OT XHUCTOJIOTUYHUS Pe3yJ/ITar.
Bropara 6GuoncHs e HampaBeHa IMO-06IIMPHO,
KOETO MOCTONepaTHBHO JONpHHEecCe 3a HaMass-
BaHe Ha JABOWHUTE 06pa3y OT CTpaHa Ha Halu-
eHTa. B xoz1a Ha nperJsie/ja NaneHTHT 3a MbPBU
I'bT CHOOI[AaBa 32 CTPAHHU MOAYTHUHH 10 TAJOTO
Y KpaWHUIUTE, KOUTO JI0Cera He e CloMeHaBaJl
KoHcynTHpaH ¢ AepMaToJIoT BbIIPEKH JIUICa Ha
TUIUYHUTE 6esie3d KaTo HalmpuMep MUTMeHTH-
paHu netHa ,café au lait* u uspaseHu TUNUYHU
dubpomMu.

duz. 3
[Ipu KOHCYTAaLUATA lepMaTO/I0I'bT Ha3HaYaBa
KOXKHa GHOIICUSI OT TYMOPHUTeE 0Opa3yBaHusl. Pe-
3yATaThT e HeBpodubpomaTosa. [laTosiorst, pas-

4eJl BCUUKH GUOIICHUY, € eJUH U Cbl Jiekap. EanH-
CTBEHOTO BHU/IUMO TYMOPHO 06pa3yBaHHe B 006J1aCT-
Ta Ha JIMLIETO € Ha ropHara ycTHa (¢ur. 4), ocraHa-
JIUTe ca M0 TsAJIO0TO U KpalHunuTe. HoBa 1maresnHa
aHaMHe3a YCTAaHOBHY, 4Ye MAlMEeHTHT e 3abesis3all
N0siBaTa Ha Te31 NMOAYTUHHM B nociaeanuTe 10 rogu-
HU, HO He MOKe Jia OTlpe/ie/IM TOYHUS] MOMEHT.

due. 4

Tasu guarHosa HU Hakapa Jja NOTbPCUM Xa-
paKTepHUTE 3a 3a60/15IBAHETO GUIATEPATHH HO-
nynu Ha Lisch (iris hemartoma) no upuca, kKouto
ce pa3BUBAT 06UKHOBeHO cief, 30-aTa roAuHa U
KOWUTO B X0/la HA U3C/e/IBAaHUSATA CU GsIXMe Ipo-
nycHaau (ur. 5).

due. 5

Jluarnosarta Ha NF1 ce 6a3upa Ha NPUCHCT-
BUETO Ha 2 OT 7-Te KPUTEPHUS, KOUTO ca: 6 UIu
rnoseye nerHa ,café au lait" mo-rosemu ot 5 mm,
JIYHUYKU B aKCWJlapHaTa M WUHTBHHAJIHATa 06-
JlacT, Hogysu Ha Lisch no upucure, aBa nau no-
Beye HeBpoOUOPOMHU WU eUH TieKcubopMeH
HeBpodubOpoM, cheHOUJHA JUCIIA3US, TJIUOM
Ha OYHHS HEPB U POJIHMHA M0 I'bPBA JIMHUS C He-
Bpodubpomarosa [3, 6, 10].

OBCBXIAHE

[IpencTaBeHUAT ciay4yall e mpuUMep 3a TPYA-
HOCTUTE Ha JUAarHOCTUYHHUSA MPOLEeC MPU TaKKUBa
nalnueHTH, KOUTO HAMAT He06X0AUMHUS OPOH KpH-
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TEPHU 3a NMOCTAaBSHE Ha JAUraHo3aTa, 0COOEHO B
CJIy4auTe, KOraTo JIMIICBA lieJleHaco4YeHa U MbJIHA
aHaMHe3a. YCTaHOBSIBAHETO Ha HoaysiuTe Ha Lisch
He e ZIOCTAaT'b4yHO 3a N0CTaBsIHE Ha iIMarHo3ara oT
odTanmosiora. B Hamus cayyail OMbJIHUTENHO
3aTpyAHEHHe MMalle U OT 2 OpOUTHHU GHOICHH,
MOKa3Ballll Bb3MaJUTEHU MPOMEHHU U JIMIICA Ha
TUIIMYHA XUCTOJIOTMYHA HaxoAKa 3a NF1, ToBa Hu
HaBe/ie Ha MUCbJITa 3a AuarHo3a NSOI (mceBpoTy-
oMop). JlombJIHUTENHO 3aM'bIVIIBaHE HA KJIUHUY-
HaTa KapTHUHA JOMpPUHECe MOJIOXKUTEJHOTO IO-
BJIMSIBAaHE OT KOPTHM30HOBHs mpemnapart. Jlumncara
Ha CbOTBETCTBUE MEXJY KJIMHHUKA U HaXO/IKa HU
HaKapaxa Jla MpoBe/ieM KOHCYJITAlUU ChC CIel[ha-
JIUCTH OT JPYyTH 06JIaCTH.

[Ipy KOHKpETHUS NAlMEHT Ce HaJlara JoM'bJIHU-
TEJIHO TPOCJIe/IiBaHe Ha MPOTPecUsiTa Ha OpOUT-
HUsI TYMOP C OIVIeZ] TOC/Ie/Balla OpOUTAIHA XUPYP-
rusi, J/bue- WIK XMMUOTepanus u/Wid AOMbJIHU-
TEJTHO MeIMKaMEeHTO3HO JieYeHHEe B 3aBUCUMOCT OT
CBITBTCTBALIATA KJIMHHUKA Ha 3a60JI5IBAHETO.

Camo 1/3 oT JUarHOCTULMpPAHUTE MallMeHTU
ce HYX/IadT OT JiedeHUe. Bb3MOXKHOCTH 3a Jieye-
HHUe ca: XMMUOTepanus c vincristine u carboplatin
- I'bPBU U360p NPU NMaLMEHTH C HaMaJIsiBallla 3pU-
TeJIHA OCTPOTA, KaTO caMaTa Teparnus He Mo00ps-
Ba 3peHueTo. PpakMOHUpPAHATA PaZUOTEpPANHS
e c orpaHuYeH epeKT. XUpPYpPruyHOTO JieueHue 3a-
BUCH OT Pa3IoJIOKEHUETO U Bb3pacTTa. [Ipu Jlena
ce U365rBa, a MPY BB3PACTHU € MOKA3aHO B CIIy-
yauTe Ha IJiekcudpopMeH HeBpodHOpPOM, ITO3a,
BTOpPUYHA [VIAYyKOMa WM HAapyllIeHUE Ha 3pEeHUETO
BCJIEZICTBHE JIOKAJIM3aLusATa Ha Tymopa [1, 4, 5].
MeayKaMeHTO3HOTO JieueHre e IpeJMHO CUMII-
TOMAaTHUYHO B 3aBUCUMOCT OT KJIMHUYHOTO Mpe/J-
CTaBsiHE — NPOTUBOBB3NAIUTENHO, AHAJITETHYHO,
aHTHU/IETIPECHBHO, aHTUEMNUJIENITUYHO.

[Tauuenture ¢ NF1, gena uaum BBb3pacTHH,
MMaT J0)KUBOTEH PUCK OT mosiBa Ha: 1. [iuom
Ha oyHuUTe nbTUla (15-20%), 2. lpyru Mo3bu-
HU TyMopH (5-KpaTHO 3aBuleH), 3. MaJurieHu
nepudepHu HepBHU TyMopH (~ 10%), 4. Pak Ha
rbpJaTta (5-kpaTtHo 3aBuuieH) [5, 7, 9], 5. Jles-
keMus (7-KpaTHoO 3aBuilleH), 6. DeoxpoMoIUTOM
(~ 5%) [8], 7. Pabmomuocapkom (~ 5%) [5, 9].

ToBa Ha mpakTUKa Hasiara nagueHTuTe ¢ NF1
Jla 6b/1aT HaGJII0/JaBaHU IO)KUBOTHO, a TepaneB-
TUYHUAT MOJXOJ Aa ce MpeLusupa CopsMo Mo-
MeHTHaTa M35Ba Ha 3a60JIIBaHETO U HETOBUTE
YCIOXKHEHMUS.
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3AKJIFOUEHUE

HeBpodubpomatosaTta e psAAKo 3aboJsiBa-
He, M3UCKBAIO MYJTHAUCIMIUIMHAPEH TOJXO/I.
To3u KJWHWUYEH CAy4Yyall HU MOKa3Ba HYX/JaTa OT
3a/'bJI60YEeH U OOGCTOEH JIUAarHOCTUYEH TPOIleC.
[I'bJiHaTa CUCTEMHA, 2 He CaMO OYHA aHaMHe3a O6U
MoOTIJIa Jla Haco4Yr 0TaIMOJI0ra Ollle B CAaMOTO Ha-
yaso. HabroneHneTo Ha malyeHTa e OT ChIIecT-
BEHO 3Ha4Y€eHUe, Thi KaTO B pa3/iIMuyHaTa Bb3PacT
OT HErOBOTO Pa3BUTHE U3SIBUTE HA 3ab0JIsIBaHe-
TO ca pa3JINYHU U U3MCKBAT pa3/inyeH nojaxoa. Ha
MpaKTUKA TaKWBA TAIMEHTH OCTaBaT Ha JIOXKHU-
BOTHO HaOJIIOZIeHHUE B CPETHOCPOYHH HHTEPBAJIH.
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