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HEBPOJOrIA

KOH®EPEHLIA

Xsopofia Mabpi y nikapcowkii npakmuu;

Xeopo6a Pabpi (XP), a60 AngepcoHa — Pabpi € piaKicHOIO reHeTUYHOIO XBOPOG6OI0, L0 PO3BUBUETLCSA YEPE3 HEAOCTUTHICTL

nisocomHoro ¢pepmeHTy a-ranakrosupasm A (a-Gal A) BHacnigok myTauii y BignosigHomy reHi. Lle Tsdkka nporpecyioua
MYNbTUCUCTEMHO NATONOTis, BUSIBNIEHHS KOI yCKNIGAHEHe Y 3B'93Ky 3i 3HO4HOIO KJliHiYHOI0 BapiabenbHicTio. YoMy nikapio Baknueo
opieHTyBaTHCA Y cumnTomax Ta metogax nikyBanHsa X®? Mpo ue posnosiB yuacHukam Il HaykoBo-npakTuuHoi koHdepeHLuii

3 MibkHapogHolo yuactio «JlocarHeHHs y HeBponorii» (11-13 keitHa 2019 p., M. Kunis) npodecop HeBponorii YHiBepcutery

EpnanreHa — HiopH6epra, InctutyTy HeBponorii YHiBepcuteTcbkoro konemxy B JlonpoHi, Lkonu mepnumnnm IkaHa npu megnuuHomy
uentpi «Maynr-Cinaii» y Heto-Nopky Makc Ihxosed Xinby (Max Josef Hilz). Mpeacraensemo ao Bawoi ysaru ornsig oro gonoeigi.

Mpuyuny po3sumky ma nepwi cumnmomu XM
[podecop Xinbir po3nosis, mo XP Brepiie
onucaHa 1898 p. HezaeXHO ABOMA IEPMATONOTaMU:
1. ®a6pi 3 Himewawmn a B. ArnepcoHoM i3 Bemmkoi
Bpurtasii. [Ti3Hile Oy/10 BCTAHOBJIEHO, 110 IPUUMHOIO
X® € Myraltist, Ika IPU3BOIUTH 10 HETOCTATHOCTI
B opra#i3mi hepmenTy o-Gal A. Ha cvorozHi Bitomo
noHan 1000 myrauiii rena o-Gal A, siKi o-pi3HOMY
BIUTMBAIOTH HA (DYHKIIOHATbHY aKTUBHICTb 0-Gal A.
Panilre BBaxkasmocst, 110 T ycraakyBaHHs XD —
X-3ueruieHuit peuecuBHuii. ToOTO Y YOJIOBIKIB,
110 YCTIAIKYBaIN X-XPOMOCOMY 3 MyTAHTHUM T€HOM
GLA, criocrepiraetbest knacnunuii penorun XD,
a XiHKH, sIKi MatoTh fepekTHy Kortito reHa GLA B of1-
Hill X-XpoMOCOMi, € HocisiMM 3axBoproBaHHsI. Ha cy-
YaCHOMY €eTalli BiloMO, 1110 XiHKM TaKOX XBOPilOTh
Ha X®, xoua ii mepe0ir 3a3Buyaii aTumosmii. Kiiniu-
Hi TIPOSIBY Y KiHOK, SIK TIPaBUJIO, BapiaOeIbHilli —
BiJl TOBHOI BiICYTHOCTI CUMIITOMIB JI0 aHAJIOTYHUX
TaKMM Y YOJIOBiKiB. biojoriuHuii MexaHi3M MposiBiB
X® y kiHOK MOB’I3yI0Tb i3 (heHOMEHOM JIaiioHi3a-
11ii — BUOIpKOBOi iHAKTUBALLiT TJISTHKY X-XpPOMOCOMM,
HACJIiIKOM YOTO € MPOAYKYBAaHHS (DYHKIIIOHATTEHOTO
(epMeHTY JInIIIe YACTUHOIO KJTITUH OpraHi3my.

X® BiZHOCATH 10 TaK 3BaHUX Ji30COMHUX
XBOpoO HakonuueHHs. o-Gal A — 11e oauH i3 Ji-
30COMHUX (DEPMEHTIB, SIKUI B HOPMi BiLIEILIIOE
Bin rmoboTpiaosuiepaminy (GL-3) 3anuiiok ra-
JIAKTO3M 3 YTBOPEHHSIM JlakTo3uiepaminy. Hemoc-
TatHicTh oi-Gal A MpuU3BOIUTH 10 MATOJIOTIYHOTO
HakonmueHHsa GL-3 y mizocomax KITHH pi3HUX
TUITIB, 110 BEJE A0 MOIIKOMXEHHS Ta MOPYIIEHHS
yHKIiit ocTaHHIX. 3MiHN Ha KIITHHHOMY PiBHi
MOCTiIHO MPOTPECYIOT, 110 CIPUYNUHIOE PO3BUTOK
BTOPUHHOI MATOJIOTii Ta OPraHHUX MOPYIIEHb.

Y yonogikiB mpr XM MoXe CITOCTepiraTucs JInie
<1% s3amuikoBoi akTuBHOCTI 0i-Gal A, 1110 mpu3-
BOJIUTB JI0 PO3BUTKY KJIacUuHOTO (heHoTUmy XD,
3 TI0SIBOIO TIEPILIMX CUMITTOMIB O/Ipa3y Micist Hapo/-
KEHHS Ta MO AIbLIMM MOCTIIHUM MPOrPECYBaHHSIM.
Krnacuunuii derorun XD cripuunHsie 3HIKEHHS
OUiKyBaHOI TPUBAJIOCTI KUTTS Y YOJIOBIKiB Ha 20 po-
KiB, Y KiHOK — Ha 15 pOKiB MOPiBHSHO i3 3araJIbHOI0
nonynsmieto (MacDermot et al., 2001).

3a ciaoBamu gonosinaya, it X xapakrepHa
3HAYHA KJIiHiYHa BapiaOesbHiCTh. TUIOBUM CUMITO-
MoM XD, 1110 MOXXe BUHUKATH Y IUTHHCTBI, € aHIi0-
KepaTOMU — CYIMHHi T0OPOSIKiCHi MyXJIMHU, YTBO-
PEeHi CTiiKUMU cyOernifepMaIbHUMU KaliIipHUMU
PO3LIMPEHHSAMH Ta 3MiHaMU emiaepmicy. Bonu ma-
10Th BUIJISLT TEMHO-YEPBOHMX 200 CUHIOIIHUX MAITyJ
JliaMeTpoM JI0 2 MM, 1110 PO3TAlIOBaHi y TaXoBiid,
MYTNKOBIi AUISHKAX, HA CIIHULSX, Y MPOKCUMAITb-
HUX Bi[lIiJIax Hir, Ha CJM30Biii POTa Ta KOH IOHKTUBI.
3 pokaMM KiJIbKiCTh aHTIOKEpPaTOM 3pOCTa€, BOHU
301TbIIYIOTHCSI B PO3MipaXx, 3JIMBaIOThCS.

lle omuH TUTIOBUII CUMITTOM, KU BUSIBIISI-
10Tb Y 73% xnomuiiB Ta 70% niByar i3 X — cornea
verticillata, BOpOHKOIO/IIOHA KepaTornaTisl, BilK/a-
JICHHS B POTiBLL y BUIJISI 3BUBUCTUX JIiHii KOJILOPY
BepuikiB (Ries M. et al., 2003). Cornea verticillata
He TIPU3BOMIUTD JI0 TIOPYIIIEHHST 30pY, 1i MOXXHA BUSIBU-
TU BUKJIIOYHO i3 3aCTOCYBAaHHSM LIIJTMHHOI JIAMITH.
3a BiICyTHOCTI iHIIMX MPUYUH PO3BUTKY TAKUX 3MiH
(HampuKIIaz, MPUIOMY aMiolapoHy) cornea verticillata
Mae BaxJIMBE 3HaYeHHs npy giarHoctuii XD,

Hecneundiynumu, ajne nommvpeHUMH 1e0I0T-
HuME cuMiToMamu XD MOXyTb OYTH racTpOiHTeC-
TUHAJIbHI PO3JIaJiv, TIOB’s13aHi 3 BEreTaTUBHUMMU T1O-
PYIIEHHSIMU, SIKi BEMYTh 10 TIOTiPIIIEHHST MOTOPUKI
LITYHKOBO-KHUIIIKOBOTO TPAKTY. XBOPi CKapXKaThCst
Ha Jiiapeto, OiJb i Cra3Mu B KUBOTI, Hy10TY ToILO. Ye-
pe3 MaToNIoTiYHi 3MiHU CTPYKTYpH Ta (DYHKIIiH CymIiH-
Hoi cTiHky mpu XD MopyIIyeThest MPOLEC BCMOKTY-
BAHHI 3 KUIIIEYHUKA TIOXWBHUX PEIOBIH, HACTIIKOM
4Yoro Moxe OyTu feilluT Bary y malieHTiB.

MarienTtn 3 XM TaKOX CTPAKIAIOTH Ha HETIEPEHO-
CHMICTb CTIeKH Ta (Di3MIHMX HaBaHTaxeHb. [ Hux
BEJIMYE3HOIO TIPOOJIEMOIO € BUITH Ha BYJIULIIO Y CIe-
KOTHWH JieHb, TOrpaTy B hyTOOI UM 3aiHATUCS IHILIM
BuIOM criopty. Lle moB’si3aHo 3 Tino- abo aHTiapo-
30M — YaCTKOBMM Y1 MOBHUM MOPYIIEHHSIM (yHK-
11iif TOTOBUX 34103 Yepe3 HakormraeHHst GL-3. Tooro
nattieHTy i3 X® HeIocTaTHRO MITHIIOTH 00 B3araii
He 3[aTHi MiTHITH, IXHS 1IKipa aysxe cyxa. [Tpu nesikux

CIaIKOBUX CEHCOPHO-aBTOHOMHMX HEBPOTIATISIX MOXKE
CIIOCTEPIraTHCs IVCTATBHMI Tio- a00 aHTinpo3 (3HU-
SKEHHSI TTIMBOCTI 0JIOHB i cTom). Lle He € nposiBom
XO, ockinbku iprt XD criocTepiraeThest 3HKEHHST/
BiZICYTHICTb TITIMBOCTI TIO BCHOMY TiTy.

VY nutuHeTBi X® yacTo MaHihecTye HEBPOJIO-
TYHAMY CUMITTOMAMU Yepe3 YIIKOIKEHHST TOHKUX
BOJIOKOH TeprepruHOi HEPBOBOI CHCTEMHU (Tieprde-
puyHa HeBpornarisi). Lie 3ymoBiioe ernizonnuHi 60160~
Bi Kpu3u. Tox SIKIIO MaJieHbKa IUTHHA CKAp>KUTHCS
Ha MeKyuuii OiIb Y pyKax i Horax, y Hei ¢tz 3amino3-
putt XD. Y marlieHTiB MKiITHOTO BiKY 3’SBISETHCS
XPOHIUHUI MEeKy4nil, HUIOYMIA OiTb Y CUMETPUYHUX
JIISTHKAX AMCTAIbHUX Bi[IiIiB KiHIIIBOK Ta KpU3U
®abpi — nepionnyHi aTaku TOCTPOTO MPOCTPITHEHOTO
00J110 (Y CTIEKOTHUIA IeHb, TTPY MiBUILIEHHI TeMIepa-
TYpU TiJa, Ticys (i3uuHOi aKTUBHOCTI), SIKi TIOYMHA-
0TbCS1 3 IOJIOHD i CTOTI i3 MOJANTBIIMM TPOKCUMATTb-
HUM TIOIMpPeHHsIM. TpurepaMu HeBPONATUYHOTO
00JTI0 MOXYTh TaKOX OYTH LIBMIKA 3MiHA TeMIiepa-
TYPH Ta BOJIOTOCTi CEpeIOBMILIA, CTPEC, epeBToMa. Ta-
KMX JIiTeii 4acTo 3BMHYBAUYIOTh Y JIIHOILAX i HeOaXKaHH
BUUTHCSI, HAMPABSTIOTH HA KOHCYJIBTALIIIO 10 TICHXO-
Jiora. [Tpote HactpaBi BOHU AiiiCHO BiT4yBaiOTh Oillb,
symosneHuit X@. [Ticnist mybepTaTHOTO Miepioy HeB-
pornaTuyHuil 6iTb MOXe perpecyBati, ajie He Yepe3
TOJTIMIIEHHS] CTAHY TOHKUX HEPBOBUX BOJIOKOH, a IXHE
BimMupaHHsI. [HOM 3 BikoM OiTb TOCKITIOETHCS.

[NoniHeBponatist — xapakTepHUit 00LOBUIA CUH/I-
POM, He3po3yMiJia HEBPOJIOTiYHA CUMIITOMATHKA,
0C00JIMBO 32 HASIBHOCTI iHIIMX TUTTOBUX CUMIITOMIB
(i3 OOKy 1IKipH, 0ueit, ceplisl, HUPOK), € MTPUBOJOM
PO3TJISTHYT! MOXJTUBICTD fiarHo3y X y martieHTa.

Oxkpim Toro, poecop M. Xijibll 3a3HaUuB, 1110,
OCKIJIbKM JTiKapi 3arajibHOro mpoisio HeA0CTATHbO
00i3HaHi cTocoBHO XD, a 10 MOMEHTY TTOCTAaHOBKH
JliarHO3y MUHAE TPUBAJIUIA Yac, YaCTUMMU Crieliastic-
TaMH, JI0 SIKUX MOTPATUISIOTh TAI[iEHTH 3 IIUM 3a-
XBOPIOBaHHSIM (Uepe3 opyIIeHHs (DYHKIIiT HUPOK),
€ Hedposoru, a Takox Kapuionoru. s XD xa-
pakTepHi HEBPOMaTisl APiOHUX HEPBOBUX BOJIOKOH,
Hamaau CUJIbHOTO 00JII0 HEBPOJIOTiYHOTO MOXO-
TokeHHsT (kpu3u Dabpi), BereTaTUBHI TIOPYIICHHS,
JIENpecisi, a TAKOX TPAaH3UTOPHI illIEeMiuHI aTaku
(TIA) Ta iHCY/IBT B pAHHBOMY Billi, TOMY HEBPOJIOTU
TAaKOX MalOTh BYACHO BCTAHOBJTIOBATH J[iarHO3.

Jlechb y TIOJIOBUHM TMALLEHTIB, 1110 TIEPEHECIH iH-
CYJIBT JI0 55 POKiB, €TIONOTis 3a/IUILAETHCS HE3 sICo-
BaHo10. Haituacriie npuyrHO0 paHHBOTO iHCY/Ib-
Ty €: aTEPOCKIIEPO3 BEJIMKUX apTepiil, KapaioeMOois,
OKJTIO3is1 IPiOHOT CyMHK. MOXITMBI TAKOXK OLTBII «€K-
30TMYHI» MPUUMHU: HEATePOCKIIEPOTUYHI aHTIOMATil,
CHCTEeMHUI1 YePBOHMI BOBYAK, FeMaTOJIOTiUHi 3aXBO-
PIOBAHHSI, MirpeHb, liepedpaibHa aBTOCOMHO-I0Mi-
HAHTHA apTepionarist 3 CyOKOPTUKaIbHUMU iH(papKTa-
MU Ta JielikoeHuedanonarieto (cunapom CADASIL).

[pu MarHiTHO-pe3oHaHCHii Tomorpadii (MPT)
roJloBHOro Mo3Ky y nauieHtiB i3 CADASIL croc-
TepiraroThcst MHOXWHHI BOTHMILIA ypaxkeHHs Oi1ol pe-
YOBMHM, PO3TAILIOBAHI Y THBKY/IIX CUMETpHIHO. CXOXi
ypaxXeHHs1 HastBHi B oci6 i3 XD (Beechner et al., 2008).

JlexTop 3a3HauMB, IO cepen XapakTepHuX mist XD
3MiH rpu npoBeaeHHi MPT ronoBHOro Mo3Ky BUsIB-
JISTIOTh: TTOCWJICHHSI CUTHAITY B 3a/THIX UISTHKAX Tajia-
Myca («ITyJbBiHApHA 03HaKa»), nedopMallii CymuH,
YUCJIeHHI ypaskeHHsI 01101 pe4OBUHM, IHCYJIBTH Y Bep-
TeOpobasusapHiit cucremi (Ginsberg et al., 2006).
LiepebpoBacky.isipHi 3MiHu mpu XD BKIHOYAIOTH
PO3IIMPEHHSI, MOJOBXEHHS Ta 3BUBKCTICTh BEJIU-
KMX CYIMH, a TAKOX OKJTI03i1 IPIOHMX i BEMKHUX CY-
1uH (Mitsias, Levine, 1996). IepionprynHa Takux
3MiH rpu X® — HaKONMYEHHS TTIKOChIHT O THIX
BKJIIOYEHb B EHIOTEJTii Ta TIIAIKMX M’S13aX 000JIOHOK
KPOBOHOCHUX cyauH. Lle Beze 10 3MeHIeHHs Tpoc-
BITY CyIUH, EHAOTETiATbHOI AUCHYHKILIT, 301TbIIEH-
HS1 PUTITHOCTI CYIVH Ta, BiAMOBIAHO, MOTipIIEHHS
nepudepuyHOro i LIEHTPATbHOIO KPOBOTOKY, Liepeo-
pasibHOI Tinepdy3ii, MpPOTPOMOOTUUHOTO CTaHY, i~
BUIIIEHHS pU3KKy iHCybTiB (Mehta, Ginsberg, 2005).

Rolfs et al. (2015) Bu3HAYMIM, 11O CEPE MOTOIUX
nattieHTis 3 iHcyssrom 0,5% marots XD, a mie 0,4% —
iimoBipHY X®. 11i MOKa3HMUKM 3Mal0ThCS HE3HAYHM-
MU, aJie, SIKITIO TIOTJISTHYTH Ha CUTYAITiIo 3 TIOTJISILY Ta-
1ienTa i3 XD, #ioro iHaMBinyaIbHIt PU3UK PO3BUTKY
THCYJIBTY B MOJIOZIOMY Billi € HAI3BUYAHO BUCOKKMM.

JlonoBinay akeHTyBaB Ha TOMY, 110 iHCYJIBT YacTO
€ nepiuM TposisoM XD, 111e 10 BCTAHOBIEHHS Jia-
THO3Y Ta MOSIBY TUTIOBUX CUMITOMIB. BiH HaBiB qaHi
nocrimkenHs Sims et al. (2009): cepen 2446 oci6 i3 Pe-
ecTpy narieHTiB i3 XD 138 (86 i3 1243 yostoBikiB Ta 52
i3 1203 iHOK) repeHec/I iHCYJIBT 10 TIoYaTkKy dep-
MeHT-3amicHoi Tepartii (P3T). CepiiozHa mpobieMa
oJIsirajia B TOMY, 1O iHCYJIBT BUSIBUBCSI Y OaraTbox
BUITaKax 1epiuoro o3Hakoo XD. Y 70,9% vonosikis
Tay 76,9% XiHOK iHCYJIBT CTABCsI 11IE JI0 TOTO, 5IK Y HUX
3’SIBUJIMCS MTOPYIIEHHS 3 O0OKY HUPOK Ta Ceplis;
50% 4onoBiKiB Ta 38,3% XiHOK MepeHec/n TepIit
iHCYJTBT 10 BcTaHOBNIEHHS AiarHo3y X®. ITpudomy
LI TPATUISLUIOCS Y>Ke PaHo: Y YOJIOBIKiB cepejiHiii BiK,
B SIKOMY BUHUK TIEPIIHI iHCYIET, OYB 39 poKiB, y Xi-
HOK — 45,7 poky. Tomy npu iHCYJIbTi HEBU3HAUEHOTO
reHe3y B 0Ci0 10 55 poKiB cepejl iHIIKMX TPUYUH CITiL
PO3IUISIIATH MOXIIMBY HasiBHICT XM, a Ipy BCTAHOB-
JieHoMy HiarHo3i XM — KOHTPOJTIOBATH CTaH TIalliEHTa
Ha HasIBHICTb 11epeOpOBACKYIIPHNX YCKITATHEHb.

(Mepmenmozamicna mepania

[Mpodecop Xinblr 3a3Ha4UB, 1110 crienUBITHOIO
nmaToreHeTHYHOIO Tepamieio X® e nosiuna ®3T
IUTs1 Kopexkitii nediury dbepmenty o-Gal A. [1nst vei
BUKOPUCTOBYIOTh peKOMOIHAHTHI JIIOACHKI (hep-
MeHTH 0.-Gal A, mpencraBiieHi y cBiTi 1BoMa mpe-
rapaTtaMu: arajJcuiasolo anbda Ta araicuaaso
OeTa; o0MIBa 3apeecTpoBaHi B YKpaiHi. Araicunasy
anbda Tak i He Oyno cxBaseHo y CLLIA, arancunaza
oera (Dabpasum®*, «/Ixensaiim Jlimiten», Beanka
bpuTaHist) 3aCTOCOBYIOTb B YChOMY CBITi.

Hoseneno, mo ®3T 3meHIye HAKOTTMYEHHS
[TiKOC(IHTOIIMIAIB Y KITITUHAX i TO3UTUBHO BILIM-
Ba€ Ha GYHKIIii HUPOK, cepleBO-CYTMHHOI Ta Me-
pudepnanoi HepBoBoi cucteM (Eng et al., 2001;
Banikazemi et al., 2007).

V nocnimxenHi Fellgiebel et al. (2014) B3sau
yuactb 82 nauientu i3 XD Bikom Biz 20 10 68 pokiB
i3 ypaxxeHHsSIM 01101 peYOBMHU Ta MaTOJIOTiEI0 HU-
POK BiJI JIETKOTO /IO CEPEAHBOTO CTYIEHS TSKKOCTI.
[TonoBKMHA yYacHUKIB OTpUMYBaJIU arajicuuasy oera
B 1103i 1,0 MT/KT 1 pa3 Ha IBa TVXKHI, iHIIIa — TITatle-
00. Yepes 12-33 micsi 3a noromoroto MPT anai-
3yBaJld PO3Mip ypaxeHb 0iJ1oi peuoBUHU. BeTaHoB-
neHo, mo P3T edeKTBHO BILIMBAE HA BOTHUINA
ypaxeHHsI 01101 peuOBUHU, CTaOiTi3yIOUM TTPOrpe-
cyBaHHs. EexkTuBHicTb cTabinizallii TMM BULIA,
yM paHile po3mnouyaro ®3T.

JlonoBizay Takox 03HaHOMMUB CJTyXadiB i3 pe3yJib-
Tatamu gociimkeHHs BruBy @3 T Ha niepeOpaibHy
reMoiMHaMiKy. BiH 3a3HauuB, 1110 Teparis arajcu-
N1a3010 6eTa (y 103yBaHHi | MI/Kr Ba THXKHi) MPOTSI-
roM 18 Ta 23 Mics11iB 3a0e3mevuyBana HOpMai3aIlio
LIBUAKOCTI LIepeOpaIbHOI0 KPOBOTOKY, TTOJITIILIEH-
Hs1 LepeOpOBACKYISIPHOI PE3UCTEHTHOCTI Ta aBTO-
peryxnsiii Mo3koBoro kpoBoToky (Hilz et al., 2003).

Y nozgiiiHOMY cJiroMy iane60-KOHTPOIbOBA-
HoMmy nociimkenHi R. Schiffmann et al. (2001) ori-
HIOBJIM e(DeKTUBHICTb arajcumasu aibda (mpemapar
Pennaran**) y nosyanti 0,2 Mr/Kr 1 pa3 Ha 1Ba TUKHi
JUTs1 BMEHIIEHHST HeBPOMaTUYHOTro 00J110. Yepes 1iicTb
MiCSILIIB 3 IIKAJIO0 KOPOTKOI (POPMU ONMUTYBAIbHUKA
ouiHku 6omo (BPI) y mattienTis, siki otprmypami O3T,
00JIbOBI BiTUYTTSI 3HU3MIUCS TPUO/M3HO Ha 30%,
10 JIMIIIE HE3HAYHO TIepeBUILYBaIo eheKT iauedo
(Schiffmann et al., 2001). [1pu BUBYeHHi BIUTMBY araj-
cumasu 6eta (mperapar @abpasum®*) y 1o3i 1,0 mr/xr
1 pa3 Ha 1Ba TUKHI Ha HEBpOMaTUYHMI Oijib B OCi0
i3 XD 18-23 micsi croctepirazocst 3MeHIIEeHHS 60-
JIbOBKX Bim4yTTiB Oibi HiX Ha 50% (Hilz et al., 2003).

TTpodecop Xinbll MiAKPECIUB, 110 HA TTOYaTKOBUX
cTamisx po3BUTKYy XD mepeBakHO CIIOCTEPIraEThest
ypaxkeHHsI IpiOHMX HEPBOBUX BOJIOKOH, i 1€ BILIU-
Ba€ Ha YyTJIMBICTb JI0 XOJIOY, Teria it 6oto. Benuki
Mi€iHI30BaHi HEPBOBI BOJIOKHA CTPaXXIAIOTh BXeE
Ha TIi3HiX CTamisx 3aXBOPIOBaHHS Ha TJIi Hedposio-
rivHnX yeknagHeHs (Ditsch et al., 2002). Tomy mpu
HaTpaBJIeHHi Malli€HTa 3 TIOJIIHEBPOIIATIEI0 HA Heli-
podizionoriyHe TecTyBaHHSI, SIKE MOJISITAE Y BUMi-
PIOBaHHI MPOBIAHOCTI BETMKMX HEPBOBUX BOJIOKOH,
MOXHa OTpUMaTU XMOHY KapTuHy. BiamosigHo,
JUTSI BUSIBIIEHHSI TUCQYHKILT IPIOHMX BOJIOKOH OiTbII
JIOLIbHE TOCIIKEHHS TeMIIepaTypy Ta 00JbOBOI
YYTJMBOCTI AUCTATBHUX BiIIJTiB KiHIIIBOK XBOPOTO.

Mpodecop Makc Xinby

[IponoB:xyrouu crocTepexeHHs 3a MnalieHTa-
Mu i3 XD, 1m0 oTpuMyBanu arajacunasy anbda
(0,2 mr/kr 1 pa3 Ha naBa TuxHi), Schiffmann et al.
(2003) BustBYIH, 1110 3a TpU poku 3T He Gyro moc-
TOBIPHOTO 3HMXKEHHSI TOPOTY YYTJMBOCTI B KiHILiB-
kax. Jlonosizayu akleHTyBaB yBary Ha BaXJMBOCTi
3aCTOCYBaHHS TOCTaTHBOI 103U Tipernapary mist O3T
Ta MOAUTMBCS JAHUMU JTOCTIIKEHHS, IPUCBIYEHO-
MY BIUIMBY Tepariii arajacugasoro 6era (1,0 Mr/kr
1 pa3 Ha J1Ba TVKHI) Ha DYHKIIT ApiOHMX HEPBOBUX
BojiokoH mpu XD (Hilz et al., 2004). KinbkicHe
CEHCOPHE TeCTYBaHHSI TT0KA3aJo, 10 arajicuaasa
Oera y OinbIIOCTI MalieHTiB yepe3 18-23 Mmicsii
®3T 10CTOBIPHO 3HITKYE TTOPIT YyTIUBOCTI 10 XO-
JIOJIOBUX, TETUIOBUX Ta BiOpalliitHUX MOIpa3HEHb.

Jlonosinay Haranas, 10 TOJIOBHOIO MPUYMHOIO
cmeptHocTi Tpu XD € marororist 3 60Ky cepIieBo-
CYAMHHOI CUCTEMU Ta HUPOK. Y MalieHTiB i3 XD
CYOKJTiHIYHI MPOSIBU ypaskeHHsI HUPOK (aIb0OyMiHY-
pist) 3a3BMYAif criocTepiratoThes y Bimli 20-30 pokis.
Ipu tmoBoMy repe6iry Xd BinOyBaeThCs MOIIKOI-
JKeHHS KITyOOUKiB, IT10 BEJIE 110 3MEHIIIEHHST IBUIKOC-
Ti KIyooukoBoi (insrparii (LLIK®D) Ta, sk HacTinoK,
PO3BUTKY XpOHiYHOI HUPKOBOI HepoctaTHocTi (XHH).
[Tpu nogansiomy nporpecysanHi XHH nepexonutsb
y TepMiHAJIbHY CTaJIil0 XBOPOOM HUPOK, 1110 HACTYIIAE
Mixk 40 Ta 50 pokamu. B ocHOBi HUPKOBOI MaTOOTiT
ripu X® 1exkuth HakormmaeHHS GL-3 y KiniTiHax Hu-
POK, 1110 CIIPUYMHSIE YIIKOMXKEHHS Hi3KOK TOIOLUTIB
Ta pyiHyBaHHsI (DUTBTPALIiitHOT CUCTEMM B HUPKOBUX
Kiyooukax. Lle Bezie 10 po3iMpeHHs Me3aHTiio, po3-
BUTKY CKJIEp03y, aTpodii KaHaIbLIiB Ta iHTEPCTULL-
ajibHoro (hidpo3sy. JloBeneHo, 110 1ist JOCSITHEHHS
BiTHOBJIEHHSI (PYHKILii OZOLMTIB, OUMILIEHHS] HUPOK
Bill BKJTIOYEHb | yHUKHEHHSI ITPOrPeCcyBaHHS HUPKOBOT
HEIOCTATHOCTI CJTifl BAKOPUCTOBYBATH CaMe T03yBaH-
Hs 1,0 Mr/Kr 1 pa3 Ha 1Ba TVDKHI (17151 TOCSITHEHHS BU-
cokoi KymynstuBHoI 1031) (Schiffmann et al., 2017).

[TaTonoris 3 60Ky cepleBO-CyIMHHOI CHCTe-
Mmu Tip XD Moke BKITIOUATH apUTMii, OPYIIeHHS
TIPOBITHOCTI, KJIAMTaHHY TUCHYHKIIIIO, TimepTpodiro
MioKap/a JIiBoro HITyHouKa, iH(apKT Miokapaa, cep-
1IEBY HEIOCTATHICTh, panToBy cMepTh. Germain et al.
(2015) BuBuamm eextuBHicTh 3T arancuaasorn
6eta (1 mr/kr 1 pa3 Ha 1Ba TvKHi) poTsiroM 10 pokiB
y MALIEHTIB i3 BUXiTHAM He3HAYHUM (n=32) Ta 3Ha4-
HuM (n=20) ypaXeHHSIM HUPOK. YIPOIOBX IIbOIO
niepiony 81% XBOpHX He 3a3HaJIM JKOTHOI TSKKOT KITi-
HiuHOI nozii, a 94% OyJiM KUBUMU Ha MOMEHT 3aKiH-
YeHHs1 nepioay crioctepexkeHHst. [atieHTu, si Oyamu
BiTHECEHi 10 TPy He3HAYHOTO YPaKeHHST HUPOK,
posnouanu P3T y cepenHboMy Ha 13 pokiB paHillre,
HDX XBOpI 3i 3HAUHUM ypaxkeHHsSIM HUPOK (25 mpotu
38 pokiB). ¥ 1MX Tpymnax TeMIT! 3MEHILIECHHSI [IBUI-
KOCTi KTyOOuKOBOi (isibTpaltii craHoBUIN -1,89 M1/
xB/1,73 M> 12 -6,82 Mu1/xB/1,73 M? Ha PiK BiIMOBIAHO.
Y GibILIOCTI MALiEHTIB TOBIIMHA 3aAHBOI CTIHKH JIi-
BOTO IIJTYHOUKA Ta MDKIILTYHOYKOBOI MEPEropoaKu
3ajuIasacs 6e3 3MiH TPOTATOM Tepioy criocTepe-
JKEHHSI, TOJi SIK Y TAIIEHTIB, SIKi TIOYaI JIiKyBaHHS
y Billi >40 poKiB, 11i MOKa3HUKM 30LTbIIYBaIMCS. Pi-
BEeHb [V1000Tpiao3uILepaMiay B Iia3Mi HOpMastizyBaB-
Cs1 TIPOTSITOM TEPIIMX ILECTU MICSLIB JOCITiIKEHHSI.
OrpuMaHi JaHi cBimyarh, o edpektrBHicTh P3T Hail-
BUIIIA TIPYU PAHHBOMY TTOYATKY, KOJTU MOLITKODKEHHS
HUPOK Ta CEPLIEBO-CYMHHOI CUCTEMH 111e HE3HAYHI.

Ha 3aBepiueHHs gomnosini mpodecop Xibll min-
KPEC/INB BaXIMBICTh paHHBOI TiarHoCcTHKN XD, sKa
JIO3BOJISIE CBOEYACHO PO3MOYATH Teparlito, 3arobirtu
HE3BOPOTHUM TIpOIIecaM, 3HU3UTH PU3MK KITIHIYHUX
noziii. [ToyaTKoBMM KpPOKOM IiarHOCTHKY X® y yo-
JIOBIKiB € BU3HAYEHHSI aKTUBHOCTI (hepmeHTy 0-Gal A,
TOZI SIK JUIS1 BCTAHOBJIEHHSI [1iarHO3y B XiHOK PEKO-
MEHIOBaHEe MOJIEKY/ISIPHO-TeHETUYHE TeCTYBaHHSI.
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* MNpenapar Pabpasum®, nopoLLok Ans NPUroTyBaHHs KoHLeHTpary (5 Mr/mn) ans posunty ans indysii no 5 Mr abo 35 mry dnakoni, sapeectposanmit B Ykpaiti (p/n N2 UA/10306/01/01, Hakas MO3 N2 939 sig 05.12.2014).
** Mpenapart Pennaran, koHueHTpaT ans posumHy ans iHdyain (1 mr/mn) no 3,5 mn koHueHTpaTy y dnakoHi, sapeectposanmii 8 Ykpaini (p/n N2 UA/15890/01/01, nakas MO3 Ykpainn N2 1134 sig 17.05.2019).
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