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Buznagenna. IlporpecuBHe iHBaJiIM3yroue
MOHOT€HHE ayTOCOMHO-ZIOMiHaHTHE 3aXBOPIOBaHHH,
III0 XapPaKTEePU3YETbCA yTBOPEHHAM JBOOIYHMX Be-
CTUOYJIIPHMX IIIBAHHOM, 4 TaKOK MHOMKVMHHNX ITyX-
JMH IleHTpasbHOi i mepudepnanoi HepBOBOi cuc-
TeMM, PaHHBOIO KaTapakTol [31, 35, 54]

CraTTd € JOriYHMM IIPOJIOBIKEHHAM OIJIAY
JiTepaTypu 3 Impobsiemu HelipodibpomaTosy 1 B
IIOIIepeTHbOMY HOMEDi KypHAJY.

Ictopuanwmiipakypce. HelipogibpomaTos 2 (HD2)
iiMmoBipHO OyB omnmcanmii Bnepme Wishart y
1820 p[13]. B omgHOoMy 3 meplMX IIOBLIOMJIEHB IIPO
izospoBaHy n1BOOIuHY ciyxoBy HeBpuHomy H.Cu-
shing [9], po3miAnaB If0 MATOJNOrI0 AK POpPMy Hel-
pocdpibpomaTozy (HD), ockinbky maTosoriyai 3MiHm
mpy UbOMy Oy nomibHI [0 TakmMxX mOpu XBOPOOi
Pexrminrayzena. K.F.Young Ta cmiBaBTOpM [64] mmo-
BiIOMMJIM TIPO JIOKYMEHTAJIbHO IIiITBEPsKeHN
nBoOiunmii 3aBuTkoBUII HD, AKmii, 3Bakaioun Ha
HAABHICTb HeMpodibpoM 1 IIAM TUILy «KaBU 3 MO-
JIOKOM», TaKOXK po3miamam Ak ¢gopmy HD y mo-
Hax 100 uneniB opmiei pomymm 3 1rraty IleHcinb-
BaHia. R.Eldridge [11] Bmepire 3amporoHyBaB BBa-
JKaTM ABOOIYHY HEBPMHOMY CJIIyXOBMX HeEpPBIB ca-
MocrTivHoIo chopmoro HD. OcraTourmit posnoxin HD
Ha HP1 i HP2 nposenenmwii y 1987 p. micaa Joxa-
gigarii HP1 rema B 17 xpomocomi [4, 55] i HD2
reHa B 22 xpomocomi [50, 62] 3aBmaxmu mporpecy B
MOJIEKYJIAPHiN Oiosorii BCTAHOBJIEHO, IO XBOPO-
6u, aAki paminte BusHavam Ak HP, dpaxktiano criag-
KOBO BiIMiHHI 1 KJIHIYHO HeOAHOpPiAHi, IO i 3yMO-
BIJIO BI/IIIiJIeHHH ABOX OKpeMIX 3aXBOPIOBAaHb —
H® 11 HD 2 [22, 38, 48]

I'enerura. HD2 ycrmagxoByeThes 3a ayTocoM-
HO-IOMiHAaHTHMM TuoMm [16, 45]. Maibke y 50%
nargienTiB 3 HP2 y OaTbkiB miarHOCTyBam Il 3aX-
BoproBaHHA, ¥ 50% — H®2 e nHacimaxom HOBOI
myTamnii[51]. IIpudomy, OimbIn TsKKMIT ITepebir 3ax-
BOPIOBAaHHA 1 paHHII JI0rO IIOYATOK Yy IIAIli€HTIB,
III0 ycrmaaxkysay martosoriyuvii ren HD2 Big ma-

Tepi [14] Ienrpasbunit H® BuHmMxae BHACIIOK
ToukoBoi MyTanii H®2 rewa, mo mictutbea B 22
xpomocomi (22q12) [50,62]. HD2 ren oxormoe 110
Kinob6a3 i Brimowae 16 craymmx i 1 ajprepHaTMB-
mi ek3oEn [49] HD2 ren mosxe npopyxkysaty PHE
TppOX po3MmipiB — 7, 4,4 i 2,6 xinob6as [19] IIpo-
LYKT TreHa Ha3BaHUII MepJiH dYepe3 BUCOKY
noziOHicTE 3 OlIKaMM IMTOCKeJsleTy cimericTBa 4,1
[60]. Bee cimericTBO OiNKIB Ma€ TOMOJIOTIYHY OiJIAHKY
(momeH), aka ckyaamaeTbea 3 270 aMIiHOKMCJIOT Ha
N-kinmi Gisnka. 3amporoHOBaHa i iHINIA Has3Ba IIHO-
ro OlIKy — IIBaHOMIH — y 3B’A3KYy 3 BM3HAHHAM
JI0r0 poJii B TIOIEPeJPKEeHHI BMHVKHEHHS IIIBAHHO-
vu. Mepuin, abo 1BaHOMiH, OiIOK — cCyIIpecop
myxymH [49].

Enigemionoria. H®2 susasnaors y 5 — 10%
Beix xBopyx 3 H® [51] Ilommpenicts HPD2 cramo-
Buth 1 Ha 37 000 HacejeHHs, HEMAE€ HIAKMX E€THi-
YHIX 4M pacoBMX BiaminHOCTel [60] DaxTiuna miar-
HocTM4Ha momypericte HD2 Tinexkn 1 wa 200 000
opyu mIopiuHill 3axBopioBaHocTi 1 Ha 2 355 000
HaceJsleHHA [13]. 3aXBOPIOBaHHA IIOYMHAETHCA Yy Ce-
pempoMy y Bimi Bim 18 nmo 24 pokis, BikoBuUit
nmiarmazoH Bifg 2 no 70 pokiB [45] Timerm mpuOimis-
HO y 5% nmnaujentis 3 H®2 min wac mnposeneHHA
koM ’'torepHoi (KT) um marmiTopesonancHoi (MPT)
ToMorpacii roJOBHOrO i CHMHHOrO MO3KY He OyJio
O03HaK OyxymHU 710 35 pokiB [H1] Xowa myxymHM
npu HD2 pobposakicui, ix anaTomiuHe posTairy-
BaHHA 1 YMCJIEHHICTh CHPUUYMHAIOTL PaHHIO
CMEPTHICTb, TPUBAJICTB SKUTTS CTAHOBUTH y Ce-
penHboMy 36 POKIB, TPMBAJICTh BIMOKMBAHHA ITICJIA
BCTAHOBJIEHHA niarHo3dy — 15 pokis [15]

Bepudikanis. /[Bo6iuni BecTubyasApHi IIBaH-
HOMM TaTorHOMOHiuHI ayma HP2 [41], ix BuaABmA-
1I0Tb Olnbite HiXK y 90% popocsmx maiieHTiB [45)].
CrangapT oOcTesxeHHA OJA igeHTHdikanii BecTH-
Oynapuux mBaHHOM: MPT rosoBHOro MO3Ky 3
3pizamMM 3 MM uepe3 BHYTpIIIHI CJIyXOBI KaHaJ1 B
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cariTaJibHIM Ta aKClaJbHIM NPOEKIiAX 3 KOHTpac-
TyBaHHAM 1 Ge3 Takoro. IIpmdomy MPT He MmoskHa
samimmm KT [8, 13] Bcim mnarientam 3 Brepime
BCcTaHOBJeHUM piarHo3oM H®P2 norpibue mnosHe
OOCTe)KEeHHA CIMHHOTO MO3KYy 3 BUKOPMCTAHHAM
MPT, mio neoOxigHO 1A BUOOPY TaKTUKM JIKY-
BaHHA Ta IIporHo3y [18] BasxkimBe mimcmeHHA ra-
IosiHOM (MarHeBicT) 3obpaskenna MPT [17, 18]
IlamienTamM 3 MYXJMHOIO CIIMHHOIO MO3KY (HacaM-
mmepes; 3 ENEHAMMOMOI0 Ta AacTPOLMTOMOI0) IIPO-
Bogut MPT mmopiuno [20] B cim’'ax, ge Binsuade-
HMiI panHi nodaTok HD2, Bizyasisyrodi mocig-
SKEHHA CJIJ IIOYMHATM B PaHHBOMY IUTHHCTBL B
TakMx ciM’ax 3a BigcytHocti amiE MPT y Biri 16—
18 pokiB 3MeHiTyeTbCA UMK ycrankysaHHa HD2
i, TaKMM YMHOM, IOJIETHIIYETHCA IIPUIMHATTSA pillleH-
HA Ipo penpoxaykuito. Bincyraicts 3min MPT y
Bii 30 pokiB poOMTH ycCHaAKyBaHHS MYyTaHTHOIO
H®D2 rena maJsoniMoBipHMM, Il BUIIPABIOBYE IIPU-
IMHEeHHA (POPMAJILHOTO OOCTEsKeHHH.

atomopdonoria. Ilyxmmmn npun HP2 noxo-
OATh 3 IIIBaHIBCBKMX, MEHIHTeaJbHUX 1 INIaJIbHUX
riitve [57] Hd2-acomiiioBani BecTnOyJIApHi IIBaH-
OMI, a TaKOYX MEHIHTIOMM MAalOThb OiJIbIII BMUCOKMIA
CTYIIHb JIIEHHA KJITVWH, HiK He NOB’a3aHi 3 HD2
[1] B Toit sxe wac V.Kasantikul Ta cniBaBTOpN
[24] cTBepm:KyIOTH, IO TiCTOJOTIYHI BiAMIHHOCTI
MK aKycTMYHMMM HeBpuHoMamm Ipu HP2 i ogp-
HOOIYHVMM aKyCTMYHVMM HEBPMHOMAaMM He BUAB-
JIeHi; BiIMIHHI BOHM JMIIle 33 XipPypPrivHOIO aHATO-
mieto [28] Hemae ricTosOriuHMX BiMIiHHOCTE MisK
HaJBHMMY ITyXJIMHaMM y marfieHtiB 3 HD2 i cro-
pammaayvy [1]. IIpmubmmsao 40% HP2 Bectndy-
JIAPHUX IIyXJIMH MalOTh YacCTKOBY CTPYKTYpPY, IIO
HeXapaxkTepHe JJIA CropaauyHux MyxJsmH [57] HD2
IIyXJVHM POCTYTb, AK IIPaBUJIO, 3 IIPUCIHKOBOI
nopiii HpMCIHKOBO-3aBUTKOBOTO HEpPBa, CXUJbHI
BPOCTaTH B 3aBUTKOBUII HepB [3].

Hani ricrosoriunoro npocmimxenHa HD2 myx-
JuH cynepeumsi. I Tumnosi mkipHi Helpodibpo-
MM, 1 DyXJIMHM B IIO€MHaHI HelipodibpoMm Ta IBa-
HOM ommcaHi y marjentiB 3 HP2 [59, 63] Tak, za
JaHUMM JeAKMX JocaimHaukiB [31], ricroJioriuna
OynoBa OinbIIocTi IyxJMH OOOJIOHOK HEPBIB Ta
NIapacVHAJBHYX ITyXJIMH OyJia TUIIOBOIO JJIA IIIBaH-
HOM, i TiIMBKM B II'ATM OyxJMHaX y 46 marfeHTiB
Oy ricTosioriuHi ocobsmBocTi Helipocibpom. Xoua
nmiargocTyuHi kputepii ana HP2 nepsicHo BKIIO-
4aroTh Helipodibpomy, neprdepnyHi ITyXJanHY, AK
IIpaBUJIO, IITBAHHOMM, & He Helipodpibpomm [7]. Sok-
pema, TinmpkM 5 3 29 myxymH mkipyn npu HD2
O6ynu Henpodibpomu,

penita — IIIBaAaHHOMMN,
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Big3HaueHa HeOOXiMHICTH peTeJsbHOI ricToJsIorigHOoi
€KCIIePTU3NL.

JdiarmocruanikpurepiiKainigninpoasn. YiTki
nmiarHocTyuHi Kputepii ma HD2 Bneprre cdop-
MyJboBaHl y 1987 p. Ha KoH(pepeHILi 3 HelpogiOpo-
MaTo3y HargionasnbHoro iHcTUTYyTYy 37m0poB’a (NIH)
CIIA [38, 40], BHACHimOK HYOTO OTPMMAJIM HA3BY
NIH-piarHOCTMUYHNX KPUTEPiiB.

3a NIH-ziarHOCTMYHMMM KpUTEpiAMM, IIPO Ha-
sapHicTe HD2 cBigunThb:

1. BuABJeHHA ABOOIYHMX BeCTMOYJIAPHMX IIIBaH-
HoM 3a pammvm MPT

abo

2. HasBHicTs HD2 y pomydiB mo mpawmii Jjhwii i

UM a) oxHOOIYHOI BecTMOYJIAPHOI IITBAHHOMY,

uy 0) ABI O3HAKM i3 HACTYIHMX: Helpodibpo-
Ma, MeHiHTioma, TrJiioma, HIBaHHOMA, IOBEHiJIbHE
3aJIHE MigKaINCyJiApHe 4YedeBULeNoAiOHe ITOMYyTHi-
HHSA KPUINTAJVKA.

V.FMautner Ta cniBaBropu [32] moBimommim
mpo 3 cmocrepeskennsa HD2 6e3 mBobiunmx BecTm-
OyJIApHMX IIBAaHHOM, 3a3Haruy obMmesxkeHicTs NIH-
kpurepiiB. KH.Gutmann Ta cniBaropn [20] sam-
poroHyBa/M Jelo yrouHeHi kpurepii HD2 mpnu
jioro mogini Ha migTBepmxenuit HD2 i mepenba-
uyBaHmii HD2.

A. [JiarHocTuuHi KpuTepil AJA mallieHTIiB, y
axnx HD2 minreepmxenuit

1. IoOiuni BecTMOYJIAPHI IIIBaHHOMMU

abo

2. HaspHicts HD2 y pogydiB mo mpaAwmint il i

a) onHOOIYHA BecTMOYJIApHA IIIBAHHOMA Y BiIfi
1o 30 pokiB

un

6) nBi O3HaKM 3 HACTYIHMX: MeHiHrioma, IJIO-
Ma, IIIBaHHOMA, IOBEHiJIbHe 3aJHe MifKalCcyJdapHe
YeyeBUIlEINIOAI0HE TIIOMYTHIHHA KpUINTAJMKA (fOBe-
HiJIbHA KOPKOBa KaTapaKTa)

B. HiarHocTmyni Kpurepii mma ocid 3 mepenba-
gyyBaHuMm HD2

1.0pn00iuHa BecTMOyJIApHa IIIBaHHOMa y BiIll
o 30 pokiB, a TaKOXK OJHA O3HAKA 13 HACTYIIHUX:
MeHiHTioMa, TJIioMa, IIIBAHHOMA, IOBEHLIbHE 3ajHE
migKancyJsidpHe dYedeBUI[eIIONiOHe NOMYTHIHHA
KpUIIITaJMKa (IOBEeHIJIbHaA KOPKOBa KaTapaKTa)

un

2Yucnenni meHiHriomn (2 1 Ginblie), a TakoMx
ornHOGiuHa BecTuOyJIApHa IIBaHHOMa y Bimi go 30
POKIB UM OfHa O3HaKa 3 HACTYIIHMX: IJIoMa, IIIBaH-
HOMa, IOBEHIJIbHE B3aJHE IIKAICYJIApHE dYedeBM-
IenofibHe TIOMYTHIHHA KpPUINTAJMKA (IOBEHLJIbHA
KOpPKOBa KaTapaKTa)

Ileprmioro craproro margieHTa, IOB’A3aHOI0 3 aKy-
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CTMYHOIO HEBPMHOMOIO, AK IIPABMJIO,E OXNHO- abo
IBoDOiuHa BTpaTa CIyxXy. fIKIIO CHOYaTKYy BUHUKAE
YPasKeHHsA OIHOTO HEPBA, TO 0 yPasKeHHS IPYTro-
ro HepBa Mo)Ke MyHYyTH 10 pokiB i Oumblre [62].
IIpu merasibHOMY ONMUTYBaHHI XBOPUX BUABJAIOTH,
110 BTpaTi CIyXy IepemyBaB HEIOCTIHMII A3BiH
abo 1mrym B ofmHOMY uM 000X ByXaX, ITOXUTYBaHHHA
ma uyac xomwOm. IHmmvm ckapramm Oysm Iopy-
IIIEHHA 30py, acuMeTpisd 0044, TOJIOBHMI Oijb,
y JeAKUX XBOPUX HAVOLIbLI PAHHBOK O3HAKOI0
O6ysm 1kipHi Hertpodidbpomu [51] Ilyxmmem mkipm
Oy mepumMy npodABamMm y 25 — 279% malieHTiB
3 HD2 i € mepimm IiarHOCTVHHMM [IOIIOBHEHHAM B
IUTAYil 1 mimiTKoBiM BikoBmx rpymax [20, 31] Y
TOJ 3Ke Yac OUIBIICTH aBTOPIB MiAKPECIIOIOTH MAJTy
KUIBbKICTh IyXJMH IIKipM 1 IVIAM TUILy <«KaBU 3
MOJIOKOM» Ha MIKIpl y HaljeHTiB B ciM'Ax i3 aBOOI-
yHMMM BecTuOyJiApHuMM IBaHOMamu [13] Tinbkwu
B 1 — 2% xBopux HD2 signosigarors miarsoc-
TyaHMM KpuTepiam gia HP1[15, 45], a mrexcu-
dopmHi Hevipodibpomm mpm HD2 Bzarasni ommcani
B oxuomy mocuianHi [61]. ITpm oOcresxenni 50
wreHiB pomyH 3 H®D2 ne BuABIeH] 3Ha4HI 3MiHM Ha
wkipi un Bys3/mky Jlira (TmirMeHTHI ILIAMM Ha paii-
nyskri) [51] Immmi aBTopm [31] BUABIAMM IIyXJIMHU
mkipn y 25% mnanientie 3 HD2, nmavm tumy
«KaBM 3 MOJOKOM» — y 50%, ajye Timprn y 4%
mwiAM OyJso Oimbllle 6, BTpaTy CIyXy UM [O3BIH Yy
ByxaXx — y 31%, ouni 3mimm — y 13% mnpu ce-
penapoMy Bili Manicpecrarii xBopobm 17 pokiB i
BCTaHOBJIEHOMY giarHosi — 22 poxku. K.G.Evans i
criBaBTopy [15] Ha oOOIMpPHOMY KJIHIYHOMY Ma-
Tepiasi (120 marientie 3 HD2) Buasmmm HacTynHi
KJIHIYHI 03HaKM: ofHOOiuHa riryxota (y 35%), LieH-
TpaJibHMI mape3 obrausa (y 12%), A3BiH y Byxax
(y 10%), mBobGiuna rayxora (y 9%), NMOXUTYBaHHA
(v 8%), mpmerymm samamopoueHHa (y 8%), pos-
Janu uytauBocTi (y 6%), cainora (B 1%),
BiicyTHiCTH KJIHIYHMX o3HaK (B 11%), mpoBenmeHa
ToMorpacpisi, OCKiJIbKM y OaTbKiB IAIfi€HTIB miar-
HocTyBasmt HP2. Otoxe, orTosoriuxi o3HaKkM (LuIy-
X0Ta, [3BIH y ByxXaX, IOXUTYBaHHHA, 3aIlaMOpO-
uyeHHs) y Olmbmiocti marientisB 3 HP2 (mo 75%) €
IeOIoTHMMM, IPUYOMY Iell nebloT, AK IIpaBuIo,
omuobiurmt. I Timekn y 20% mnarjentiB 3 HD2 B
nelroTi 3aXBOPIOBAHHA OyJM O3HAKM KpaHiaJIbHOI
MEHIHTIOMM Y¥ CIIVIHHOMOSKOBOI ITyxJmay [13] HP2-
acoririoBaHi BeCTMOYJIAPHI LIBAHHOMM MAalOTh TEH-
JEHII0 OyTy OLIBIII arpecVBHUMI, Hi’K He IIOB’f-
3ani 3 HP2 [23].

Y 33% martientiB 3 H®P2 BinsnaueHo 3MeH-
LIIEHHA TOCTPOTM 30py OOHO- Yy JnBoOiuHe [47].
3agHE MIKAICyJsApHEe IIOMYTHIHHA KPUIITAJINKA

Keacniyvrui M.B.

IIporpecye 10 Bi3yaJIbHO CYTTEBOI KaTapakKTH, III0
i € HaVOLIBII YACTOI 3HAXIAKOI Yy TAKUX XBOPUX.
IIpydoMy NOMYTHIHHA KPUINTAIVMKA MOKE BMHM-
KaTM JI0 NoABM oO3Hak ypaskeHHa VIII mapm ue-
perHux HepBiB 1 Moyke OyTu IMOMideHMM Yy IiTel
[33]. HacToTa BMHMKHEHHS IOBEHIJIBHOI B3alHBOI
MiKaICYJIAPHOI KaTapaKTM, KOPKOBOI 1 3MilIaHOI
KaTapakTi y mnarieHTtiB 3 H®D2 craHOBUTH BimgmoB-
immo 724, 414 i 32,8% [45]; 26,5, 26,5 i 14,2%
[31]; 27,1, 125 i 22,9% [47] BuaByeHHAa BpomKe-
HOI UM IOBEHUIBHOI KaTapakT! y JIOOVHN, Y PO-
IV4iB AKOI Mo mpaAwmin Jjrinii giarHocroBammit HD2,
roTpebye meTasbHOI OIiHKM AJ1A BuUABJeHHA HD2
[20]. IIpm excrmepTmsi oueit 3 BUKOPUCTAHHAM
IIIMHHOI JilamMmy y marfieHtiB 3 HP2 Byzmmxu
Jlitra, xapaktepHi i H®P1, we smatimeni. B Toit
ke uac npubmmsHo y 50% mnaiieHTiB 3HalineHi
O3HaKM KaTapaKTM Ha 3aJHill IOBepXHi KpMIITa-
quka [46]. V.F.Mautner ta criBaBTopu [33] BKasy-
I0OTb HA HAMOLIBII YaCTy JIOKAJN3allil0 KaTapakTy
B KaIlCyJli KPMUILUTAJMKA, BiA3Hadarouy IlepeBask-
HO ABOOiuHe ypasxeHHA. HavipaHiniHua xatapakra y
upoMy JnociiypkeHHi — y Biii 10 pokiB. Imkosm
KaTapaKTa HACTIBKM BHINKYE 3ip, L0 IoTpedye
orepaTMBHOrO BTpydaHHA [51] IwurAda KaTapak-
Ta, 3BU4HMII nposB HD2, BuaABieHa OLIbII HIX Yy
209% marieHTiB, paHillle, HIK NIPUCYTHICTH OyIb-
axoi myxymen [13] IIpu npeTasbHIN excriepTusi 3
BMKOPMCTAHHAM MLIJIMHHOI JIaMIM 3aJHE YedeBU-
LIeNIoIi0He IIOMYTHIHHA KPUINTAJIMKA BUABJIEHE Y
85% manientiB 3 HP2 [37], 3amua migrancyJsapHa
Katapakta — y 63% xBopux [19] Timku y 6%
nanienTis 3 HD2 ne Oyno ounnx amin [31]
ITpuuavvui y 67% nanjentisB 3 HP2 yTBOpro-
IOTbCA CIMHHOMO3KOBI IIyXJMHM, AKI YacTo €
HaVOWIBII TAMKKMM 1 PyVHIBHMM IIPOABOM Iii€i XBO-
pobu, mpuyYoMy dHacTo IyXJMHM OyBarOTb MHO-
skyHHVMMY  [34]. IlepeBaskHO Ie IIBaHHOMM, HAKi
MICTATBCA B MeiKax MiskxpebieBoro oTBOpy i
npuiiMatoTs ¢hopmy rantes. V.F Mautner i criBas-
Topu [31] BMABMIM CHOMHHOMOSKOBI IIyXJVHN Y
90% xBopux 3 HD2, meninriomm — y 58%, 1BaH-
HOMM Tpilfgactoro HepBa — y 29%. ABTOpM Bing3HA-
YalTh, II[0 YepeIHi i CHMHHOMO3KOBI IIyXJMHU
Mail’Ke Tak caMO 3BWYHI, K i BecTMOYJIAPHI IIIBaH-
HOMN, a CIIMHHOMOSKOBI ITyXJIMHM — OCHOBHA IIpU-
uyyHa cMmepri nanieHtiB 3 HP2. K.G Evans Ta
cmiBaBTopM [15] BMABMIM CIMHHOMOSKOBI ITyXJIM-
HI Yy 26%, a KM. Parry ta cmiBaBropm [45] — y
67% mnauientisB 3 HP2. BHYyTpPIIIIHBOMO3KOBI ITyX-
JIVHM TUITYy aCTPOLMTOM, EIIeHAMMOM CIIOCTepira-
'y 5% mnamjentis 3 HP2 [45], maibke y 50% —
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MeHinriomn [15,45] BinpIricTs 3 HUX BHYTPIIIHBO-
yeperlHi, Xo4da BUABJAIOTH i CIMHHOMO3KOBI.

Koiniuna rereporennictes H®2 3ymoBmia pos-
TIOMiNT HA TIOMIpHUII Ta TSAKKUM (PEHOTUIIM, SAKi
BiApIBHAIOTECA 3a KJIHIYHMM IepebiroM, BiKOM Ma-
HipecTanii 3axXBOpPIOBaHHA 1 HaABHICTIO, KpiM Bec-
TUOYJIAPHMX IIIBAHHOM, [HIIMX YeperHux i CIMH-
HOMOBKOBMX IIyXJiMH. Tak, 3a IIOMIpHOTO (peHOTH-
IIy IIOYaTOK 3axBOproBaHHA y 20 pokiB 1 crapiite,
HaaABHICTL opnHiel (abo ii BimcyTHICTB) NOAATKOBOI
MO3KOBOI IIYXJIMHM 1 JIBOX UM MeEHIIle eKCTpaMeny-
JIAPHUX IIyXJIMH; 3@ TAMKKOIO (PEHOTUILy II0YaTOK
3axBoproBaHHA A0 20 poOKiB, HaABHIiCTHL OinbIre
onHiel IOATKOBOI MO3KOBOI IyxJsmHM 1 OisbIie
JIBOX €KCTpaMenyJIApHMX IIyXJIMH UM OfHi€l KiCTKO-
BOMO3KOBOI ImyxJsmHu [31]

BariTHicTE 9acTO MPOBOKYE MOYATOK 3aXBOPIO-
BaHHA 4YM TIOTIPIIEHHA ICHYIOUMX KJIHIYHMX IIpO-
ABIB [2] BHACJIOK BIUIMBY TOPMOHIB i (haKTOpiB
pocTy Ha IHIIFOBaHHA 1 IIpOrpecyBaHHA aKyCTUU-
Hoi HeBpmHOMM. IIyXJIMHM, IO PO3BMBAIOTHCA B
LIeHTPAaJIbHI HEpPBOBiiI cucTeMi, AK IIPaBUJIO, BTA-
I'yIOTb B IIPOLEC UyTJIMBI HEPBM, AKI MalOTb BUICO-
Ky KOHIIEHTPAII0O PEeleNTopiB 10 SKIHOYOrOo TIop-
MOHyY ecTtporeny [30].

Ha Binminy Big H®P1, HD2 me mnor’sazammii 3
3JIOAKICHMM IIEPEPOIPKEHHAM ITyXJIVMH, a TaKK 3
3MiHAMM B KiCTKaxX i JeAKMM 3HIMKEHHAM iHTeJeK-
Ty, xapakTepauMu 1y H®P1 [51] Hasenene onme
CIIOCTEPEIKEHHA 3JIOAKICHUX ITyXJIMH ODOJIOHOK ITe-
pudeprIHNX HepBIB y sKiHKM BikoM 45 pokis [21].
Taxkum unaoM, HD2 gitko Bimpisuaerbca sBig HP1
He TIJIBKM TeHeTUYHUMMM OCOOJMBOCTAMM, a 1
riaiHivanvn. Tak, pesaxi aBTopu [51], obcresxms-
um noHazg 100 cimeir 3 HP1l, me BuaABmmM axyc-
TnuHy HeBpmHOMYy. IIpm obcreskenni 50 martieHTIB
3 HD2 ne 3HalieHi moumpeHi 3MiHM IIKipy un
By3Jauku Jlitra.

JiryBanna.Taktura JikyBanna HD2 nepen-
fauae: CIIOCTEpe)KeHHA, pPeKoMeHjalli, mpoMeHeBy
Tepamito, onepatuBHe BTpy4aHHA [3]. Ilpm BU-
Oopi 1Mx 3acobiB KJIHINMCT MOBMHEH KepyBaTUCA
TaKVMM  ITiIJISIMI:

1. MakcumaJsibHa OXOpPOHA SKUTTA 3 MiHIMaJb-
HVM HEBPOJIOTIYHVM IIOIIKOI KEHHAM.

2. 30eperxeHHA KOPMCHOTO CIYXY.

3. 30epesxeHHA (PYHKIII JMIleBOro Hepsa.

Xipypriune JikyBaHHA mnaifentis 3 HD2 no-
BMHHO OyTM KOMILIEKCHMM, JOTO B3JiJiCHIOIOTH ¥
BICOKOCIIeIliaJlizoBaHUX IleHTpax. Helipoxipypru,
OTOJIAPVMHTOJIOTY 1 KJIHIYHI T'e€HeTUKM, IIPaIoIoun
pa3oM, KOOPAMHYIOTHL JIKYBaHHA 1 CIIOCTEpesKeH-
HA 3a xBopuMM Ta ix pomudanvm [31]. HeoOximmwmit
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MYJIbTUAUCIMILIIHAPHMI MiAxXin o JiKyBaHHA 3
omIAny Ha mnosicucreMHuit xapaxkrep HD2 [54] B
KOMaHZy IIOBMHHI OyTM BKJIIOYEHI Tako)K O(TaJIb-
MoJiory, aypmioJsioru, peabisitosorn, disiosorn,
cypposory, anBokaty i nemxiatpu [3] Hysxe Bask-
JVMBUM € PillleHHA IIPO CTPOKM BUKOHAHHA OIle-
pamii 3 mOpuBoxy BecTMOYJIAPHOI IBaHHOMM [39,
58]. CepegHiit Bik omepoBaHMx xBopux 3 HD2 —
27,5 pory, 6es HP — 469 pory [b3] fxmo y
TAlli€HTa BUABJIAIOTH O3HAKM IMIBUKOTO POCTY ITyX-
JVH 1 AKIIO Ie 3aBaskae Po0OTI 1 ITOBCAKIEHHOMY
SKUTTIO, HeoOXiflHe BMKOHAHHA OIEPaTMBHOIO BTPY-
yaHHA. AJle AKINO NyXJIMHA HEBeJMKa, KJIHIYHMX
IIposABiB HeMae abo BOHM He3HAaYHI, IIOCTaE auJie-
Ma. llesakri xipypru 3aXMINQIOTh TOUYKY 30pYy IIPO
PaHHIO JIarHOCTMKY Ta ONepaTMBHE JIKyBaHHA AK
€IVIHY MOYKJIMBICTb 30eperKeHHA CJIyXy MaKCU-
MaJsibHO JoBro [6]. 3a NIH-perkomenpariamm, Ha-
ABHICTb aKYCTMUYHMX HEBPMHOM Yy TIIalli€HTiB 3
HP2 — me ozmaka mia ix xipyprigHoro BuiaJjeH-
HA. O0epeikHe OYIKyBaHHA pO3CyAJVMBE OJIA He-
BPOJIOTIYHO CTIiMIKMX CIIOCTeperKeHb, 0COOJIMBO IIPU
30epesxerH] cayxy [7, 53] Maji BecTuOyJIApHI ITyX-
JvHK (miametTpoMm 1,5 cM), AKI He BUXOAATHL 3a MesKi
BHYTPIIIIHBOTO CJIyXOBOT'O KaHAJy, MOKYTb OyTu
ByaJieHl 3 30epesxkeHHAM CIyxy i1 (pyHKIHi Jme-
Boro Hepma [8, 44] emo iHma curyalia 3 Bem-
kuMy myxsmHamy. HeobximHo Opatu no ysarw, Io-
Ilepire, IO aKyCTMYHA HEBPMHOMA, IIOB’'A3aHa 3
H®P2, Ginpin inBaszmBHA, HIK 130JIbOBaHA CJIyXOBa
IIyXJIMHA (CIOJIyYeHHA MK aKyCTWHYHOI0 HEBPMHO-
MOIO 1 JIMIIEBMM HEPBOM KOJIMBAETHCA Bif IIPUIM-
IIAHHA OO0 IUIbHOI iH(inepTpamii, mo Oinbmr xa-
pakrepHe ana HD2-moenmanmx myxsmH [23]), 3a
Takoi cuTyamii HaBiTb MaJli MOYXJIMHM MOXKYTb
BPOCTaTMI B CJyXOBUII HeEpB, depel Ie Jioro 30e-
pesKeHHA HEMOMKJIVBE;, IIO-IpyTe, IIyXJIMHA POCTe
IIOBiJIbHO, HaBiTL He 30iJBIIYIOYNCH IIPOTATOM
POKIB, 10 Za€ MOXKJIMBICTb MAlll€EHTY IPaloBaTU
IPOTArOM JAecATUIiTh. IlyxyumHM dYepermHux Ta
CIIMHHOMO3KOBUX HEPBIB XapaKTepU3yITbCA II0-
BIIBHMM PpPOCTOM, TOMY XIpypridHe BTpPy4YaHHA 3
NIPMBONY IIyXJIVMH, IO 3YMOBJIIOIOTH HE3HAYHE IIo-
TipIIIEHHA CTaHy, MOMKE CIPVHVHUTU AePeKT 3HAYHO
paHille, HibK 11e OyJsio 6 pM MPMPOAHBOMY IX POCTI
[12, 36]. Otsxe, pilleHHA MIOJI0 BUKOHAHHA OIepa-
TVBHOIO BTPYYaHHS IIOBMHHA IIpMIMaTy KOMaH7A
JiKapiB, 3HAOMMUX 3 LMMM 3aKOHOMipHOCTAMM [51].
3a HaABHOCTI BeJMKMX IyxJymH [31, 44] Hanbimbin
JIOLIIJIBHOI0 TAaKTMKOIO JIKYBaHHA € YaCTKOBE BU-
JaJieHHA DyXJyHM abo TibKM JIeKOMIIpecia cTo-
BOypa MO3Ky 3a J10ro CTMCKaHHHA, IOTiPIIEHHS CJIy-
xy um mucdysknii smmesoro Heppa. T.Nitta, K
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Sato [42] BBaKalOTh, IO CJIYXOBi HEBPUHOMI,
noB’az3aHi 3 HP2, mecripmAT/MBi 10 XipyprigHoro
BTpy4aHHA: 3 2(0 omnepoBaHMX HUMM TIIBKM y 3
xXBOpux B30eperkeHMii cayX, y 2 — dyHKuii sm-
IIeBOTO HepBa, IPUYOMY TIiIBKM y D XBOPUX
3MIiJICHEeHe TOTaJIbHe BUOAJIeHHdA, y 13 — cyOro-
TaJibHe, Y 2 — duacTkoBe. 3a naHmvy M.Samii Ta
criiBaBTOpPiB [53], HA BEJMKOMY KJIHIYHOMY MaTe-
piam (120 omepaiiti y 82 marjieHTiB) Bif3HaueHe,
III0 aHATOMiyHe 30epe’KeHH:A JIMIIEBOIO HepBa JI0-
caruyte 'y 85% (dyHkiioHanmene — y 75%), 306e-
pesKkeHHA cayxy — B 36% malfieHTiB, IpuiaoMy
yacToTa 30epe)KeHHA CJyXy yzABiui Oinmbimia y
marieHTiB 3 mMasmMu myxsvHavy. W.HSlattery ta
criiBaBTOpM [56] BBAXKAIOTH, IO PE3YyJBTATY ILIONO
30epelKeHHA CIyXy 1 (PYHKII JMIIEBOrO HeEpBa Y
xBoprx 3 HP2 nopibHi 10 Takux y MAIIEHTIB, AKUM
3MiViCHeH] omepallii 3 IPMBOAY CIIOPAINYHOI OJIHO-
0iyHOI aKyCTMYHOI HEBPMHOMM, Bij3HAYUAIOUM KJIIO-
YOBY POJIb y TAaKMX pe3yJbTaTaX PaHHBOIO OIle-
paTuBHOrO BTpyd4aHH:A. IIpore, GinbIicTs aBTOPIB
3BEpTalOTh yBary Ha Te, II0 MOXKJIMBOCTI aHATO-
MiYHOro i (PYHKIIOHAJIBHOTO 30eperKeHHA CIIyXOo-
BOr0 HepBa OOME’KeHi, NpUYIOMy pPe3yJbTaTy
Kpallli, AKI0 oIlepallid BUKOHAHA B paHHI CTPO-
Ky, 1 mo omepamii (yHkiia cayxy Oysma s3bepesxe-
Ha [b3, 56], 1m0 3yMmOBIEHe 0cOOMBOCTAMM OymO-
By HD2-moB’sA3aHMX DIyXJIMH, II[0 CTBOPIOE LJIIO-
3if0 IIPOXOJPKEHHS CJIyXOBOI'O HepBa depe3 TOBIILY
MyxJIMHU («HEPB B KOHBepTi») [3, 28] 3beperxen-
HA KOPMCHMX 3aJDIIIKIB CIyXy — OJHA 3 HAVOLIBII
BaKJIMBMX YMOB I dwac JikysanHa H®P2. Ineau,
IO fAKOro NOTpiOHO HabJKaTHCHA, IIOBHE MIKpPOXi-
pypriuHe BUIaJIeHHA 000X NYXJMH 3 30epeskeH-
HAM CJIyXy B omHoMy abo obox ByxaX, i, AK Ipuii-
HATHUII KOMIIpOMic, cyOTOTaJibHa MiKpOXipypriu-
Ha peserwuia [H2] Tuiema B crparerii JikyBaHHA
HPD2 nomarae B 30epeskeHHI KOPMCHOIO CIYXy i
AKOCTI KUTTA IIPOTATOM MaKCMMAaJIbHOTO Iiepio-
Iy, YHMKAO4UM Oe3Mi[CTaBHOIO PU3VUKY BUHMKHEH-
HA yCKJIQJHeHb 3 OOKy JIMIIEBOrO HepBa UM HEBPO-
JoriyHoro crarycy mnarjenta [3] fxmo myxsmHa
JIETKO He BINiNA€TLCA Bif JIMIIEBOIO HEpBa y XBO-
pux 3 HD2 xpame zammmmmy pparMeHT IIyXJym-
Hu [10], mo Olibmn obaumBe, HiK B IIOHAJIBIIIOMY
HAKJIQJAHHA I1Ba JualeBoro Hepsa [29] Xoua BigHOB-
JIEHHs IHTPAOIlepaTMBHOIO IIOIIKOMYKEHHA JIMIle-
BOTO HepBa 4YacTO YCIIINHe, BiAMIHHOIO pe3yJib-
TaTy He JocATaloTh [25], HamiiiHy pereHepariito
3abesneuye «hypoglossal-facial» mnoemmHanHA.
BinplmicTs onepaTVBHUX BTPYYaHb BUKOHYIOTH 3
BUKOPMCTAHHAM PETPOCUTMOIAJBHOIO IIAXOAY B
roJyioskeHHi xBoporo cupsaum [7] Hactynawmit eran

Keacniyvrui M.B.

xXipypriunoro JikyBanHa H®D2 — 1e HeBpuHOMMK
CIIMHHOMO3KOBUX HepBiB, Tk y 33% crocre-
peskeHb CIMHAJIBHA IIyXJMHA Mae€ KJIHIYHI IIpoaBU
[31], xoua HeBposoriuamit medpirT OB BuUpa-
sKeHmii y margieHtis 3 H®D2, wisk 6e3 Taxoro. Cum-
NITOMATWYHI HEBPMHOMM, IO BUABJAIOTb y XBO-
pux 3 HD2 wmaroTe gysxe BUCOKY CTYIIHb IIO-
BTOPHOTO POCTY IIicJas XipypridyHoro BTPYyYaHHA.
Tak, nesxi aBTOpM BUABWJIM IIOBTOPHMIZ picT IMX
IMyxJH 4depe3 5 PokiB y 39,2% xBopmx i BCi Iyx-
JIMHM TIOBTOpWMCh deped 9 pokie. Tomy 3a Hads-
HOCTi TIOMIpHO BMpa)KEHUX HEBPOJIOTIYHMX O3HaK
PEKOMEHAYIOTh KJIHIUHE CIIOCTepesKeHH: 3 Bidya-
JIBaIfi€l0 IMyXJMHM IIOIIBPOKY.

CrepeoTakcuyHa pagioXipypria 3alporloHOBaHA
AK aJbTepHAaTMBa MIKPOXipypriuHOMY BUIAJIEHHIO
BecTUOYJIAPHMX INBaHHOM [29] i IOBMHHA PO3MJIA-
JaTuCA AK IIePIIOYeproBMiI MeTof y IAIfi€HTiB 3
HD2 [27]. TlepeBaru MeTOmy OYEeBMIHI: YHUKHEHHS:
BigkpuTOl omepallii, HeTpuBaJe cTallioOHapHEe
JiKyBaHHA. DyHKIIOHAJbHA 30€pesKeHiCThb Jmile-
Boro HepBa jocArHyTa y 809 maljieHTiB, 3aBUT-
koBoro — y 50% [43] Heposixkamm wmetonmy €, B
KpalloMy BUIAJIKY,
He 1i 3HENIKOMPKEHH:, a TaK0K MOXKJIMBICTH CTV-
MYJIIOBAHHA 3J0sAKicHMX 3MiH [3]. CrepeorakcuaHa
pazioxXipypria 03BOJII€ KOHTPOJIOBATM PICT ITyX-
oy 90% xsopux [27, 43] HoBoro meTommkoro

3yIMHKA POCTY IIyXJMHM, a

B JikyBaHHI mBaHHOM VIII mapm uyepenHux HepBiB
€ 3aBUTKOBUII IMIIJIaHTQHT CTOBOypa MO3KY, AKUNI
BYKOPJCTOBYIOTb IIPM aHATOMIYHO 30eperKeHOMY
CJ[yXOBOMY HEPBI IICJIA OIepaTVMBHOIO BTPYYAHHS.
3 PO3BUTKOM HOBUX METOAMK JIKYBaHHA TUILY
ramMa-HOKa 1 CJIyXOBUX IMILIaHTATIB CcTOBOypa
MO3Ky 0OaJlaHC Mi’K KOHKypyHOuUMMu QaKTopaMy,
III0 CIIBCTABJAIOTHCA IIif yac BUOOPY ONTUMAJIb-
HOI cTpaterii JIKyBaHHA, IIPONOBKYE MiHATHCA [3].

IIpomeneBa Tepamia mDyxJynH, NOB'A3aHUX 3
H®P2, nosmrHa OyTM nerasbHO OOrpyHTOBaHA,
OCKiBbKM TIpM ii 3acTocyBaHHI MOMKJMBE IHAYKY-
BaHHA, IIPUCKOPEHHA POCTy YM TpaHcopMallia
NyXJIMHM y TAIli€HTIB 3 HEaKTMBHMM TI'€HOM-CyII-
pecopom myxsmH [5, 20].

Xouya nHa cworogai H®P2 me mosxe Oytm 1mo-
BHICTIO BIWJIKYBaHWI, € Hafil, 110 3aBOAKM MoJie-
KYJIAPHO-0I0JIOMYHNM MaHIIyAniaM 3 gedeKToM
Ha 22 XpoMocoMi (Tepallid reHa) MOKHA JOCATTHU
MIO3UTMBHOIO pPe3yJbTaTy [3].
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Hertipodmbpomaros 2

Keacnuyxuii H.B.

Paccmorpeno HacsiencTBeHHOe 3aboJsieBaHue Hepodub-
pomaro3 2. IlpuBefieHBI €ro BSMMAEMMOJIOTUA, TE€HETUKA, IV-
aQTHOCTMYECKNE KPUTEPUH, KJIMHUYECKNEe IIPOABJIEHUA, Me-
TOAbl O0BeKTMBM3aluu. IIpoaHaNM3MpOBaHBI TAaKTUKA JIede-
HUA, XUPYPIUUECKME ACIIEKTHL

Neurofibromatosis 2

Kuvasnitsky M.V.

A hereditary disease neurofibromatosis 2 is discussed
in the review. The genetics and epidemiology are pre-
sented. The author represents diagnostic criteria, clinical
signs, and methods of verification of the disease. Strat-
egy of treatment is shown. Surgical aspects of treatment
are detailed.

KOMEHTAP

do cmammi M.B.KBacHiybkozo «Helpoghibpomamos 2»

PoboTa € 3aKOHOMIpPHUM MPOAOBXKEHHSAM Ornsdy fitepatypu wopo npobnem Helpodibpomatosy 1, onybnikosaHol

y nonepeaHbOMYy HOMepi >XypHasy.

AHaniz pxepen nitepatypy npoBefeHWH 3 Ornsgy Ha OCHOBHI 3aKOHM iHcpopmaTukW. Tak, HaBedeHi nepluopkepena
NEePeBaKHO OCTaHHIX LIECTU — ceMu pokiB. B3ati go yearu Haibinblu BakMBI poBOOTHM 3a 3a3HAYEHOO TEMATHUKOIO i
HWKMX POKiB, a TaKoXX TWUX, LLO BigoBparkaloTb OKPEMi iCTOpUUHI MOMeHTH. [eTasbHO po3rnaHyTi enigemionoriuHi ocob-

NMBOCTI ABOBIUHUX MYXJIMH CIIYXOBUX HEpBIB.

MopaHi pi3Hi nornagW WOAO BUPIWEHHS NWUTaHb JliKyBaNbHOI TAKTHUKM, CNPAMOBAHO! Ha 36epeXxeHHs CNyxy, OOCATHEH-
HA MaKCUMMasIbHOI PafMKa/bHOCTI BUAANEHHS NYXAMH Ta NOJMINWEHHS AKOCTI >XUTTA NauieHTiB 3 ABOGIYHUMM HeBPHUHOMAa-

MU MNPOTArOM MaKCUMMasIbHOro nepioay.

[LaHi nitepatypu npo AiarHOCTMUHI MOMJ/IMBOCTI CyyacHUX METOZIB AOCNiIKEHHs foriuHo Byno 6 nogaeatv okpemo,

a He B MOEAHaHHI 3 pe3ynbTaTamu JliKyBaHHS.

3 cnabknWx MOMEHTIB POBOTH TaKOX CJlif BiA3HAUMTH, WO OrNisg NOOYAOBaHUM Ha MOCHIAHHAX B iIHO3EMHWX >KypHa-

Nnax i He MIiCTUTb POBIT BITUU3HAHWUX HAYKOBLB.

Kanoudam wmeduunux Hayx Tpemax LB.
Inemumym Heupoxipypeaii
im. axad. A.Il. Pomodanosa AMH Yxpainu





