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HEWNPO®IEPOMATO3 AK PIAKICHA MATOMOIIA Y MPAKTULI MEAIATPA

HEMPO®IBEPOMATO3 $K PIAKICHA MATOJONSA Y MPAKTWVLI MEMIATPA. HelipodiGpomMaTos - cuUCTeMHe CrnaAKoBe

3aXBOPIOBAHHS 3 MNEpPeBaXHUM YpaXeHHSM LWKipw,

nyxJiMHaMn HepBOBOT CUCTEMMU

i 3HA4YHOI (PEHOTUMNIYHOI

BapiabenbHicTio. CknagHa AiarHoCTUKa AaHOro 3axBOPOBaHHSA MOTPeOYe KOMMIEKCHOTO Ta MKAMCLMNAIHAPHOTO Migxoay.

HENPO®VIEPOMATO3 KAK PEAKAA MATOJIOMUNS B MPAKTUKE MEAVATPA. Helipochu6pomaTtos - cucTeMHoe
HacneacTBEHHOe 3ab6oseBaHMe C NPEenMyL,eCTBEHHbIM MNOPaXeHWEeM KOXW, OMNyXOJAMW HEPBHON CUCTEMbI U
3HauYUTeNbHOW dreHoTunMyeckoin BapuabenbHOCTbi. CroXHas AuarHocTuka AaHHOro 3aboneBaHusa TpebyeTt

KOMMNJIEKCHOIo n MexaguncuunnanHapHoro noaxoaa.

NEUROFIBROMATOSIS AS A RARE PATHOLOGY IN PEDIATRIC PRACTICE. Neurofibromatosis is a system genetical
disorder mainly affecting the skin, tumors of the nervous system and considerable phenotypic variability. The complex
nature of this disease requires a comprehensive and multidisciplinary approach.

KntouoBi cnoBa: HelipociGpomartos, aiTu.
KnoueBble crioBa: Helipocmbpomartos, AeTu.
Key words: neurofibromatosis, children.

BCTY. HeiipocibpomaTtos (HD) Bnepwe onvcas y
1882 poui Himeubknii natonor dpigpix daHienb ¢oH
PekninrxayseH (F. D. Recklinghausen), siknii cnocTtepi-
raB cepito naujieHTiB i3 NOEAHAHHAM LUKIPHUX YpaXeHb i
nyxMHaMmy LeHTpasibHOI Ta nepuepunyHoi HepBOBOI
cuctemn. H® - rpyna dpakomatosis (rpeubkoto phakos
- nasama, matosis - nyxavHa), € AeKifbka HO30/10T4YHUX
dopm: HO I, 1I, Il i IV TuniB. Bansbko 90 % ycix XBOpUX
MalTb HO Ituny [1,2].

Helipogibpomartos | tuny (H®1, knacuyHuid, nepu-
chepiliHnii, BnacHe xBopoba PekniHrxayseHa) - Ue Cu-
CTEeMHe cnajKoBe 3axBOPHBAHHA 3 NepeBaXHUM ypa-
XEHHAM LWIKIpN Ta HEpPBOBOI CUCTEMU, YCNafKOBYETLCA
ayTOCOMHO-[OMiHaHTHO, 6e3 cneuudivyHOT pacoBoi un
TEHOEPHOI CXW/IbHOCTI, 3 BapiabesnbHO eKCMpeCcuBHi-
CTI0O Ta reHeTUYHUM MO3aiuM3MOM i € OAHUM 3 Haino-
LUMPEHIWMX MOHOTEHHMX 3axBOPHOBaHb JIOAMHKN, 3YCT-
pidyaeTbcA 3 yactoTow He pigwe 1:3000-1:4000 Hace-
NeHHA. 3arasibHa KiflbKicTb XBOPUX Y CBITI HAGIMXKAETh-
ca o 1 minbiioHa, a B YkpaiHi - npmbnmsHo 10-11
Tncau [3, 4].

3axBoploBaHHA 3ymMoBfieHe MyTauielo reHa NF1 B
17p-xpomocomi (179g11.2). F'eH NF1 € ogHMM 3 OCHOB-
HUX reHiB-cynpecopis NyxJnHHoro pocty ansa 30 % Tka-
HWH OpraHiamy, nepw 3a BCe HelpoeKkToAepMasibHOro
noxogxeHHsa. Mpogyktom reHa NF1 € Benuvkuii 6inok
HeipodhibpoMiH, Skl 3abe3neyye KOHTPOJIb 3a POCTOM
KNiTUH (gonomarae yTpMMyBaTu cneundivyHnii NPOTOOH-
KOreHe3 y HeakTuBHili dhopmi). lMpn NOWKOAXKEHHI Aa-
HOTO reHa B OfHin 3 xpoMocom 17-i napu 50 % Helipo-
(ibpOMiHy, L0 CUHTE3YETLCA, CTae AeddeKTHUM i crnoc-
TepiraeTbCA 3MilleHHSA piBHOBArn pocTy KITUH Yy 6iK
nponicepauii Ta/abo HepgocTaTHbOT AudepeHuiayil
KNiTWH, WO, 3peLwTo, Npu3BoAuTL A0 NOpyLleHb TYMO-
poreHesy, T06TO A0 PO3BUTKY Nyx/vH. Mpuban3Ho no-
NIOBMHA BMNAAKIB - Le Hac/igok HOBMX MyTauiidi. YacTo-
Ta MyTauin reHa NF1 BusHaveHa sk 1 x 1014 (ogHa 3

HaliBULWMUX cepej, CNnafKoBMX 3axXBOPIOBaHb JIOAUHN).
OnucaHi pi3Hi TMNKM MyTauiil: Benuki Ta mani aenew;,
TpaHC/AoKaLii reHa, 3aMiHu HykieoTugis (ycboro 6inbLue
100 BapiaHTiB), L0 3HAYHO YCK/IaAHIOE TX MOLUYK nig yac
MOJIEKYNAPHO-TEHETUYHOTo pocnigxeHHa [5, 6].
KniHiyHa piarHoctuka H®1 rpyHTYeETbCA Ha BUSABMEHHI
OiarHOCTUYHUX KPUTEepiiB, pekoMeHAoBaHUX MixHapon-
HAM KOMIiTETOM eKcnepTiB 3 HelipodibpomaTo3y npu
HauioHansHoMy iHCTUTYTI 3g0poB’a CLUA B 1987 poui [5,
7]. LiarHo3 Moxe GyTv BCTAHOB/IEHWI NPU HAsABHOCTI Y
XBOPOro He MeHLle [BOX 3 TakMX O3HaK: He MeHLue n’'sa-
TV NAAM KOMbOPY «KaBW 3 MOJIOKOM» fiamMeTpoM OinbLue
5 MM y aiTeli npeny6epTaTHOro BiKy i HE MeHLUe LWecTn
Takux nnam giametpom noHag 15 mm y noctnybepTart-
HOMY BILi; NNAMU YITKO OKpecsieHi, CBIT/I0-KOPUYHEBOTO
KOMbOPY, MOXYTb 3yCTpiyaTUCA NMPU HapOLKEHHi, npoTe
Ha/yacTile - MpOTAroM MepLIoro poky xutra (y 82 %
BUNASKiB), A0 4-T0 POKY XXUTTS BOHU PEECTPYIOTLCA BYCIX
aitein 3 HP1, ix KinbkicTb i po3Mipyn 3pocTaloTb A0 A0-
CATHEHHSA cTaTeBOro BiKy, Mi3HiWe L NOKa3HUKU MOXYTb
3HMXYBaTUCA; ABi Ta Ginblue HelpodibpoMn B6yab-SKO-
ro TRy 4v ogHa naekcudgopmHa Helpodibpoma; MHO-
XWHHI Api6HI NirMeHTHI NNsAMK 3a TUNOM BECHSAHOK, SKi
NoKani3ylTbCA Y BEIMKMX CKnafkax Lwwkipu (naxsosi Ta/
abo naxBuHHI AinsgHKM) - cumntom Kpoysa (Crowe) y
90 % xBopux Ha H®1; rnioma 30poBOro Hepsa; ABa Ta
6inbwe By3nukiB fliwa (nirmeHToBaHa MenaHouUTHa
ramapToma pangyxHoi 060M10HKKM), AKYy BUABASAIOTb Npu
ornAgi 3a 4ONOMOro LWiIMHHOT namnu. Y Bunagky MHo-
XWHHUX BY3/UKIB Leii CUMNTOM € NaTOrHOMOHIYHUM NS
H®1 i cnocTtepiraetbcsa y 6inbl HXX 90 % xBOpMX Npo-
TATOM [APYroro AecATupivyysa XuTTa; Aucnnasia kpwia
KIMHOMOAIBHOT KICTKM abo ypo[KeHe CTOHLIEeHHS Kop-
TUKaNbHOrO LWapy AOBrMx TPy6yacTux KiCTOK 3 HasiBHi-
CTIO NCeBL0apTPo3y un 6e3 HbOro; HasABHICTb y PoAWYIB
nepLworo cTyneHs Hepodiibpomatosy | Tmny 3a TMMu X
KpUTepiamu.

ISSN 2411-4944. AKTyanbHi NUTaHHA negiaTpii, akyLwepcTsa Ta riHekonorii. 2015. Ne 2 35



Mepiatpia

PapaukanbHoro metogy nikyBaHHA HelpodibpomaTo-
3y MNOKU WO He icHye. [nsA nikyBaHHA LbOro 3axBOplo-
BaHHA TpaauLiiHO BUKOPUCTOBYHOTLCA METOAM CUMMTO-
MaTU4YHOT Tepanii Ta XipypriyHe BuAaneHHs nyxvH abo
npomMmeHeBa Tepanis HeinpodibpomM BHYTPILLHIX OpraHis.

Mepwy cnpoby naTtoreHeTMYHOro niaxody A0 NiKy-
BaHHA 3po6uB V. Riccardi B 1987 poui, konu BiH 3anpo-
NMoHyBaB [OBroTpuBasie BUKOPUCTAHHA KeToTidheHy (B
no3si 2-4 mr npotarom 1,5-3 pokiB) ana crtab6inizauii
MemMb6paH onacucTux KNiTWH, BBaXawuu, WO came fe-
rpaHynauis umx KNiTMH CTUMY/KOE PICT NyXAnH. KniHivHWi
nepebir HO1 ayxe BapiabenbHUii, cepefHs TpMBasiCTb
XWUTTS, AMOBIpPHO, KopoTwa Ha 10-15 pokiB NopiBHAHO
13 3aranbHOK NonynsLieto.

MATEPIANN TA METOAW. JaHe focnifxeHHA npo-
Be[leHO Ha BMNagKy 3 MNPakTUKK.

PE3Y/IbTATV AOCIOKEHHA TATX OBrOBOPEH-
HA. IpuHy, 5 pokiB 3 Mmicsili, NPUIAHATO Ha cTauioHapHe
NikyBaHHA B ny/nbMoOHoOsOriyHe BigaineHHsa KYTOP «Tep-
HoMiNbCbka o6/s1acHa AMTAYa KIiHIYHA fikapHa» 31 ckap-
raMm Ha nigBuLLIEHHA TemnepaTypu Tina Ao ¢ebpunb-
HUX UmMdbp, 3a4MLLKY, Kawefb, HEXUTb. 3 aHamHe3sy 3a-
XBOPIOBaHHA: 3axBopina 3a 4 AHi o rocnitanisauii, Kom
3’4ABUINCL BULLENepepaxoBaHi ckapru. 3 aHamHesy
XUTTA: AnTuHa Big Il JOHOLWEHOT BariTHOCTI, Aka nepe-
6irana Ha (POHIi TOKCMKO3Y, 3arpo3uv nepepuBaHHs,
XOrH. Monoru Il TepmiHOBI, OLiHKa 3a LWKanow Anrap -
8/9 6anis, 6e3BoaHMIA nepiog - 4 rog 20 xs, Il nepiopg, -
30 xB. Hapogunacs 3 macoto Tina 3400 r, 3picT - 52 cm.
Micna HapoMKeHHS y OUTUHU BUSBIEHO Ha LUKIPI MHO-
XWHHI NNsMU KOgenHoro Konbopy, BigMidyanach 3aTpuMm-
Ka HelpoeMoLiiHOro pO3BWUTKY: camoOCTiliHa xogbba 3
14 wmicsauis, HesrpabHa. Bnepwe matu 3BepHynacb Yy
TOAK/, konu giBunHUi 6yno 2 poku, 3i ckapramu Ha:
noriplweHHs mMosu (roBopuTb A0 5 cniB) i xoabbu, 3MiHy
NOBE/AiHKM, BiACYTHICTb HaBMYOK OXAMHOCTI, MOTipLIEH-
HA 30pYy. B HeBponoriyHomy cTaTyci: BUpaxeHa guHamiy-
Ha Ta cTaTWyHa artakcis, YyacTi nafiHHA, nornsag He dikcye,
camocTiliHa xoabba BiACYTHS, M’A30Ba riNOTOHIS, MHO-
XWHHI nnsMu KOopeliHOro Ko/sibopy Ha LWKipi Tyny6a Ta
KiHUiBOK. OBGTsHXXeHWA anepronioriyHuini aHaMHe3: anep-
riyHa peakuiss Ha aMOKCUKIaB. 3 AUTSUMX iHheKUinHNX
3axXBOpIOBaHb NepeHecsa ckapsatuHy B 4 poku, BIiTpS-
Hy Bicny B 6epe3Hi 2014 poky.

Y BiUi 2 pokiB AuTWHI nposegeHo MPT ronoBHOro
MO3KY i BUABMIEHO MHOXWHHI BOTHULLA Yy TO/IOBHOMY
MO3Ky. CTaH il pi3Ko noripwmnBcA nicns nepeHeceHol
BiTpsHOI Bicnu. MpoBegeHo MPT ros1I0BHOr0 MO3KY |
BUAB/IEHO HapocCTaHHA rigpouedhanii. Y cepnHi 2014
poky AiBuMHKa nepebyBana Ha cTauioHapHOMY NiKyBaHHI
BAY «IHCTUTYT Helpoxipyprii iM. akag. A. IN. PomoaaHo-
Ba HAMH YkpaiHu», fe npoBefeHO BEHTPUKY/10NepuTo-
HeaslbHe LWYyHTyBaHHA 3niBa (JIWUC-1). ANTUHA KOHCY/b-
ToBaHa B HaljioHa/lbHOMY iHCTUTYTI paky, YKpaiHCbKOMY
MeAuYHOMY LIeHTpi peabiniTauii giteil 3 opraHiyHMm ypa-
XEeHHAM HepBoBoOi cuctemMn MO3 YkpaiHu.

Mpw rocnitanizayii: ctaH cepefHbOT TAXKOCTI, 3yMOB-
NEeHN IHTOKCMKAUinHUM CUHAPOMOM Ta OCHOBHUM 3ax-
BoptoBaHHAM. LUKipHI mokpuBwM 6nidi, Ha LWKipi - MHO-
XWHHI NNsMn KOohelHoro Konbopy. [uxaHHs yepes Hic
yTpygHeHe. 3iB NOMIpHO rinepemoBaHuii. Hap nerewns-
MU - BKOPOYEHHS MEPKYTOPHOro 3BYKY napaBepTeo-

panbHO, XOPCTKE AUXaHHA, PO3CIsHI CyXi «CBUCTAYI»
xpunu, 4 - 28 3a 1x8, YUCC - 110 3a 1xB. ¥ HEBPOJO-
riYHOMy cTaTyci: nornsg He doikcye, ABOGIYHMIT €K30-
hTanbm, NepioguuHO BEPTUKaA/IbHWIA HiCcTarm, MOXBaB-
NeHi CyxOXunbHi pedekcy, BUpaxeHa AnMHamivHa aTak-
cifl, NOMIPHO BUpaXKeHa IHTEHLIA B pykax.

MPT ronoBu: Ha HaTMBHMX CEpIfX cariTa/ibHUX, ak-
Cia/TbHUX Ta KOpOoHapHUX MP-CkaHiB ro/1IoBHOro MO3Ky B
pexumax T1, T2 3BaxeHux 306paxeHb, FLAIR. CynpaiH-
chpaTeHTOpiaNbHO B 6inii MO3KOBI/i pPeYOBMHI, NEPUBEH-
TPVKYNSPHO, NEepeBaXXHO MOTUAWYHWIA pir NiBOro, CKPO-
HeBi poru 6i4HMX wWyHoukiB Ta Tino Il wnyHouka, B 6a-
3a/1bHUX AApax, BHYTPILWHIX Kancynax, rinotaiamyci, Hxui,
MOCTi MO3Ky, HiKKax Ta MiBKy/1iX MO304Ka, [OBractoMy
MO3Ky Bi3yani3yloTbCsl ocepefkun AUY3HO Ta BOTHULLE-
BO 3MiHeHoro MP-curHany, NomipHO rinepiHTEHCUBHOIO
Ha T2 3BaXKeHux 306paxeHHsx, FLAIR, i30iHTeHCMBHOIO
Ha T1, 6e3 BupaxeHoro mac-eqpekty. BusHayaeTbeca cu-
MEeTpUYHe 3Ha4YHe MNOTOBLUEHHA, MiCUusAMW BY3/0Be, 30-
pOBYX HEPBIB, TPAKTIB Ta NepexpecTs 3a paxyHOK YTBOPIB,
O BWMOBHIOKTb MPaKTUYHO BeCb peTpobynbbapHuii
NpocTip, MOMIPHO TFiNEpPiHTEHCUBHUX Ha T2 3BaXeHux
3006paxeHHsAX, i30iHTeHCUBHUX HA T1 (acTpouuTomMu, rio-
Mu). OuHMUi poO3TaloBaHi CUMETPUYHO, 3BUYANHUX
po3MipiB, MatoTb YiTKi KOHTYpPWU 3 YTBOPEHHAM op6iTasb-
HOro KoHyca (kyTa). AudbepeHuialis ageHo- Ta Helipo-
rinogiza He 3MiHeHa, BOPOHKa PO3MilLleHa LEeHTPasibHO.
MoOCTO-MO304KOBI KyTM 6€3 ocobsmBocTeli. LLnyHouUKoBi
CMCTEMW acMMETPUYHO AuNaTtoBaHi: Tina GiYHMX Ly-
HOUKIB Ha piBHi 0TBOpPiB MOHpo D=3 MM Ta S=13 mm, Tino
Il WwnyHouka 3BY)XeHe 3a paxyHOK BULLEOMUCaHUX 3MiH.
CybapaxHoiganbHi KOHBEKCUTasibHi NpPoCTopW, LuMcTep-
HW Ta LWiNNMHW He po3LwupeHi. JoaaTkoBi nasyxu Hoca
NHEBMAaTN30BaHi BiAMNOBIAHO [0 BiKy. KoMipks cockono-
Ai6HMX BiAPOCTKIB BiNbHi. B pexumi MP-aHriorpadii
NPOXi4HICTb MaricTpasibHOro iHTpakpaHia/ibHOro KpoBO-
TOKy 36epexeHa. BinisieBe kono 6e3 ocobanBocCTeil.

O6CTexXeHHA: 3aranbHWin aHanis kposi: Er -
3,77x104n ,Hb- 119r/n, KM - 0,9, Le - 10x109n, n- 8,
c-45,e- 1, n- 42, m- 4, WOE - 5 mm/roa. Bioxi-
MiYHMIA aHani3 KpoBi, 3arasibHUI aHasi3 cedi B Mexax
HopMu. Konporpama - uvctu nsm6niii BUsSIBNEHO, rpub-
Ku - nokpusawTb 1/3 n.3.

Y3/ opraHiB 4epeBHOT MOPOXHWUHU: MNeyiHka
36inbweHa (npaBa 4vactka - 101 MM, niBa - 46 mMm),
KOHTYp piBHWIA, CTPYKTYpa ApibHO3epHNCTa, OAHOPIAHA,
€XOreHHICTb 3BMYaliHa, XupoBa iH(iNbTpayisa He Bupa-
XeHa. YXOBYHMIA MiXyp: OBasibHOT (QOpMM, PO3Mipu -
41x14 MM, CTiHKa - 1,7 MM, He yLli/ibHEHa, He NOoToBLe-
Ha, He MICTUTb KOHKPEMEHTIB, MEpernH y Luiili, xone-
[OX He poswuvpeHuii. MiglwayHkosa 3an03a: po3mipu -
11x7x10 MM, KOHTYP PiBHUIA, YiTKWNA, €XOreHHICTb NifBu-
LLeHa, CTPYKTypa ofHopigHa, ApibHO3epHUCTa, YLiNbHe-
Ha. CenesiHka: He 36isblIeHa, po3mipu - 75x31 MM, He
NOTOBLLEHA, €XOreHHICTb 3BMYaiiHa, CTPyKTypa OfHO-
pigHa, KOHTYp PiBHWIA, YiTKWA. Hupku: npaea - 75x31 mm,
niga - 71x33 MM, He 306i/blUEHi, KOHTYpU PpiBHI, noJo-
XKEHHA TMNOBE, YalKOBO-MWCKOBUIA KOMMNIEKC He po3-
LUMPEHWIA, HEe AedhOPMOBaHUIA, He NOABOEHWIA, He YL iNb-
HEHWIA, HE MICTUTb KOHKPEMEHTIB, NOOAUHOKI APiGHI exo-
NO3WUTUBHI BK/IOYEHHA A0 1,5 mm. CeyoBuil mixyp BuU-
NOBHEHW, CTiHKa - 3,1 MM.
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PeHTreHorpacia opraHis rpyaHol NOPOXHWUHW: Me-
puBackynsipHa, nepuépoHxianbHa iHinbTpauia 3 ene-
MEeHTaMu BOTHULWL,EBOCTI 3 060X cTopiH. KopeHi
iHpiNbTpoBaHi. PebepHo-giacparmanbHi CUHYCU BiflbHI.
Cor - Tania 3rnagxeHa.

KoHcynbTauis cneuianicTiB: oKynicT - arpodis 30po-
BMX HEPBIiB, MpakTM4Ha cninota 060X ouyeli, BTOPUMHHA
po36iXHa KOCOOKICTb N1iBOr0 OKa, HictarM 060X ouel;
noroneg - 3aTpMMka MOBHOIO pPO3BUTKY; OTOpuMHOMa-
PUHFOMIOT - TOCTPWIA PUHOMAPUHIIT; racTPOeHTeponor
- AncdyHKuia 6iniapHoro Tpakty, nAM6/i03 KULeYHu-
Ka; ncuxiatp - CUHAPOM eMOL,iliHO-BOMIbOBOT HECTIAKOCTI.

KniHiyHniA piarHos: HeipodibpomaTtos | Tuny, MHo-
XWHHI NOLKOMKEHHA TOMOBHOTO MO3KY, ABOCTOPOHHE
NOLWKOAXEHHA 30POBUX HepBiB, TOOGHO-NIAKIPKOBUX
OINAHOK, MOCTa i HDKOK MO3KYy, rinepTeH3uBHO-rigpoLe-
hanbHWit cMHAPOM. BeHTpukKysnonepuToHeasibHe LWYyH-
TyBaHHA cnpasa (J1LUC-1) (05.08.2014 p.). Mosarocni-
TasnbHa ABO6IYHA NMHEBMOHIA HEYTOYHEHOro reHesy, ro-
cTpuin nepe6ir, AH 1l ctyneHsa. FocTtpwii puHOapUHrIT.
ATpodhis 30poBKMX HepBiB. [NpakTnyHa cninota 060X Q4eli.
BTopuHHa po36ixHa KOCOOKiCTb NiBoro oka. Hictarm 060x
oueir. incdyHkuia GiniapHoro TpakTy. JIaM61i03 Knweu-
HUka. CMHAPOM €eMOLiHO-BOIbOBOT HECTINKOCTI.

NikyBaHHA: B/B Kpan/jMHHO PO34YMH HATPIlO X1opuay
0,9 %, eydiniH, NpefHi30/M0H, PO34YMH [/1OKO3N 5 %,
BiTaMiH C, po3uuH PiHrepa, uedTpiakCcoOH, sia30/BaH,
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