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YpaskeHHA 30pOBMX HEPBIB IIpU CiMeVHii dhopMi
HelipogibpomaToly 1-ro Tuiry
Yy TPBOX IIOKOJIHHAX OJHIEl POAVHMU

Opaos 100, Keacuiprmii M.B.

Incturyr mHenpoxipyprii im. akan. AJIL PomomanoBa AMH VYkpainm, m. Kuis

ITporsarom 5 pokiB crnocrepirami pomyHy, B AKiE OaTbKO Ta BCI TPOE [iTell XBOPIIOTH HA
HelipochibpomaToz 1-ro Tumy (HP1l). Opgnomy XBOpOMYy IIPOBEZIEHE BiAIOBiIHE oOlepaTUBHE
BTPYYaHHA 3 TICTOJIOTIYHOIO BepudpiKalli€ro BumaJieHOI IMyXJmHNW. Yci XBopi obcTeskeHi B JMHAMIIL
3 TIPOBEJEHHAM KOHTPOJBHMX Bigyasidyroumx pociimxenb. OmHOTUMIHICTG martosorii B ycix
TPbOX MiTell CBIAYUMTH IIPO BiACYTHICTH T'e€HOTUITY, ONHOTMHHICTH MyTamnii rema HPI1, o
CIpMYMHMIIO XBOpoOy. B ycix xBopmx BinsHauena BapiabenbHa eKcrpecuBHiCTH rena HPI.
BuyTpimHabocimerina BapiabesbHICTE CTOCYe€TbCA MOPQOJOTIYHMX 3MiH, BiKy , B AKOMY
3’ABMJIMCA O3HAKM 3aXBOPIOBAHHA, XapaKTepy KJIIHIYHMX ©podABiB, nogimopdismy i
BapiabesbHOCTI IO€HAHHA B3MiH IIKipKM, KICTOK Ta OYel, CTYIEeHs BUPAYKEHOCTI OKpPEeMUX
CUMIITOMIB Ta IIOCJIJIOBHOCTI ix BuHUKHeHHA. MarniTropesonancHa Ttomorpadisa (MPT) e meromom
BUOOPY mpM OOCTE)KEHHI IAIlEHTIB, y fAKMX [OPUITyCKAaloTh HaaBHiCTE HP1, y 3B'as3ky 3 ii
BMCOKOIO YyTJIMBICTIO y BUABJIEHHI ITATOTHOMOHIYHMX 3MiH y 0asaJibHUMX Afpax, CTaHy IIPOoleciB
mirpanii HeliponiB. CyKyIHICTb HEOILUIACTMYHMX 3MiH i O3HAK IIOPYIIIEHHA MIirpalfi HepoHiB
(rerepotomii Ta ramaproMy 0as’aJbHMX TaHIVIIB) INATBEPAMKYIOTH KJiHiuHMII miarHo3 HEP 1-ro
Tury. HaBeneHi nBa cHocTepeskeHHA ONTMYHOI IVIIOMM [JAlOTh IIiZICTaBy IIPOIIOHYBaTM J1Ba
TUIIM TAKTUKYM JIKYBAaHHA TAaKMX XBOPUX — CIOCTEPE)KEHHS Ta OIepaTUBHE BTPYYaHHHA,
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IIOKa3aHe 3a 3Ha4YHOIo l'IOI‘ipI.HeHHH Ta INBVIKOIO POCTY ITyXJIMHIL

Kirouosi csioBa: HelipodpibpomaTos 1-ro Tuiry, ryoma 30pOBOrO HEPBA, JHKYBaHHS.

HertpoidbpomaTos HaexUTb 10 Ipynu da-
KOMaTO3iB — BpomKeHoi aucrasii embpioexTo-
Ta EeHJOJEepPMM 1 XapaKTepusyeTbca 3MiHaMM
IIKipy, od4el, IeHTpaJbHOI Ta mnepudepuyHoi
HEPBOBOI CUCTeMI. 3a JaHMMM KJIHIYHMX Ta CrIaj-
KOBMX JOCJIJPKeHb BUZJIEHI NBi pisHi cdhopmm Heii-
podibpomarozy: HP1 [13] Ta HD 2-ro Tury (HD2)
[8] Teun mpm o6ox Tuax 3aXBOPIOBAHHA iNEHTU-
dikoBaHi, BuaimeHi ix OiMkM — Helpodidbpomin i
MepJIiH, AKI XapaKTepu3yIThCA AK CYIPecopu
IIyXJMH HepBOBOi TrKauHmuHu [3,4,11,14]. XBopoba
Pexrninrayzena (HP1) — omgna 3 HaOimbII morm-
PEeHMX CHaJKOBMX XBOPOO, ii BMABJIAIOTL B OIHO-
ro 3 3000 mapomxenyx. Bin3HaueHe moeHAHHA ITyX-
JIMH HEpPBOBOI cucTeMM, a OCOOJIMBO IJIOMM 30-
poBoro Hepa, 3 Hd®P1 [6] Yacrora BuUABIEHHA
IJIioMM 30pOBOTO HepBa, acouiioBanoi 3 HPI,
fAKa € HalOLIBII YacTUM IIyXJIMHHMM IIPOABOM 3aX-
BOPIOBaHHA, CTaHOBUTH Bim 1,5% [b] mo 7% [7] i
HaBiTE 15% [1]. XBopoba Pekjinraysena mnepe-
JIa€TBCA ayTOCOMHO-JOMIHAHTHMM IIJIAXOM, MAa€
BIMCOKY YacCTOTy CIIOHTaHHOI MyTallii, AKa OIliHe-
Ha B 1X10™ 1m0 € opmHiero 3 HaMOLIBIMX Y JIEOIM-
m [4] IIpmgomy y 50% ycix xsopyx 3 H®P1 BinsHa-
4aTh cimeiHi cpopmmu HP 3 BuCcOKMM cTymeHeM

IIeHEeHTPaHTHOCTI Ta TIeTepOoreHHOCTi, HaBITH B
Mexax opjHiel pomuam. JIyia BUpILIEHHA NUTaHHA
IIpO TIPUPOAY (PEHOTUIIOBOTO NOJIMOp(isMy Ta
Jior0 3B’A3KYy 3 TEeHOTUIIOM HAMOLIBII 3PYYHOIO
MOZEJUII0 € ciMeliHi popMM 3aXBOPIOBAHHHA, OCK-
IJIBKM JIMOBIPHICTb PISHMX MyTalill TyT € Mi3ep-
How. HaBogmmo icropiro xBopoOm weHIiB opHiel
POIVHNM B TPbOX ITOKOJIHHAX.

Marepianmu Ta MmeTomyu pocJaimsxeHHA. IIpoTsa-
rOoM 5 pOKIB crocTepirajgy poaMHy, B #AKiil BCi
Tpoe pmiteit xBopitorsb Ha H®P1. Kiiniko-miarsoc-
TUYHNI KOMILIEKC BKJIIOYAB OIVIAZ Helpoxipypra,
opTasbMOJIOTa, OpTOIleAa, IefiaTpa, IICUXOHEB-
poJiora. 3 iHCTPYMEHTAJIBHUX METOMIB JiarHOCTU-
KI BMKOPMCTOBYBaJIM KOMII'IOTEPHY TOMOrpadito
(KT), MPT 3 (yHKI[iOHAJEHNX — eJIEKTPOEHIe-
dasorpacgito (EET). Onnomy XxBOpoMy 3pilicHeHe
BiZTIOBiHE onlepaTMBHE BTPy4YaHHA 3 TiCTOJIOTiU-
HOIO Bepudikamiero BupaseHoi myxsman. Beix xBo-
pux oOcTexyBasy y IUHAMII 3 IIPOBEIEHHAM
KOHTPOJIbHUX Bi3yaJi3yrounx IOCJIiNyKeHb.

Pegysnbprat; Ta ix OOroBOpeHHA. 3 aHAMHE3Y
Bimomo, 1m0 H®P1 y Tprox aiteir 3 1jei cim'i me-
peraBaBcA CIOYATKY II0 MAaTepPMHCBKIV JiHil (Bifg
0abky 1m0 OaThbka), JaJi — 110 OaTLKIBCHKIN JIiHil
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— Big Gatbka (cmua 6abkm) ;o mitedt, icTopii xBo-
pobu SKUX PO3IJIANAOThCA. K BUOHO, MyTalliii-

Puc.1. Teneasoriune nepeBo pomyay 3 HD1

woi ren H®D1 nepemaBaBesa i 10 MaTepUHCBKIN, i
1o OaTbKIBCBKIN JiiHIAX. HaBomMMoO reHeaJioriyHe me-
peBo ciM’i, me Tpoe miteit xopimt Ha HP1 (puc. 1)
ITporarom 5 pokiB marieHTn (Tpoe iTen) 3
TPETBOr0 IIOKOJIHHA mnepeOyBajs Ha JIKYBaHHI Ta
o aMHaMIiYHMM KOHTpoJsieM 3 mnposeneHHAM KT
Ta MPT (ocranne croctepesxennsa 17.01.02). Ha-
BOAVIMO IIPOTOKOJIM TOMOTPa(iUyHMX JOCJIiPKEHb
Ta JlaHl OKpeMMX KJIHIYHMX BMUCHOBKIB.
Cnocrepesxkenna 1. Xeopuu T.M., 1992 p. na-
podxcenns. iaenosd: HP1, aaioma 216020 30P08020
Hepaa.
3axsoprosarnna euseseHe Yy 6iyi 6 poxis.
Bidsnauenutll exsogpmanwvm ateopyu. I'ocmpoma
30py 3mea 3HudceHa 0o 04. Ilramu Ha wxipt muny
“xaeu 3 monroxkom” Oiamempom 610 2 0o 7 cm, Y
3HAUHIU KINBKOCMI, 3 HeWIMKUMU Kpasmu, nepe-
8AJMCHO NOKAAIZYBAAUCA 8 OULAHYL 8epPIrHIX ma
HUNMCHIX KIHYleox. Ha 308HIWHIU MoeepXHi 11801
cominku nidwkipHa nyxauna Oiamempom 0o 3
cm. IomipHo eupasceruill npagodiuHull CKOALO3.
Buseneni emoyiiiHi MOpYyweHHs 3a MUunom Ccaa-
600yxocmi, 0pamigausocmi, NOMUCAO80CMNI.
MPT 16.09.98: aisuti 30posuti Heps 3mosuje-

Puc. 2. JIBobiuni ramMapToMM y OUIAHIN Otimmx mapis (rio-
KazaHe CTPIJIKOIO)

Opaos FO.O., Kpachiupkmit M.B.

Puc. 2. Tiioma JiBoro 30poBOro Hepsa (IIOKA3aHE CTPLIKOIO)

HUU 0o 15,2x22,9 mm, wo 3ymosieHe HAABHICNIO
2ATOMU.

KT 10.02.99: xyavkonodibHe 3mosweHHs 118020
30posozo Hepea 0o 1,6x2,3 cm, sycmuna 49 00.H.
B nopignanni 3 danumu, odepacanumu y 1998 p.,
OuUHAMIKU HeMAE.

MPT zonoenozo mosky 17.01.02 B T2wi, PRwi
8 MPpoexyli Mocma, HIHCOK MO3KY, 6LaameparsHo 6
6aidux wapaxr — gorxycu nideuwenns MP cuzna-
AY 2inep- 130THMeHCUBHi Cipitl peuosuHi, 6e3 mac-
egekmy ma nepugorasvHux 3min. I'inoxamnasvri
ma amiz0aNAPHL 30HU MAKOMC 2INePrHMEeHCUBHL.
Jlisull 30posull Heps mpedcmasseHull 2emepoeH-
HUM, MepesaxncHo 2inothmencusium 6 TI1wi ymeo-
pennam poamipamu 1,5x2,6 cm (puc. 2, 3).

Cnocrepeskenna 2. Xeopuit T.0., 1993 p. Ha-
podixcenna. Hdiaenos: HPI1. I'nioma 218020 30P080-
20 Hepeaq.

I'nioma 30posozo Hepsa sussreHa Y 8yl 5 POKIL.
Iepwumu KATHIYHUMU O3HAKAMU 3AXEB0PHOBAHHA
OYAU NIBOOTUHUU eK30(IMANDM MA ZHUNCEHHS 30PY
Ha atee oxo 0o 0,3. Hucaenmi nizmeHmHi nasmu
Ha myayoi ma winyisxax Oiamempom 60 0,5 do 3
cm. YV eyt 3 poxie xeopomy 30iticHeHe onepamus-
He eMmpPYuUaHHs — eudasenHs Helpogiopomu m’s-
KUX MKAHUX 8 4181l HaOOPisHitl dinanyl. B aieill
2000811 acmyi sussrena nidwkipHa nyrauna oia-
mempom 0o 2 cm. IlomipHo eupadceHusi A1800TY-
HUU CKOANI03. 3azanvHe 3HUNCEHHS iHmenexmy (Oe-
MEHYIS), 8UPANHCEHUU 2INOMHECTNUUHUL CUHOPOM
(Pixcayitina zinommuesis), onMuUKO-aKYyCmMuUKo-
2INOMHECMUYHULL CUHOPOM, SHUNCEHHS AHAATMU-
KO-CUHMEMUYUHOT PYHKYIT MUCLEHHS MA eMOYIUHT
posradu Yy euzaadi Opamisausocmi. MPT 02.09.98:
8 A8 NIBKYAL MO30UKA, CKOPAYNL 311680 BUABAEHI,
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Puc. 4. Cran micna BupaJieHHA IJIOMM JIBOIO 30pOBOIO He-
pBa Ta eHykJsearnii ouHoro sAOIyKa (IIOKa3aHe JIOBIOXO
CTPLIKOI0), ramMapTOMa y [OIAHIT IIPaBoOl HIKKM MO3KY
(ToxazaHe KOPOTKOIO CTPIJIKOIO).

810081010, 00He 1 08a B02ZHUWLA 3 BUCOKONO THMEH-
cugnicmio. MP-cuzsnan 8 T2-pesxcumi posmipamu,
8i0nogioxo, 6,9 mm. i 1,3x0,4 cm, e T1-pexncumi He
suaHauaemscs. B aietll ounill amyi o6’emne ym-
eopenns posmipamu 3,8X1,3 cm, 2inoitHmeHcusHe
8 T2wi (anioma 30po6o20 Hepsa). 3 mpusody Ha-
SBHOCMT NYTAUHU MA 3HAYHO20 IHUNCEHHS 30DY
HQ Al8e OKO Y 6yl 5 poki8 xeopull oneposarull
(10.09.98) — eudanena aaioma 118020 30POBO20
Hnepea. 29.09.98 y 36’a3Ky 3 suHuUKHeHHAM eHOoP-
manvmimy 301UCHEHO eHYKAeayito 0YHO020 A0AYKA
(puc.4).

BucHogokx z2icmoao2iunozo0 00CATONHCEHHA
10.09.99: acmpoyumoma 30posozo Hepsa, 29.09.99
— aQHANAACTNUYHA 2410MQA 30P0OB0OZO Hepad.

MPT 17.01.02: ¢ T2wi, PRKw y mpoexyii ueps s-
KA MO30UKA M NPAsol HiNCKU MO3KY Oliamepans-
HO 8 Oatdux wapaxr — ¢pokycu nideuwenns MP-
cuzHaay 6e3 mac-eghekmy, 06e3 nepuPoKaALbHUX
amiH. Oxpemi 80zHUUWLA 130THMEHCUBHI CIPlll pe-
Y08UHT MO3KY. [INOKAMNAALHI 30HU 2inepiHmeH-
cugni 8 T2wi . Jlige oxo eidcymue. B aigith ouHill
AMYL NICALONEPAYLUHL 3MIHU, YMBOPULACS Kicma
poamipamu 3,0x2,6x1,7cm. B aigiti 20608t wacmyi
NOAOCHO-KOHBEKCUMAALHO - MNICALONEPAULIUHT
3miHu. B wmsaxux mxanunax 2000807 uwacmku 3aiea
o0’ emHe ymeopenns Oiamempom 0o 2 cm, 2eme-
PO2EHHO- 2INOTHMEHCUBHE 8 YCIX NOCAI008HOCTAX.
B npoexyii ®AIMuHOK AYCKU 000X CKPOHE8UX
KICMOK M AKOMKAHUHHT 2inepiHmeHcusnt 8 T2wi
Mmacu 6e3 Kicmxoso-OecmpykmusHux 3min. IIpa-
ee 0KO 1 3a0uHU npocmip 06e3 NAMONOIUHUL 3MIH.

Konwmypu npasozo 30poeoeo Hepsa Heuimit, HepisHi,
moswura 0,6 cm.

Cnocrepeskenua 3. T. B., 1997 p.napodoicenns.
Hiaznoz: HP1 3 wxipHumu ma Kicmxosumu npo-
A6aMU.

Jumuna mepebyeae Ha emani CMAHOBAEHHA,
PO36UBAEMDBCA 3 He3HAUHUM 610CMABAHHAM.
IITxipHi mposisu Y 6uaasdi 6eauxoil KiAbKOCMI
nieMeHmHux naam muny “xasu 3 moaokom”, oia-
MEMPoM MepesadcHo nonad 3 cm, HenpasuabHoOL
dopmu, A0KAAI308AHT HA HCUBOMI, CNUHI Ma
HUNCHIX KiHyiekax. Ilaockocmonicms. ITi0wKipHT
NYLAUHU He BUSBAEHL.

MPT 17.01.02. B T2wi & obox mnigKyasix Mmo-
30UKQ, 6eAUK020 MO3KY MEPUBCHMPUKYAAPHO Mma
CYOKOPMUKANLHO, A MAKOHC 8 HINCKAX MO3KY,
6ni0ux wapax OiNAMepPaIbHO BUsBAeHT 130- 2ine-
PIHMEHCUBHT BIOHOCHO CIPOL PeuosUHU OAHKU
06e3 sudumozo mac-efhekmy ma NePUPOKAALHUX
amin. Iinoxamn 6iramepanvHo 2inepiHmeHcusHul
8 T2wi. IIpasuii 30posull Heps, 30po8e nepexpec-
ms ma 30posi mpakmu 06e3 NAMOAOLIUHUL 3MIH.
Inmpaopbimanvrha Nopyis Ai6020 30POB0ZO HePsa
samoswena 0o 0,4 cm, KoHmMypu Hepea HepPiBHI
(puc. 5).

TakyM YMHOM, Yy3araJIbHIOIYM BUABJIEHI
KJIHIYHI Ta TOMorpadidyHi 3MiHM, 3aKJIIOYAEMO, IIO
WKipHi mposBu Oysm TumoBuMu g HP1) y Bur-
JAAl KPYNHMX IIIrMEHTHUX IUIAM XapaKTEepPHOTro
Uy “KaBM 3 MOJIOKOM”’. BijpInicTs nmirmeHTHMX
wiAM OysM JiaMeTpoM He MeHIle 3 cM. B ycix
XBOPMX BUABJIEHI IICUXOEMOLiliHI po3yaay 3a THU-
oM cJyaboayxocTi, APaTiBJAMBOCTI, ITOMMCJIOBOCTL

Puc. 5. JIobiuni ramaprovyt y miaxHii OJimyx 1mapis (o-
Ka3aHe CTPLIKOIO)
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Ta 3arajibHe 3HVDKEHHdA iHTeseKTy. B onmHOro xBO-
POro 3HIMIKEHHA IHTEJIeKTY CArajlo piBHA JeMeHITii.
JiTi1 po3BMBAIOTLCA 3 BiJICTABAHHAM BiJl OJIHOJITKIB.
IlopyiieHHA KICTOK TakKOoMK BMABJEHI B ycix 3
HalfieHTiB. Y 2 3 HMX CKOJio3, B 1 — ILIOCKO-
cromicTh. IlepimMm o3HakaMy IJIIOMM 30POBOTO
HepBa Oy eK30(PTabM Ta 3HMMKEHHA 30pY.

AHaJi3 KJHIYHUX MPOABIB cimeliHoi ¢opmu
HP1 cigumB mpo ix OFHOTMIIHICTE Ta BHYTpilI-
HbOCiMeliHMII peHOTUNIYHNUIT mHoJimMopddizm
MIKIPHMX, KICTKOBMX, OYHMX Ta HEPOIICHXOJIOTi-
YHUX PO3JaniB.

Y 3 mauienTtiB Buasseni HactynHi KT ta MPT
O3HaKM: IJIOMa 30pOBUX HEPBIB — y 2, NpUILy-
mieHHd npo ii HaABHiCTE — B 1, mpmdomy B ycix
XBOPUX JIOKAJI3allid IIyXJMHM He TIJIbKM OJHO-
Oiuna, a 1 Ha omHOMy OOIi — 3JIBa; CHUMETPUYHI
doxrasbHl 3MiHM B OJigux mapax (raMapTOMHOTO
TIOXOPKEHHA), @ TaKOYK O3HAKM IIOPYIIEHHA IIPO-
IeciB Mirpaniii HeiipoHiB. OgHMM 3 TaKUX 3aKOHO-
MIpHMX IIPOABIB € HaABHICTBH TillepPiHTEHCUBHUX
Borayy y xBopmux 3 H1, mio BisyasisyroTbesa Ha
MPT ronoBHOoro Mo3ky B T2 3BarKeHOMY pesxmMi
(3a BimcyTtHocTi nyx Borumi mpu MPT B T1-3Ba-
sxkeHomy peskymi 1 Ha KT). Ii rimepinTeHcuBHi Bor-
HMINA, JIMOBipHO, IaMapTOMHOTO IIOXOMKEeHHH,
KJiHIYHE 3HAYEHHA AKX HeBigoMme [2]; BoHM Ha-
3BaHi HeBmisHaHUMM fAckpaBumy ob’exktavu (UBKs),
ix BuaABmAIOTE y 60% niteitr 3 HP1 [15] MPT
IIOBMHHO OyTM MeTOJOM AMHAaMIYHOTO CcIIoCTepe-
JKEHHA 3a TaK 3BaHOK IaMapTOMOIO, OCKIJIBKMU
rofiOHi 3MiHM He BepuQiKyIOTbCA 3a JAHMMU TiCTO-
JIOTIYHMX JOCJIIPKeHb, i, AK BBajyKalOTh JesAKi aB-
Topu [12], MOKYTb AK 3HMKATM 3 HYacoM, Tak i (3a
HafABHOCTI iCTMHHOI ramapToMm) TpaHC(OpPMyBa-
muca 'y oMy, HeoOXimHO TakoyK 3a3HAYUTH, IIIO
3MiHM B 0a3aJIbHUX AJpax MOKYTbH OyTM O3HAKOIO
TYMOPO3HOI iH(iIbTpallii ImepiakCoHAJIBHO 3 IJIOMMK
30pOBOr0 HepBa. TakuM YMHOM, FaMapTOMHI BOI-
Huina, abo HeBIi3HAHI ACKpaBi 00’ekTH, mmigsAra-
I0Tb PETEeJIbHOMY JAVHAMIYHOMY CIIOCTEPEIKEHHIO.
Orixe, 0cOO/MBOCTAMM fAK 3a XapaKTepoOM IIpo-
mecy, Tak 1 JOro JioKaJisaljeo Oysy HaABHICTB
IJIIOM) 30pPOBOTO HEpBa Ta, MOMKJIMBO, IIOYATOK
ii dopmyBaHHA y TpPeTHOI AWTMHM, Ta HAABHICTb
ramapTomn. OpHOTMITHI MOpCpOJIOTiUHi 3MiHM TO-
JIOBHOTO MO3KY € O3HAKOI OJHOTUIIHOI CiMelfHOi
myrTanii rema HDI.

Y 30-80% xBopux rjiomMa 30pOBOIO HEPBA €
IBoOiuHOIO [9], V HaAIMX CIIOCTEPEIKEHHAX IIPO-
nec OyB OXHOOIYHVIM.

ITTomo TakTMEM JiKyBaHHA, 00MABA CIIOCTE-
pesKeHHA ONTMYHOI IvioMM BimoOpaskaioTb BJac-
He [Ba ICHYIOUMX CTpaTeriyHmMx IIAXOoaM N0 JIKy-
BaHHA TaKMX IIAIEHTIB: CIIOCTEPEXKEHHA Ta Xipyp-

Opaos 0.0, KsacHinpkmit M.B.

riuvae BTpy4aHHA. fkmo, y xBoporo T.O. posmipn
OyXJuHM cTaHoOBMIM 3,8X1,3 cM, 3BaskamouM Ha
posnagy (PYHKIHI 30py, & TaKOMK IIBUAKI TEMIIU
pocty nyxJjmHM, Oyso 3pilicHEHe olepaTUBHE
BTpy4aHHdA, y xBoporo T. M. omepariio He BUKO-
HyBaJmM. SIK TNOKasaB mogasblmii repebir 3axBo-
PIOBaHHA, Taka TaKTMKa OyJa TOYHOIO 1 BipHOIO,
a caMe: 3a JaHMMM TiCTOJIOTIYHOTO JOCJIiIPKEeHHS
BupaJsieHoi myxmvEM y T. O. BuABJIeHa aHaIac-
TUYHA acTpouyToMa, a min uyac nosropHoi MPT B
IHIIIOTO XBOPOTO BifI3HAYEHO BiJICYTHICTH POCTY
riomMmmu 30poBoro Hepsa (ii po3MipM IIpaKTUUHO
He 3MmiHoBasmca: y 1998 p. — 23x15 cm, y
2002 p. — 2,6x1,5 cm), kpiMm TOro (PyHKIIA 30py
He moriprryBaJiack. OToxe, HaOLIBIT TOYHUM i BU-
BasKeHMM IIiIXOZIOM €, HacaMIlepes, CIIOCTEpPEesKeH-
HdA, II0 Ja€ MOXKJIMBICTb, BMBYMBIINM KJIHIYHI IIpO-
ABU, ocobsmBocTi mepebiry, cimeltHuit dQaxrop,
MIPUMHATY INPaBUJIbHE DIllIeHHA.

BucuoBknu. 1. OfHOTUIIHICTE MPOABIB B yCixX
TPBOX AiTell (YacoM HaBITh y JAeTajifAX) CBIIUMTH
PO BiJICYTHICTbL 3MiH IeHOTUILY, OOHOTUIIHICTH MYy-
Tanii rema H®P1, mo copuumaniga XBopoOy.

2. B ycix crocrepeskeHHAX Big3HaueHa MOMK-
JuBa BapiabesbHa excnpecuBHiICTb reHa HPI.
BuyrpimubocimeiiHa BapiabesbHICTH CTOCYETHCA
MOpP(OJOriYHMX 3MiH, BIKy, B AKOMY 3 ABUJIMCA
KJiHIYHI IpoABM 3aXBOPIOBaHHA, XapaKTepy
KJIIHIYHMX O3HaK, IoJiMopdismy i BapiabesbHOCTI
MIOEJHAHHA 3MiH IIKipM, KICTOK Ta odell, CTyIeH:A
BUPA’KEHOCTI OKpPeMMX CHMIITOMIB Ta IIOCJIJOB-
HOCTi iX IHOABIL

3. MPT € wmeromom BubOopy mig dwac obcre-
SKEHHA IAIi€HTIB, ¥ AKUX IIPUIIYCKAalOTh HAABHICTH
H®P1, y 3B’A3Ky 3 BMCOKOIO UYTJIMBICTIO y BUAB-
JIeHHI IIATOTHOMOHIYHMX 3MiH y 0asaJibHUX Apax,
cTaHy IIporeciB wmirpaiiii HelpoHiB.

4. CyKymHICTb HEOIJIACTMYHMX 3MiH 1 O3HaK
MIOpYIIIEeHHA Mirpariii HelipoHIiB (reTepoTollis Ta ra-
MapTOMM) IiATBEPPKYIOTh KJiHiuHMiT miarHoz HPI.

5. HaBeneHi crmocTepeskeHHA IJIIOM 30pPOBOTO
HepBa, BIANOBigHe JIKyBaHHA Ta IMHaAMidHE CIIO-
CTEpPEIKEeHHA CBiAYATb PO JIOLJIBHICTH 3aCTOCY-
BaHHA [IBOX IIAXOMIB [0 JIKYBaHHA TaKUX XBOPUX
— CIIOCTEPE)KEHHA Ta OIEePaTMBHOIO BTPYYAHHHA,
fAKe IIOKa3aHe 3a 3HAYHOrO IIOTIPIIIEHHS 30py Ta
MIBUJIKOTO POCTY ITyXJIVHIL
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IlopaskeHnne 3puTeNbHLIX HEPBOB IIPU CEMEHHOI!
dopme HeltpodubpomaToza l-ro Tuma B Tpex
[IOKOJIEHMAX OJHOI CeMbI

Opaos FO.A., Keacnuyxuii H.B.

Ilon HaOusroneHMeM B TeueHue 5 JieT HaXOAUTCS CeMbd,
B KOTOPOII OTel] M BCce Tpoe neTeil 6ojeroT Helipodubpoma-
To3oM l-ro tmna (HP1l). Oguomy OosibHOMY IIPOM3BEIEHO
COOTBETCTBYIOIIIEE OIIEPATMBHOE BMEIIATEJILCTBO C IVCTO-
JIOTMYECKOVl BepupUKaIeil yaaJieHHo orryxosm. Bee 60sb-
Hble 00CJIEJIOBAaHbI B JVHAMIMKE C IIPOBEIEHMEM KOHTPOJIBHBIX
BUBYAJIMBUPYIOIIMX ¥MccyaenoBannit. OMHOTUIIHOCTD [1aTOJIO-
MM y BCEX TPOUX JETeil CBUAETEJLCTBYET 00 OTCYTCTBUM
M3MEHEeHN}I TeHOTUIIa, OJHOTUITHOCTM MyTauymy rena HP1,
uro 00ycsoBusIo 3abosieBaHme. Y Bcex OOJIBHBIX BBIABJIEHA
BapuabenbHasa sKcrpecuBHOCTE reHa HD1. Bryrpucemeri-
Had BapuabesIbHOCTb KacaeTcd MOP(OJIOTMYECKNX M3MeHe-
HUI, BO3pacTa, B KOTOPOM IOSBMJIMCH KJIMHWYECKME IIPY-
3HaKM 3aboJieBaHMsA, XapaKTepa KJIVHIYECKNX IPOABJIEHMIA,
onmMopu3Ma ¥ BapuabesbHOCTY COYeTaHNsA M3MeHeHMIt
KOXKM, KOCTeil M IJIa3, CTEIIeHV BBIPAYKEHHOCTY OTHEJIbHBIX
CUMIITOMOB ¥ IIOCJIE[JOBATEJIBHOCTM MX IIOABJIeHMsA. Maruu-
TOpe30HAHCHAas ToMorpadus ABJIAETCA METOAOM BbIOOpa Mpu
obcyieoBaHMy IAIMEHTOB, Y KOTOPBIX IIPEAIIOJIararoT Ha-
smune H®D1, B CBA3M C BBICOKOI UyBCTBUTEJHLHOCTBIO IIPY
BBIABJIEHM) IIATOTHOMOHMYHBIX V3MeHeHWii 6a3ajbHbIX Anep,
COCTOAHNA IIPOIIECCOB MUTrparmy HelipoHoB. COBOKYIIHOCTb
HEOIJIACTMYECKVX VI3MEHEeHNII M MPU3HAKOB HAPYIIIEHMA MIT-
palyy HEepOHOB (reTepOTOINNM, TaMapTOMbI 0A3aJIbHBIX TaH-
[JIVIEB) IIOATBEPIKAAIOT KJmHudeckuit auarso3 HP 1-ro tumma.
IlpuBenennble aBa HAOMIONEHNUA OITMYECKONM I[VIMOMBI [AOT
OCHOBaHNMe IpejJjaraTh [Ba THUIA TAKTUKJ JIEUEeHUA TaKUX
0OJIbHBIX — HaOJIOeHVe ¥ OlepaTVBHOE BMeIaTeJIbCTBO
— IIpY 3HAUMTEJBHOM YXY[IIEHMM 3PeHNdA, a TakKe ObICT-
POro pocTa OITyXOJin.

Kamage of visual nerves at the familial form
of neurofibromatosis type 1 in three
generations of one family

xrlov Yu.A., Kvasnitskiy M.V.

A family — father and all three his children — with
neurofibromatosis type 1 (NF1) were observed. kne
patient was operated with concomitant morphological
research. All patients were examined including
neurovisualisation study regularly. Uniformity of disease
in all individuals is an evidence of constant genotype,
the same gene mutation have caused the disease in all
Variable expressivities of NF1 gene are noticed. It concern
to morphological changes, age of manifestation, clinical
signs, combinations of cutaneous, bony and eye lesions,
intensity of symptoms and order of appearance.
Magnetoresonance imaging is a method of choice to
confirm NF1 because of high sensitivity to define typical
changes of basal nuclei, neuronal migration. Combination
of neoplastic lesions and violated neuronal migration
(heterotopias, hamartoma, basal ganglions) confirm NF1
diagnosis. Two cases of optic pathway glioma describes
two variants of treatment — observation and surgery,
the last one indicated in case fast visual lost or fast tumor
growth.
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KommeHTapui

k cmamee OpnoBa [O.A., KBacxuuykozo H.B. “lMopaxcerue 3pumesnvHolx HEpBOB npu cemeliHolu ghopme Helpo-
gpubpomamosza 1-20 muna B mpex nokoseHusx odHou cemovu”

MpoaHanM3upoBaHbl KIMHUUECKUE MPOSABAEHUS CeMeiHoM (hopMbl Helpodrbpomatosa 1-ro TMna, BbiSIBNEHbI WX Of-
HOTUMHOCTb WU BHYTPUCEMEMUHDbIH (DEHOTUNUYECKUI NONMMOPMHU3M Pa3/IMUHbIX HapPYLUEHWH (KOXHbIX, KOCTHbIX, rNa3HbIX,
Helponcuxonorudeckux). Mon HabmogeHnem B TedeHue 5 nieT Haxoaunacb cembs, B KOTOPOM HeMpoMbpomaros Bbisis-
JleH y NpefcTaBUTeNel TPex MOKONEeHUN.

Ha ocHoBaHWM COBOKYMHOCTW HEOMNACTUYECKUX WU3MEHEHUW W NMPU3HAKOB MWUrpauuh HEWpOHOB NOATBEPXKAEH KIWHM-
UeCKMM AuarHo3 Helpodubpomarosa 1-ro TMNa WM chenaH BblBOJ O BO3MOXHOCTH ABYX MOAXOLOB K TaKTUKE NleueHus
Takux GONbHbIX — HabBIOAEHUS U ONEepPaTUBHOrO BMELLATEIbCTBA, KOTOPOE MOKA3aHO MPW 3HAYWUTENbHOM YXYALUEHWH
3peHus, a TaKXKe MHTEHCMBHOTO pOCTa OMyXOJM.

J1.B.3a00sHHbIl
KaHO. med. Hayk, 3aBedyrowuli nabopamopuell Helpooghmansmonoauu
Unecmumyma Hedpoxupypeuu um.akad.A.ll.PomodanoBa AMH Ykpauro!

KommeHTapmi

k cmamee OpnoBa fO.A., KBacxuykoeo H.B. “lMopaixcerue 3pumesnsrHolx HepBoB npu cemelHolu ghopme Helpo-
gubpomamosa 1-20 muna B8 mpex nokoneHusx o00Hou cemovu”

PesynbTtatbl COBpEMEHHbIX WCCNENOBaHUN CBWAETENbCTBYIOT, UTO HEMpPO(MOPOMATO3 — 3TO CUCTEMHOE, FeHeTHYec-
KM 0BYCNOBNIEHHOE MOpPaXKEHWE HEPBHOM TKaHW, KOTOPOE XapaKTepU3yeTcsi aHOMa/iusMW ee IMOPHUOHANbHOrO Pas3BUTHS.
Mpu 3atom noutn B 50% HabnogeHWit nepudeprueckoro HerlpodrbpomMatosa BbISBAAIOT €ro CeMenHylo dopMmy.

Hactoswas pabora — ybegutenbHoe noaTeep>KaeHWe 3TUX MONOXeHWH. [lnuTenbHoe AuvHamuueckoe HabnogeHue
3a 60}1beIMM n3 O,D,HO;I CeéMbW NO3BOJIMNO YCTAHOBWUTb, YTO OAHOTUNHOCTb MNATOJIOTMU Yy BCeEX ,u,eTeﬁ CBUAOETENbCTBYET 06
OTCYTCTBMM W3MEHEHWIM reHOTWNa, OAHOTMMHOCTH MyTauuu reHa. lNoguepkHyTo ocoboe 3HaueHwe MPT B ycTaHoBieHMM
[MarHosa nepuepruecKoro Herpodubpomarosa, ocobeHHO Koraa cpeau KAMHWUUECKMX MPU3HaKoB 3abosiesaHus npe-
o06nagaloT ogTaNbMOSIOrMUECKME HAPYLUEHWUSl, XapaKTepHble A/ ONyXOJM 3PUTENbHOro HepBa. TOJIbKO COBOKYMHOCTb
HeonnaCTU4eCKUX U nNaTorHOMOHHUYHbIX M3MeHeHMF1 NOAKOPKOBbIX Y308, O6Hapy)KeHHbIX npu MPT nccnenqosaHun, no-
3BONISIET MOATBEPAWTb AWMArHO3 NepUdIepUUEcKoro Hewpodubpomatosa, uTo [LaeT BO3MOXKHOCTb OMNpeAesiuTb OnTH-
MasIbHYIO TaKTUKY JIEUEHHUS.

P.M. Tpow

npogheccop, OoKmMop Meo. Hayk,

3aBedyroujuii omoesneHuem cy6bmeHmopuanbHelX onyxosel
Unecmumyma weldpoxupypeuu um.akad.A.ll.PomodanoBa AMH Ykpaure!





