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AkTyaabHicTb. XBopoOa  Binbcona-KoHoBamoBa €  reHeTH4HO
00yMOBJICHIM 3aXBOPIOBAaHHSM, SIKE JIIKapi MOYaM ONMUCYBaTH OJIM3BKO CTa
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pokiB ToMy. MyTamito, 110 BianoBifae 3a (GeHOTHIT AaHOi XBOpoOH, Oyio
inenTudikoBano juie B 1993 pomi. 3a nanumu BOO3, y cBiti xBopuM € 1 Ha
30 THcsY 0ci0, a oT reTepo3uroTHiM HocieM — 1 Ha 90—150 oci6. 3a nanumu
MO3 VYkpainm, y Hamomy perioHi odimiiHa CTaTUCTHKA HE BENETHCS, alie
3TiHO 3 pe3ynsTaraMy MEBHUX AOCIHIIKEHb, MOKHA CTBEPIUKYBATH, IO B
TacTPOCHTEPOJIOTIYHNX CTalliOHapax cepel MAalie€HTiB 13 XPOHIYHUM
ypakeHHsM nedinku 7% xBopitore Ha XBK [1]. Binomo, 1o nepri cummntomMn
3’SBJSFOTHCA Y Billi Bix 5 10 35 pokiB, Xoua MEHII HiXX y 3% BHITAIKIB Il MOXKE
cratich 1 B crapmoMmy Bimi. OCKUIBKH KITiHIYHa KapTHHa € JyXe
PI3HOMaHITHOIO, a CUMIITOMU Heclenn(piiyHUMH, BUSBICHHS AaHOI XBOPOOH
Ha PaHHBOMY €Talli € Mai)ke HEMOXKIIUBUM.

Merta. Buznauntu nepiui o3naku XBK, 3’sicyBaTH, SKi CHMITOMH MOXYTh
OyTH HETHITOBUMHU Ta YCKJIATHIOBATH ITPOLIEC J1arHOCTYBaHHS JaHOT XBOPOOH,
3a3HaYUTH OCHOBHI METO/U J1IarHOCTHKH Ta JIIKyBaHHS 3aXBOPIOBAHHSL.

Pe3yabTaTtn Ta odroBopennsi. XBopoba Binbcona-KonoBanosa (Takox
BiZIOMa SIK T'€MIaTOJICHTHKYIApPHA AETeHepalis) — TeHeTHYHE 3aXBOPIOBAHHS,
110 BUHHUKAE Yepe3 MOPYIICHHS eKCKpPEIil Mifi 13 XKOBYY Ta HAaKOTIMYEHHS ii B
TIeYiHIli, HUPKaX, POTiBIi Ta TOJIOBHOMY MO3Ky, depe3 aedekT Oinka, mo
TPAHCTIOPTY€E Mifb. Take MOPyIICHHS BUKJIMKA€ MYTallis TeHa, 1[0 PO3Tallo-
BaHmi y 13 xpomocomi, ATP7B, (yHKIi€I0 SKOTO € KOTyBaHHS TpaHCMEM-
OpanHoi AT®a3u tuny B, 110 BiAnosigae 3a TpaHcroptyBaHHs Mizi [2].

SIk y>xe Oyno 3a3Ha4yeHO paHillle, KITiHIYHA KapTHHA MOXKe OyTH pI3HOIO Ta
OXOILTIOBATH 0arato OpraHiB Ta CUCTEM, ajie, SIKII0 He BCTAHOBUTH J[iarHO3 Ta
PaHHIX CTaisiX, 1€ MPU3BEAE 10 CEPHO3HHUX YCKIIAIHEHb (HAIIPUKIIAI, TOCTpa
NeYiHKOBA HEIOCTATHICTh, sika 0e3 TepMIHOBOI TpaHCILIAHTALIl CIPUYNHHUTh
cMepTh). HalinomupeHinmmmu nposiBamu € nedinkosi (6nu3pko 50%) — ue
KUpPOBa JUCTPOQis TMEeUiHKH, TemaTHT (XPOHIYHHA YH TOCTPHI),
reraTroMeraisi, Mpo3 MediHKH, 1110 MAa€ CUMIITOMH ITOPTAIBHOI TinepTeHsii,
Ta TOCTpa IIEYiHKOBAa HemocTarHictb. Pimme (Omm3pko 35%) HasBHI
HEBPOJIOTIYHI MPOSIBH — MIrPeHENOTi0HI TOIOBHI 0011, 0€3COHHS, CIIMHOTEYA,
o3Hakn cuHAapoMmy Ilapkincona. Takox Omm3eko B 10% BHnajxis
CIOCTEPIraroThCs MCUXIaTPUYHI HPOSBU — MCHX03, aeKTUBHI pO3Nag Ta
posnagn ocobuctocti. Pimme MOXyTh 3yCTpidaTHCh TOPYUICHHS Y
(YHKI[IOHYBaHHI {HIIUX OPTaHiB Ta CHCTEM — CTaTeBa (3aTPHMKa CTaTEBOTO
PO3BUTKY, MOCTiHHI BUKHIHI, 3HUKHEHHS MEHCTpyaIlii), cepleBO-CyInHHA
(xapmiomionarisi, MOPyIIeHHS pUTMY cepis) [2].

JUis AiarHOCTHKY XBOPOOU MPOBOAATE P AOCHTIKEHb. AHaJi3 KpoBi. Y
OUMBIIOCTI TAIiEHTIB HasBHE 301MBIIEHHS AaKTHBHOCTI CHPOBAaTKOBUX
TpaHcaMiHa3. CHIIbHO 3HIDKEHa KOHLIEHTPALlisl HepyJIoIuIa3MiHy B CHpOBATII
KpoBi (<50 MI/11) € 9iITKUM TIOKa3HUKOM XBOPOOH, Xoua mokazHuk <100 mr/a
TakoX 11 He BUKIItouae. Takok HasiBHE 3MEHILIECHHS B CHPOBATII KPOBI BMICTY
3aranpHOI Mifi (<1 mr/m). Arani3 cedi. Y 6mu3pko 80% XBOpPHUX BHIUICHHS 13
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ceuero Migl Ha no0y mnepesumyye BMH (100 mkr/mo0y). Bisyamizariiini
nociimkerHs. Y31 — y 3aneXHOCTI Bil cTaii XBOpoOH, CILLICHOMETaTis, [0
€ O03HaKOIO0 TOpTalbHOI rimeprensii, abo remaromeranis. MPT 1 KT — y
TIAI€HTIB, Y AKAX HasSBHI HEBPOJOTIUHI CHMIITOMH, 3MiHH B IepeOpalbHIX
6azampHUX raHrIisx. [icronoriune mocmikeHHs 3pa3ka redinkd. [laromorii
HasBHI B YCiX IAIli€HTIB, X04a HE 3aBKIM € crienupiTHnMu. BusButi MokHa
oupo3, crearo3 Ta (iOpo3 MEUiHKH, a TaKOXK O3HAKU TemaTtuTy. | eHeTWdHi
JIOCHIKEHHS. Y  TEHETHYHHX TECTaX BHKOPHCTOBYIOTBCS ~ METOIHU
CeKBEHYBaHHS HOBOTO TIOKONIHHS ISl BUSBJICHHS MyTalliil ek30HiB 8, 13, 14
Ta 15 rena ATP7B. VY sikocTi Matepiany BHKOPHUCTOBYIOTh CIIHHY, KPOB 200
OykanpHUH Ma3ok [3].

OckinbKM XBOpO0a € TEHETHYHO 3YMOBJICHOI, JOCATTH IOBHOIO
ONy)KaHHs Talli€HTa HEMOXJIMBO. Yepe3 1€ JIKyBaHHS IOTPiIOHO
MPOJOBXKYBaTH HPOTITOM YChOTO JKHUTTA. PO3PI3HSAIOTH NEKiNbKa METOIUK.
dapmaxorepamist. s nikyBanns XBK 3acTocoByroTh crieliasibHi npenapar,
SIKI CHPHUSIOTh BUBENCHHIO HAJUIMIIKOBOI Mimi 3 opraHismy. Haifgacrime
BHKOPHCTOBYIOTECS Ti, [0 MAIOTh XEJATYIOUY Jif0: ICHIIMIaMiH, TPUETHH 200
terpanukiIiH. L[ mpemapatu 3B’sA3yr0TH Mifb Ta CHPHUAIOTH ii eKCKpemii i3
ceuero. CympoBigHa (HeMennkaMeHTo3Ha) Tepamis. [lamienTn 3 XxBOpoO6oIO
Bimbcona-KonoBamoBa Takok  MmOTpeOyIOTh  IIATPHMYIOUOi  Teparii:
NpU3Ha4YeHHs BiTaMiHiB (0co0iMBO Bitaminy E) Ta iHIIMX aHTHOKCHIAHTIB,
IO JONOMAaralTh 3HU3UTH OKUCIIOBAaJbHUI Ipouec B opraHizmi. Takox
MOXYTh MpPU3HAYATHCh KOPTHKOCTEPOIqHI Mpenapard MAjis KOHTPOIIO
3amajyieHHs Ta 3HWKCHHS IMyHHOI peakilii. JIo Toro »x HeoOXimHa BiIMOBA BiJ
QJIKOTOJII0 Ta TPOAYKTIB, II0 MICTATh Midb, HE MEHII SK Ha PpiK
MEIUKAMEHTO3HOTO JIIKyBaHHs. TpaHCIUIAHTAllil NEYiHKH. Y  BaMKHX
BUIIaJIKaxX JaHOI XBOPOOH, KOJIH TediHKa YIIKO/KEeHa aKyMyJIbOBaHOO MiJUIIO,
€ HeoOXimHO¥ TpaHcmUiaHTamis. Lle equanit MeTom, Mics SKOTO MOAaJbIIe
nikyBanHs XBK He motpibHe.

JlikyBaHHS MOXJIIMBE IIiJl 4Yac BariTHOCTI, aje NOTPiOHO KoperyBaTu
JI03yBaHHS NpernapartiB. Y TOH e 4yac JiKyBaHHS IiJ] Yac TOIyBaHHS IPYIJI0
MIPOAOBXKYBAaTH HE PEKOMEHAYIOTH [3; 4].

BucnoBku. XBK — Bakke HEBHJIIKOBHE T€HETHYHE 3aXBOPIOBAHHS, IO
Ba)KKO JIIaTHOCTY€ETHCS Ta MOTpedye 000B’A3KOBOI METMKaMEHTO3HOI Tepartii.
CKJIagHICTh MOJIATAE IIIE B TOMY, 110 XBOp0Oa HE € J0 KiHIIsS BUBYCHOIO, Yepe3
Te, IO AiarHO3 T0YajId BCTAHOBIIOBATH MEHIIE CTa POKiB ToMy. CHMIITOMH
MOXYTh OyTH Iy’Xe Pi3HOMaHITHUMHM Ta 3Ma3yBaTd KIIiHIYHY KapTHHY, TOMY,
JUIS TOTO 100 PO3pOOUTH MPaBWIIBHUH IIJIaH JIKyBaHHS, HOTPIOHO 3poOHTH
MOBHE OOCTEXEHHsSI XBOpOro. Y pasi Ii3HHOI0 BCTAHOBJIEHHS I1arHO3y YU
BIZICyTHOCTI METMKaMEHTO3HO Tepanii MOXJIMBI YCKIJIQIHEHHS, TaKi K IUPO3
MIEYIHKH, 110 CIIPUYHHSIOTH CMEPTh.
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