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XBopoba MeHkeca (XM) — nporpecyioye MynbTUCUCTEMHE 3aXBOPIOBAHHA 3 X-34EMIEHNM PELIECHMBHMM TUMOM YCNaaKyBaHHs, B OCHOBI IKOrO
NEXUTb NOPYLIEHHA MeTaboni3aMy Mifli, O NpU3BOAMTb A0 ii HecTaui.

MeTa — 03HaloOMUTK NPaKTVIKYIOUMX fikapiB 3 0COOANBOCTAMM ypaxXeHHs LieHTpanbHoi HepBoBoi cuctemu (LIHC) y antunHn 3 XM.
KniHiyHnii BUnagok. HaseneHo ocobnmBocTi ypaxerHs LIHC y anTnHm 3 XM. BUCBITIEHO OCHOBHY AiarHOCTUYHY UiHHICTb CKapr, aHamMHeay,
KIIHIYHVX NPOABIB ypaxeHHs LIHC, nabopatopHux MeToaiB AOCNIAXEHHSA (BU3HAYEHHS DIBHSA LIEPYNOna3miHy Ta Mifli B CMpOBaTLi KPOBI, PIBHA
Miai B 4OOOBIN cedi) Ta IHCTPYMEHTaNbHUX MEeTOAIB AOCIAXEHb: MarHITHO-pe3oHaHcHa KoMn'toTepHa Tomorpadist (MPT) ronoBHOrO MO3KY,
enekTpoeHuedanorpadia (EEM), monekynapHo-reHeTniHe AoCniaxeHHsd. 3MiHn Ha MPT ronoBHOrO MO3ky — CybaypanbHa rirpoma ooBkona
NiBOI NiBKYNi FONOBHOMO MO3KY, TOBLUMHOIO A0 6 MM, napacaritaibHO KOHBEKCUTAIbHO B AOPCAbHYVIX BiAAINAX NiBOPYY BU3HAYAIOTBCA TOHKI
HalllapyBaHHs MiABULLEHOI IHTEHCMBHOCTI curHaiy B T, Flair, 6e3 obmexeHHst Audyaii — BiporiaHoO HallapyBaHHs reMOCUASPUHY, NiaBuLLEHA
3BMBWCTICTb IHTPAKPaHIaNbHNX apTepin Ha piBHI Binidiesoro kona. Jdari EE BkadyoTe Ha natepH eninentrndopmHoi EE 3 03Hakamu gesoprani-
3auji KipkoBoro putMy. KniHivHi oaHi (mporpecyioya HepoaereHepadia ronoBHOro MO3ky, rinoTepmis, rinepoinipybiHeEMid, TPVUXONONIANCTPO-
dist, 3aTPYMKa MCUXOMOTOPHOMO PO3BUTKY Ta POCTY, 1abopaTopHi AaHi — 3HXEHHS PIBHIB LEepynonnasMiHy, Miai B na1a3mi KpoBi i piBHA Miai
B 006OBI cevi), AaHi MONEKyNapHO-reHETUYHOIO TECTYBaHHSA (MyTauia B reHi ATP7A) MoxyTb Bignosiaaty XM.

JocnigxeHHs BMKOHAHO BIAMOBIOAHO A0 NMPUHUMNIB TeNbCIHCLKOI Aeknapadii. Ha npoBeaeHH: OOCNIAXEHb OTPUMAHO iHPOPMOBaHy 3roay
6aTbKiB OUTUHN.

ABTOPY 3a8BNSOTb NPO BIACYTHICTb KOHMAIKTY IHTEPECIB.

Knio4oBi cnoBa: fjT, reHeTnYHi 3axBOPIOBAHHSA, CNaAKoBi MeTaboi4Hi 3aXBOPIOBAHHSA, LEHTPalbHa HEPBOBA CUCTEMA, XBOPOOa MeHkeca.

Features of damage to the central nervous system in children
with Menkes disease. Clinical case
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Menkes disease (MD) is a progressive multisystem disease with an X-linked recessive type of inheritance, the basis of which is a violation
of copper metabolism, which leads to its deficiency.

Aim — 10 acquaint practicing doctors with the features of damage to the central nervous system in a child with MD.

Clinical case. The features of damage to the central nervous system (CNS) in a child with MD are described. The basic diagnostic value
of complaints, history, clinical manifestations of CNS damage, laboratory methods of research (determination of the level of ceruloplasmin
and copper in blood serum, the level of copper in daily urine) and instrumental research methods: magnetic resonance computer tomography
(MRI) of the brain, electroencephalography (EEG), molecular genetic research.

Changes on MRI of the brain — subdural hygroma around the left hemisphere of the brain, up to 6 mm thick, parasagittal convexity in the
dorsal sections on the left, thin layering of increased signal intensity in Tl, Flair, without diffusion restriction — probably layering of hemaosiderin,
increased tortuosity of intracranial arteries at the level of the Vilisian circle.

EEG data indicate an epileptiform EEG pattern with signs of cortical rhythm disorganization. Taking into account the clinical data
(progressive neurodegeneration of the brain, hypothermia, hyperbilirubinemia, trichopolydystrophy, delayed psychomotor development
and growth, laboratory data — decrease in the levels of ceruloplasmin, copper in the blood plasma and the copper level in the daily urine),
the data of the conducted molecular genetic testing (mutation in ATP7A genes) may correspond to Menkes disease
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obtained for the research.
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Beryn

pakeHHsS I1[EHTPaJbHOI HEPBOBOI CH-
cremu (IIHC) y miteit i3 xBOpobOIO
Menkeca (XM) nociziae nposijiHe miciie
B KJIHIIl 3aXBOPIOBaHHA i BU3HA4Ya€ 0COOJMBOCTI
niepebiry 1iel XBopoOu B TI€BHI TIEPioin KUTTST IH-
TUHU. Byayuu piKicHUM MYJIBTUCUCTEMHUM 3a-
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XBOPIOBAHHSM i3 X-34€TJIEHUM PEIECUBHUM TUTIOM
YCIAJKyBaHHS, 1le 3aXBOPIOBAHHS 1TOB’d3aHe 3 T10-
pytieHHsAM 06MiHy Mizii B opranizmi. [Tatoioris Ha-
JIEKUTH JI0 TEHETUYHNUX 3aXBOPIOBaHb, TPAILISETh-
cs1 3 wacrororo npubausuo 1:40 000 xo 1:250 000
y HoBOHapokeHnx. Y CIITA yacTora KOTMBAETHCS
B Meskax Big 1:50 000 go 1:250 000; ogHa TperrHa
BUIA/KIB € HACIIKOM HOBUX MyTaIliit. CTaTucTny-
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Hi JlaHi, OTPUMaHI 3a pe3yJibTaTaMu JOCJIi/[PKeHHS
B AmoHii, BKa3yoTh Ha 3aXBoptoBaHicTh 1:2,8 MJIH,
B ABcrpasii — 1:50 000—1:100 000 ;xuBoHApPOIKE-
Hux. PacoBoi Ta eTHiYHOI cX1IbHOCTI 10 XM Hemae
[1,10].

Ien, moB’s3anuii i3 1M€o XBOpoOOIO, po3Ta-
IMoBaHNN Ha X-XPOMOCOMi, OHIM i3 /BOX cTa-
TEBUX XPOMOCOM. Y YOJIOBIKIB IMOTpiOHA JMIIe
o/lHa 3MiHeHa KOIIis I[bOro reHa. Y JKiHOK, SKi Ma-
10Th J1Bi X-XPOMOCOMM, OTPiOHA MyTaIliss 000X KO-
Mi# TeHa, Mo MaJOUMOBIPHO /IJIi BAHUKHEHHS 3a-
XBOpIoBaHH:. ToMy XBOp0Oa PO3BUBAETHCS TINHKH
B XJIOTYMKIB. Ha 01HY TpeTHHY BUTIAJIKIB TPUTIAJIAE
myTaitist de novo. Ten ominenrua-aabha ATP7A —
(dependent copper sequestration) kaproBaHuii Ha
nosromy medi X-xpomocomu (sokyc Xq 12-q13)
i mae 23 ex3onu. Bin Biamosijae 3a KoayBaHHS
1500 amMiHOKMCJIOT i Y BeJUKIN KiJIBKOCTI eKcrpe-
CYETHCS B TaKUX OPTaHaX, K MO3OK, JieTeHi, Hup-
ki Ta M'si3u. Ha cphorossi icuye 6msbko 357 pis-
HUX MYTalliil, 30KpemMa, BCTaBKH, JieJiellii, 4aCTKOB1
JleJieltil, Mic- i ceHe-MyTallii Ta MyTallil CIIaiicuHTy
[5,8].

3axBOPIOBaHHS BWHUKAE BHACHIZOK MyTailii
reda noJginentup-aibha ATP7A, gaxuii perystoe
pobory  azeHosuHTpHudocharazu  (ATDaswn).
Byayun TpaHcmemGpaHHUM GiJKOM, BiH eKcIpe-
cyerbes nepeBakHo B IITHC, enteporurax, mia-
IIEHTI, /Ie Mi/lb CIPIMOBYETBLCS /10 MiIb-3aJI€KHUX
(epmenTiB. Akimo B opraHi3mi ANTWHU criocTepi-
Ta€ThCsl HU3BKUI PiBEHD Mifli a0 HOPMAIbHUI, TO
AT®a3za jokami3yeTbcst B TpaHc-Mepexi [osbmxki
(TGN), ne BoHa YTPUMYETHCS TPAHCIOPTEPOM
anetun-KoAl. ¥ tpanc-mepexi tRN rena ATP7A
TPAHCIIOPTY€E Mi/lb i3 IUTONJA3MU B KOMILIEKC
Tosb/Ki, BiAIOBIAHO, BiZOyBa€ThCs MeTasi3ailist
6araThboX MibBMiCHUX (hepMeHTiB [6,8].

Husbkuii BMicT Mifii B MO3KY 3YMOBJIOE
rubOKi  HEBPOJIOTIYHI  MOPYIIEHHSI BHACJIIOK
TOrO, 10 TJHaJbHI KJIITUHU Ta HEWPOHU 11030aB-
JIeHI JIOCTaTHBbOTrO PiBHA Mifi. Mifb norparsie B
MACTKy TeMaToIepeOpOCIiHAIBHOTO Ta TeMaTo-
enredasiunoro 6ap’epa. OKpiM TOro, aKTHUBHICTb
ATP7A BuiuBae Ha JIOCTYIIHICTH PEIENTOPiB
N-metnn-D-acraprar (NMDA) ta nyny wigi,
AKUUN BUAINAETHCS B HEHPOHAX TIIIOKaMIIA, OCKiJIb-
KU Mi/[b € HeKOHKYpeHTHUM anTaronictom NMDA.
Tomy wmyramiss rena nosinentug-aabda ATP7A
CTIPUSIE TIIBUIIEHHIO 30YIJINBOCTI peIenTopa
NMDA B neiiponax. lle mpusBoauTh 70 IMOSIBU
cyziom [5,7]. HakonuvenHst CyrnepoKCUIHUX Pajin-
KaJliB 1 MOMIKO/KEHHS HeUPOHIB BUHUKAE BHACII-
nok nedirmuTy 1utoxpomM C-oKkcumasi.
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lictosioriuni 3MmiHM B TKaHWHAX TOJOBHOTO
MO3KY CBil4aTh MPO Bpakaloye 3MEHINEHHS KiJib-
KOCTI KOPTUKAJIbHUX HEWPOHIB 3 gBUIIAMU MiHe-
pastizaiiii, 11103y, MiJIKIPKOBOIO BTPATOIO MIEJIiHY,
dKa TIOB’sI3aHa 3 JlereHepallieio akconiB. Hasmha
normupena aTpodist 61101 Ta cipoi peYoBUH TOJIOB-
HOro MO3Ky [15]. Meroau cBiT/IOBOI MiKPOCKOTIii
JIaJii 3MOTY BUSIBUTH BOTHUIIIEBY JleT€HEPAILiio BCiX
[1apiB TOJOBHOTO MO3KY 3 MEePEBAKHOI0 BTPATOIO
HeIPOHiB y TiloKaMIli, CMyTracToMy TiJi, TiroTasa-
MyCi Ta TajaMmyci. ¥ MO30YKYy 3€pHUCTI HEWPOHU
CIJIbHO BUCHAKEHi, HE3HAUHO 30epesKeHi KIITHHM
[Typkinbe, ki, CBOEIO Yeprot, yTBOPIOIOTH PO3IITN-
peHHs y BUTJIAAl KakTyca. JlediluT 1uToXpomMok-
CU/Ia3u TIPU3BOAUTD JI0 TOPYIIEHHS KJIITUHHOTO
nxanud, cnpuannsgiodn gererepartiio [[THC.

[IporpecyBannsi cygom npu XM 1poxXoauThb
y Tpu ctazii. CyZIOMHUIT CUHIPOM CIIOCTEPITAETD-
¢ 3 2—3-MiCcg4HOrO BiKY, CIIOYATKY y BUTJISI (po-
KaJbHUX KJIOHIYHUX Cy/IOM. Y ToJanbiioMy (op-
MYEThCS EIJIENTUYHIIT CTaTyc, 0COOJUBO HA TJI
JINXOMAHKH, 1 T1e TI0B’I3aHO0 3 TIOPYIIEHHSIM KPOBOO-
6iry B CyaMHax, siKi MAlOTh BUPaKeHY 3BUBUCTICTb.
Y nmpomixkny cramio 3 9-Mics9HOTO BIKY BiZI3HA-
YAEThCS HEPO3B'A3HWI iH(PAHTUIBHUI CIIa3M,
KU BUHUKAE Ha TJIi JiereHepaillii HeMpOHIB y Tiji-
KipKOBHMX CTPyKTypax (y Tajamyci Ta 0OasajibHUX
FaHTJigx). Y Mi3HIO CTAfiI0 3aXBOPIOBAHHA B iTEN
micss 2-pivHOTO BiKY BHACIIOK JleTeHepaltii Kopu
rOJIOBHOTO MO3KY BUHUKAIOTH MIOKJIOHIYHI MYJIb-
TrudoKaIbHI HaTaM Ta TOHIYHI cmazmu [3,6,11].

[MixrBepmkenns: ypaxkenuss ITHC morpebdye
IIPOBEIEHHsT MarHiTHO-Pe30HaHCHOI Tomorpadii
(MPT). Hetipogiszyasrizartist HoKa3ye JiJITHKA KOP-
TUKAJbHOI Ta CyOKOPTUKAIbHOI aTpodii, MOKYThH
Bi3yamizyBaTucs AiASHKA HEKPO3iB Cipoi peuoBU-
HU TOJIOBHOTO MO3KY.

3HaxiZIkaM¥ MOXKYTb OyTH: YNOBIJIbHEHHS
Mi€JTiHI3a1lil HePBOBUX BOJIOKOH TOJIOBHOTO MO3KY,
JielikoeHteanonariss, 3BUBUCTICTh BHYTPIIIHBO-
YepermHux CyANH, TyXJIMHHI BOTHUTIEB] BPasKeHHS
6101 peuoBUHH, 1IepedpasbHi iHGAPKTH BHACITIIOK
TPOMOOTHYHOI OKJTI0311 Ta emOoJiil yepes TypOy-
JIEHTHUI KPOBOTIK y 3BUBUCTIII YaCTUHI KDOBOHOC-
HO1 cysmHu. Tunosum cumnroMmoM XM € aTpodis
Mo3ouka [2,10].

CyyacHUM METOJIOM JIOCTIKEHHS € BiJle0oeTeK-
tpoentiedanorpadis (BizeoEET), konu giarnocty-
I0Th TOBIJIbHO-XBUJIbOBY aKTUBHICTH 1 HasBHICTH
MyabTudoKaIbHUX chaiiok. Ha panHix cTagisx
BUHUKAIOTH MOB1JIbHI CITANKOBI XBUJI1, K1 B ITO[AJTh-
[IOMY TIEPEPOCTAIOTH Y MYTBTU(OKATBHY TilICAPUT-
Mif0 3 An(y3HUMHU HEPETYJISIPHUMU TIOBIJIBHUMU
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Ta CIIAKOBUMM XBUJIAMHU. Y MIpy POCTy JIUTH-
HU BiZI3HAYA€TbCST MYJBTU(OKAIbHA BHUCOKOAM-
IUITY/IHA AKTUBHICTD, a XBUJII TIOBIJIbHI Ta HEpeTy-
agpui [14].

OxpiM TOTO, aHOMAJNBHUI CHHTE3 KaTeXo-
JaMiHiB 4epe3 zgedinut podamin-6Gera-rigpoK-
CUJIa3W 3YMOBJIOE BUHWKHEHHS BereTaTMBHUX
CUMIITOMIB, TaKMX SIK apTepiajbHa TilIOTEH3is
i rinotepmisa. HagBHi TTposiBU CIIOJyYHO-TKAHUH-
HOl JuCIiazii y BUTTAAI MasibdopMallii cyauH
(aneBpusMa Ta GiebeKTasis MIedoBUX apTepiii).
[Topymennast  1isicHOCTI  CTIHKM  KPOBOHOCHUX
CYyIMH YHACJIZIOK BiJICYTHOCTI JII3WJIOKCUIA3U Ta
JeeKTHOrO 3B’sI3yBaHHS €JIACTUHY 3 KOJIAreHOM
npu3BouTh 70 iHpapkry [6]. Ypaxennsa [THC
y giteit i3 XM cynmpoBOKYETbCS BUKPUBJIECHHSIM
BOJIOCCSI Ta SBUIIAMM TillOMIrMEHTAIli] 1KipH, SIKi
3yMOBJIEHI ~ aHOMAJIbHOIO  CYJIb(MTiIPUIOKCH A~
3010 Ta TUPO3WHA3010, BiANOBiHO. [locizKeHHs
MPU CBITJIOBIM MIKPOCKOTII BOJIOCCA JIA€ 3MOTY
nobaunTh 3aKpydeHHsi Bosoccss Ha 180 rpamycis
HaBKOJIO OCi, TpoJridepaltito mapy iHTUMU 3 SBU-
mamMu  gparMeHTaIii BHYTPINTHBOI €JaCTHYHOI
IJIACTUHKH [2,5].

Kuixiuni osHaku xBopobu 3a3Buvail mMaHige-
CTYIOTb y HeOHaTaJbHUI niepio. /lo paHHiX 03HAK
HaJie;KaTh TIOTepMisd, TIOTOHis, TpUBaIa KOBTH-
nung. Ilpogsu ypakenns IHHC, ckpyuene pin-
Ke Bosioccs (hOpMYyIOThCS Y 2—3-MiCIIHOMY BIlTi.
AJie B IesIKUX XBOPUX MOJKe criocrepiratucst ce6o-
pelinuii gepmaTut. [3 yacom TpuxornoiaucTpodisa
nporpecye. /litn BiZICTAlOTh Yy TCUXOMOTOPHOMY
po3BUTKY. XapakTepHi gedopmallii KicTOK depe-
ma Ta TpyOoyYaTMX KICTOK 3 SIBUIAMU OCTEOIEHii
Ta TATOJOTIYHUMHU MeTadi3apHUMU TepeIOMaMU.
Criocrepiraetbes ypaxkeHHs o4dell y BUTJISIL: 3HU-
JKEHHSI TOCTPOTH 30pY, KOCOOKOCTI, 3abapBJIeHHS
paIy:KHOI 00OJIOHKN B CHHIN KOJIp, Tepudepnd-
HOI TiIlOIlirMeHTallii CiTKiBKH, TiIlOILIa3il CTpOMU
paiinysxxku. IlopynienHss cuHTe3dy KaTexXoJiaMiHiB
yHacHiIoK gedexTy podamin-6era-rigpoKcuiasu
MPU3BOAUTD /10 TOSBU OPTOCTAaTUYHOI TIMOTEH3Il,
MepiofinYHOi BTPATH CBioMocTi [5]. Ypaskenms
[THC yacTo cynpoBO/IKYETHCS YPAsKEHHSIM Ty H-
KOBO-KMIIIKOBOI'O TPaKTy: XPOHIYHOIO Jliapeelo,
MHOXKMHHUMU JIMBEPTUKYJIAMU TOBCTOTO KHUIIIEY-
HUKQ, TI0JIIIIO30M MIJIYHKA, XiaTajJbHOIO TI'PUKEIO.
3pinka crnocrepiraeTbes remaromeranisa. /{usep-
THUKYJIbO3 CEYOBOTO MiXypa IMPU3BOIUTH /10 BU-
HUKHEHHSI BUCXiHOI iH(EKII1 ce40BUIITbHOI CH-
CTEMU Ta MO’Ke 3aKiHuyBaTucs pospuBamu. J[iTm
3 XM uacTo XBOPilOTh HA THEBMOHIi, MaIOTh KiCTO-
3Hi 3MiHU B JlereHsx ta emdizemy [1,14].

138

JliarHOCTUYHI [OCJI/KEHHS, SIKI Jal0Thb 3MO-
ry miarBepautu AiarHo3 XM: 3HUKEHHS DPiBHIB
MiJli Ta 1EepyJoIJIa3MiHy B CHPOBATIl KPOBI —
Bianosigno  0-55  mkr/an (Hopma @ —
70-150 wmxr/mn) i 10-160 wmr/zn (mopma —
200-450 mr/mr). ObGepexHO CIIij iHTEepIpeTyBa-
TH JIaHi JOCTiKeHDb y AiTell BikoM /10 6 MicsIliB,
OCKIJIBKM B HOPMi MOKYTb OyTH 3HVKEHI Iii T10-
kasHuku. OKpiM Toro, AiarHocTrka XM 6a3yeTh-
cd Ha BU3HAuYEHHI PiBHA KaTeXOJIaMiHiB y T1J1a3Mi,
1110 BKasyBaTHMe Ha jediluT qodamin-6eTa-ripok-
cwiasu. BuBdenns 3Min BoJiocest ipu XM BKIo9ae
MIPOBEIEHHS CBIT/IOBOI MiKpOCKoIii. 3abip Bosroccst
JUIST IOCITiIKEHHS TIPOBOJIAITD 13 PISHUX JIIJITHOK TO-
JIOBH, OCKLJIbKM He KOXKHA BOJIOCMHA MICTUTDb KJla-
cnyni 3Mian. [IpoBenennsa pentrenorpadii KicTok
BKa3ye Ha TeHepasi30BaHUl OCTeonopo3s, Iepio-
cTaypHi giadizapHi peakilii Ta TOTOBIEHHS, TIEpe-
JIOMH KiCTOK, 0c00sinBO pedep [1,4].

[TpoBenentst Giorcii meviHKM BKa3y€ Ha HU3b-
KUl BMicT Mifi B 11 TkanuHax. [liy yac BuBYeH-
Hs1 OiomTaTiB KHUINIEYHUKA Ta KYyJbTYPU KJITHH
mKipHUX (i6po6IACTIB BUABJISIOTH MiABUIIEH] 110-
Ka3HUKHU MiJi.

OOGOB’I3KOBUM €  MOJICKYJISIPHO-TEHETHYHE
JOCTIJKEHHsI, sIKe Tependadae TecTyBaHHS O/l-
HOTO IeHa Ta BUBYEHHS MYJIBTUTCHHUX ITaHeJei.
[MocnigoBHuii aHamiz Britouyae anamizs ATP7A
3 HACTYIHUM BHJQJIEHHSAM abo AyILIKaI[i€o
TeHiB, AKIIO He 3HAW/IEHO TAaTOTeHHOTO BapiaHTa.
Ha croromni MoxxkimBa mpeHaTajdbHa JiarHOCTUKA
TSI JKIHOK-HOCITB 13 TpoBeieHHsM Oioricii Bopcu-
HOK XOPiOHa Ta aHaJli3 CIIOKUBAHHS Mi/li B KYJIBTH-
BoBaHoMy (hibpobiacti [5].

EdextuBHicTh JiKyBaHHS 3aJI€KUTh BiJl TIXK-
Kocti menenii rena ATP7A Tta 1ioro 3aamuIikoBoro
dyukiionyouoro 6inka ATP7A, BusHauaerbcs
TAKUMHU OCHOBHWMMU TPUHITUIIAMU: HEOOXiIHICTDH
6JIOKyBaHHSI BCMOKTYBAHHSI Mi/li, JMOCTYIHICTD
Mizii SK KoaKTopa A BCiX KIITUHHNX (hepMEHTIB
i paHHs AiarHOCTHKA XBOPOOW [IIsi YHUKHEHHS
mporpecyiouoi  HelipojiereHepaiiii. 3acTocyBaH-
Hd TIpemnapariB Mi/li TepopajbHO € HeepeKTUB-
HUM, OCKIJIbKM Mi/lb TIOTPAIJISIE B €HTEPOIUTH.
TomynigxamMu BBE/IeHHS Mi/1i BOPTraHi3M € BHY TPilil-
HBOBEHHU M Ta IMiIITKIpHUHN. [icTUANH Mili € pe3yJib-
tatuBHUM TIpu XM. Poasmnoyare JikyBaHHS Yy Billl
J10 4 TVKHIB TIPUBE/IE JI0 3MEHTIIEHHS 3MiH BOJIOCCH,
IIPU3YIIUHUTDL TIPOrpecyody HeipojereHeparitiio,
MOJIIIIINTG KOTHITHBHI 0COOJMBOCTI OpraHismy.
[Mamient i3 XM mnorpebye He TIIbKU MerMKaMeH-
TO3HOTO JIIKYBaHHS, ajie I KOMILJIEKCHOT (Pi3udHO1,
poibHOI MTe/liaTpudHoi ormoMoru. KomriuiekcHe
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Me/IMKaMEHTO3He JKyBaHH BkJo4ae Bitamin C
(oOMesKy€e B3a€MOJII0 MiJi Ta MeTaJOTiOHEIHY),
Bitamin E, mietmiauriokapbaMaTt, BipyCHY IeHHY
Tepario, CIIpIMOBaHy Ha roJI0OBHUN MO30K [9,14].

[ludepentiiiiny aiarHOCTUKY MTPOBOATH i3 CUH-
npomom motumanoro pora (CIIP), aucrambroIO
MOTOPHOIO HeffpornaTieo, nedirrom 6i0THHITa3H,
cunapomoM lonke—bpenzers.

Mepniana BuskuBanHsg npu XM cTaHOBUTH Bif
6 mic 10 3 pokiB. [IpuunHamu cmepTi € porpecy-
104a HelfpojiereHepailisi FroJIOBHOIO MO3KY, CyIMHHI
YCKJIQHEHHS, 3MiHU 3 OOKY IUTYHKOBO-KUIITKOBO-
rO TPaKTy Ta CEYOBUJIJIBHOI CUCTEMU, PECIipaTop-
Hi indexkiii. /leski marienTn moMupaioTh PanToBo,
6e3 6y 1b-s1K01 TOCTpOi MeuuHOoi pobsemu [12].

Pannsa giarnoctuka XM € cKJIaIHOIO, OCKIJIBKHU
Ha CbOTO/IHI B YKpaiHi BiJICYTHSI TporpamMma HeoHa-
TAJILHOTO CKPUHIHTY. YHIKQJIBHICTD I[bOTO BUTIAJIKY
nossirae B Tomy, 1o ypakennd [{THC npossigeTs-
¢ Ha paHHIX eramax saxBopioBanHs. [Iporpecy-
oya HelpoziereHepallid € KJIACMYHOIO KJiHIYHOIO
o3Hako10 XM, BU3Haya€ HECTPUATIUBUN POTHO3 1
3MEHIITy€ MeliaHy BUKUBAHHS.

Mema nociikeHHST — 0O3HAHOMUTH TTPAKTUKY -
104YnX JIiKapiB 3 ocobsmBocTsivu ypaskerust [THC y
autuny 3 XM.

JlocnipkeHHss BUKOHAHO BiITIOBIHO /10 TTPUH-
nuniB lenbcincebkoi geknapaitii. Ha mnposenen-
HA JIOCTI/PKEHb OTPUMAHO iH(GOPMOBaHY 3TOLY
0aTbKiB JUTHUHH.

Kiiniyauii BUnazox

Xeopuii M., BikoM 5 MicsI[iB, TOCIITaTi30BaHMI
JIO BIJUTIJIEHHA /17151 [IiTel PaHHBOTO BiKY 3a MicIleM
MPOXWBAHHA 31 CKapraMu Marepi Ha BUPAKEHY
KBOJIICTh, HASIBHICTb CYJIOM, $IKi HE KOPUTYIOTb-
cd TPOTHUCYJIOMHUMHU TIpenapaTaMiu, acUMeTpiio
obsyust 3J1iBa, ToraHy pubaBKy y Basi. Bizomo,
110 IMTUHA XBOPI€ Bijl HAPOKEHHS. 3 TepPioy Ha-
PO/IKEHHS KBOJIUH, 32 TIEPIINX /IBa THKHI HA TPY/I-
HOMY BUTOYBaHHi BTpatuB y Basi 200 T.

JlntuHi CcKOpUTOBAHO XapuyBaHHS MIISIXOM
iOMpaHHs CyMilll, Iic/Is 90oro JAWTHHA TIoYaja
Habupatu Bary. Y Bili 3 MicsIliB cTaBcs emizon
armHoe, IIiCJs 4Oro 3'aBUJIMCS IIOJEHHI CyTOMU
no 3—-5 pasiB Ha m00y (tpuBamictio 10-15 xB),
OJIHOYACHO cIocTepirajacs ciauHoreva. /[uTuHa
ITOBTOPHO JIIKYETBHCS CTAIlIOHAPHO 32 MicCIeM 11PO-
JKUBaHHS. 3aCTOCYBaHHS MPOTUCYJOMHOI Teparii
(tbenobapbitas, memakin, jgeBonuram) — Oe3 CyT-
TeBOro edeKTy. 3alli/l03peHo crajkoBe MopyIeH-
Hs 0OMiHY pedoBUH. [[UTHHY CIPSIMOBAHO 10 Bijl-
JIJICHHST MOJIOJIIOTO TUTUHCTBA 3 0OCTEKEHHSIM Y
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[lenTpi opanaNx 3aXBOPIOBaHb Ta TEHHOI Tepartii
HACI «<OXMAT/INT».

3 BUNUCKHU 3 KapTU CTAIliOHAPHOTO XBOPOTO Bi-
JIOMO, II[0 Ha MOMEHT rocIiTasisaliil 10 Bi/ijeH-
HS CTaH JUTHUHU TSKKUNA. TSXKKICTD CTaHy 3yMOB-
JieHa HEeBPOJIOTIYHOI0 CHUMTITOMATUKOIO: CYTOMU
Yy BUIJISI/II OPAIbHUX aBTOMATU3MiB, KJIOHIUHI Cy-
JIOMH TIPaBOl PYKH, acUMeETpisi oOJuvdst 3JIiBa.
Bemke tiM'stako — 4%3,5 cM, He HampysKeHe, BU-
MMOBHEHe, MyJibcallis BijicyTHs. Bupaskena m’s130Ba
rinoronisi. lonoBy He yTpumye. HagsHa 3aTpum-
Ka CTaTO-KiHEeTUYHOTO Ta TCUXIYHOTO PO3BUTKY,
KypuaBictb BoJioccst. Illkipa uymcra, y minsHIt
MIPOMEKUHUA — SIBUIIA TEJIOIKOBOTO JIEPMATHUTY.
[TigmkipHO->)kMpoBUT Map BUTOHUYeHWH. ToHU cep-
1151 TYYHI PUTMIUHI. Y JIereHsx — KOPCTKe AUXaHHs,
xpunu BifcyTHi. JKuBiT nmomipuo 3aytuii. Ileuin-
Ka BHCTYIIAE 3-11J Kpaio pebepHoi ayru Ha 3 cMm,
cesie3iHKa He TaJIbITYEThCS.

3 aHamMHe3y BiJIOMO, 1110 IMTUHA HAPOJ’KEHa BiJl
JIPYTOI BariTHOCTI, Iepebir Ha TJIi KpOBOTEYi B TIep-
111 TUZKHI BariTHOCTI Ta TOKCUKO3Y B IIEPIIOMY TPU-
MecTpi. 3a Micsllb 0 HACTaHHS BariTHOCTI MaTH
JIUTUHU TiepeHecaa KoBiany indexiifo. [lomorn
(izionoriuni B Tepmini 37-38 THKHIB, MEKOHIT y
HaBKOJIOTLJTI/IHNX BofaX. Bara qiutuaM ipu HapoJ-
skeHHi — 2390 r, 3pict — 51 cm. OmiHKa 3a MKaIon
Anrap — 7-8 6Ganis. JKoBrsinuute 3abapBieHHs
IIKipy criocTepiranocs 1o 4-1 jobu sxuttst. Bumnu-
CaHMii 3 MOJIOTOBOTO Bi/Ii/IeHHs Ha 6-Ty 100Yy.

Cenekmu6Hull CKpuninz Cnaodkoeux mema-
00IIMHUX 3aX60PI06AHD: 32 PE3YIbTaTaAMU JIOCJIi/I-
JKEHHST BMICTY aMiHOKHUCJIOT Ta allUJIKapHITUHIB
y CyXiil MmsiMi KpOBi METO/IOM MacCIeKTPOMETPil
nartoJsiorii He BusiBJIeHO. TOHKoOIlIapoBa XpoMaTo-
rpadis oirocaxapuiiB cedi — CJIiN TaJaKTO3! Ta
JIAaKTO3W. BusHaueHHs KOHIlEHTpaIlil Midi 8 naasmi
kposi — 0,17 Mr/J1, KOHIIEHTPAIlii YepyLoniasminy
6 kposi — 0,053 r/u1. PiBenb Midi 6 dobosii ceui —
0,008 mr/24 ron (mropma — 0,012—0,08 mr/24 Ton).
Memaboniunuii ckpunine ceui: npoba Meminra —
HeratuBHa, 1Mpoba DeHemnkra — HeraTuBHa, MPO-
6a Ha TimepamMiHOAIMAYPit0 — HeraTWBHa, MPOOA
3 IUHITPOEHUITIAPa3uHOM — HeraTuBHA (J1aHi
[HenTpy ophanHnx 3aXBOPIOBAHb TAa TEHHOI Teparrii
HACJI «OXMAT/INTS>).

3a JaHUMU KJAIHIYHO20 ma J1adopamopHo-
IHCMpYMeHmanaviHozo 00CHI0NHCEHHA  BUSBIIE-
HO Take. Kniniunuii ananis xpoei: reMOTJIOO0IH —
105 v/, eputporutu — 3,19x1012 /71, nefikorut —
8,5%109/n1, mammuxosizepHi Hehtpodimm — 1%,
cerMeHTosiziepui  neitpodimun — 27%, mpimdo-
T — 62%, MoHoUTH — 4%, TPOMOOLIUTH —
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268x109/n1, MBUAKICTD OCiTaHHS €PUTPOIHTIB —
8 MM /TO/I.

Bioximiune oocnioycennss Kpoei. 3araiib-
HUit 60K — 55 1/71; GimipyOiH: 3araqbHUN —
12,0 mxmomn/a1, npamuii — 0 MKMOJTB/J1, HETIps-
muit — 12,0 MKMOJB/JT; anaHiHamiHOTpaHCche-
paza — 20,0 U/1, acmaprataminorpancgepasza —
30,0 U/1, ceuoBuna — 2,4 MMOJIb/JI, KpEaTUHIH —
16,0 mmoun/a, enexkrpomit: K — 5,9 mmoin/i,
Na— 143 mmouib /1, x10puan Kposi — 107 MMOIIB /J1.
Jlyxna pocaraza kposi — 629,0 U /.

Tupoxcun einvHull 1,19 ur/an (Hopma —
0,89-2,22 Hr/mn ), TUPEOTPONHUIH TOPMOH —
7,82 MkMO /ma (Hopma — 0,72—-11,0 MM O /mur).

Oocmedcennss Ha epyny 2epneceipycHux
ingpexyin: anturtina IgG 10 nmTOMErasoBipy-
cy (UMB) — 4,7on/mun; antutina [gM no 1IMB
— He BUSBJIEHO; TOJIiMepa3Ha JIAHITIOTOBA peak-
mig (IIJIP) no IIMB — He BusIBJIEHO; aHTUTLIA
IgG no Bipycy repriecy mnepiioro TUlly — He BU-
asiaeno; [IJIP go Bipycy reprecy 1IocTOTO TUITY
— He BusgBJeHo; antutiiia IgG 10 HykJIeapHOTO
(simeproro) antureny Eo6mreiina—Bappa Bipycy
(EbB) — 22,6S5/CO — mo3uTWBHUIL; aHTHUTIIA
IgG no xancuanoro antureny EbB — 1,5 S/CO —
nosutusHuii; IIJIP no Bipycy EBB — He Bugs-
JIEHO.

Imynoenooyninu xpoei: 1gG — 4,53 t/x
(Hopma 2,32-1411 v/m), 1IgA — 0,17 r/a
(mopma — 0,00-0,83 r/m), IgM — 0,39 r/xn
(mopma — 0,00—1,45 /).

PHK sipycy zenamumy C ma B — He BusiBJe-
Ho. PHK na SARS-CoV-2 — neratusnuii (MeTo/
MoJIiMepPa3HOi JIAHIIOTOBOI PeaKIlii).

Knintunuii ananiz ceui — 6e3 oco6IMBOCTETI.

BioeoEEI. Tpusanicth — 16:35 xB, mig yac
(iziosoriunoro  cuy.  Ilpucyrtni  apredakTtu
y BUrIami HamapyBaHHs wmiorpamu. DoHoBUI
3anuc: moJsiiMopdHa 6GioeJeKTpUYHA AKTHUBHICTD
TOJIOBHOTO MO3KY 3 TIepEeBa)KAHHIM JIeJIbTa-Te-
Ta-pUTMY 3 HallapyBaHHIM GeTa. JIOOHO-TIOTHINY-
Hull Tpagient 36epexenuit. MiKmiBKyJIeBa acu-
MeTpisg — BiJiIcyTHS. PeecTpytoTbest TOCTpi XBUII,
neopMoBaHi KOMILIEKCH, TOCTpa TOBiJIbHA XBH-
JIsT 10 JIOOHO-CKPOHEBWX Bi/[BE/IEHHSX 3J1iBa Ta
J06HO-CKpoHeBUX — cripaBa. DyHKITIOHAIBHI TTPO-
6u me nposeseHi. Meduunui 6UCHOBOK: TIaTepH
emisientrudopmuoi EET 3 o3nakamm fieopramisarii
KiPKOBOTO PUTMY.

MPT e20n06H020 M03KY. KiCTKOBI CTPYKTY-
pu — 6e3 Buamumoi maroJorii. O600HKU: cyOIy-
paJibHa Tirpoma JIOBKOJIA JIiBO1 MiBKYJIi TOJIOBHOTO
MO3KY, TOBIUHOIO 10 6 MM. [lapacaritajpHO KOH-
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BEKCUTAJIbHO B JIOPCAJBHUX BiJiJIax JIIBOpYY —
TOHKI HallapyBaHHS IMi/[BUNIEHOI IHTEHCUBHOCTI
curHany B TI, Flair, 6e3 obmeskennst audysii —
BIPOTiIHO HamapyBaHHs remocuaepuny (puc. 1).
3Beprae Ha cebe yBary IiiBUIEHAa 3BUBHUCTICTD
IHTpaKpaHiaJbHUX apTepiil Ha piBHI Biji3ieBOro
koJsia (puc. 2). CepeiHHi CTPYKTYPU HE 3MillleHi.
[TapenxiMa MO3KY: KOpTHKabHi GOpPO3HM, JiaTe-
pasIbHi IIMHI MAIOTh TUIIOBE PO3TaIllyBaHHs, 6e3
ocobsmBocreii. TTiBKyIi MO3KY Ta MO30YKY, CHMe-
TpUYHi, cipa Ta 6ijla peyoBMHA MO3KY PO3BHUHEHI
BiZIMOBIIHO 710 BiKYy, Ha IIbOMY TJIi BU3HAYAETHCS
o6MmeskeHHst 1rdy3ii Ha piBHI 30BHINTHBOT KATICYJIH.
[NnokamnanbHi 30HU: HECUMETPUYHI, 3 ABUIAMU
MasibpoTaitii JiiBopy4 (puc. 3), 6e3 cyTTeEBOI 3MiHN
IHTEHCUBHOCTI cUTHaIy 4i BTpatu 06'eMy. Moso-
JIUCTE TIJIO TPOCTEKYETHCS PIBHOMIPHO 10 BCiii
nosskuHi. [MTunkonogibHa 3amo3a — 6e3 BUAUMOI
natosiorii. CToBOyp MO3Ky — 0e3 0coOJMBOCTEI.
Oxpim BUIlEONMMCAaHUX 3MiH, MIJSHKNA aTOJIOTIY-
HOI IHTEHCUBHOCTI CHTHAJTY B TTapeHXiMi 060X TeMi-
cep MO3KY, y cTOBOYPI MO3KY Ta MO30YKY He Bi3y-
amizyiorbca. Ha cepii DWI ta ADC-xapti maro-
JioriyHux 3MiH He BugBieHo. [Ilmynoukosa cucre-
Ma: JaTepasibHi MIJIYHOYKHU BiJJHOCHO CUMETPHUYHI,
He posurupeti, [T ta IV mryHoukn — 6e3 0cobmBo-
creii. MisKIIIJIyHOUKOBI OTBOPH Ta BOJIOTIPOBIT MO3-
Ky J06pe IPOCTeKYI0ThCs, 63 03HAK MOPYIIEHHS
npoxigrocti. CybapaxHoiganbHi mpoctopu ta Oa-
3aJIbHI IUCTEPHU BITHOCHO PIBHOMIpPHI, 106pe mpo-
CTEXYIOTHCSI, BMICT OJTHOPIIHIIT, G€3 MaTOJIOTIYHNX
3min MP-curnamny. CenssipHa 30Ha: TypelbKe Ciji-
JIo 3BUYaiiHoi popMu Ta po3TalryBaHHs, KOHTYPHU
giTki. [inodis 3Buvaiinoi popmu, posmipis. CTpyK-
Typu HeHpo- Ta azieHorinodizy audepeHtriooTh-
csa Mk coboro. CTpykTypu op0it: ouni s61yKa,
M's131 OKa. PeTpobysbbapHi mpoctopu — 6€3 0co-
6simBoCTEl. 30pOBI HEPBU CUMETPUYHI, HE 3MiHEH]
3a Xo/ioM i miamerpom. Ha piBHi XiasaMu 101aTKOBI
YTBOpEHHA He Bi3dyasidyioTbcd. MocTomMo304-
KOBI KyTu cuMmerpuyHi, 6e3 ocobmBocreit. CKpo-
HeBI KiCTKW, HAaBKOJIOHOCOBI TMa3yXxu: MiHiMaJibHE
MPUCTIHKOBE IOTOBIIEHHS CJU30BOI O00OJOHKN
KOMIPOK BEPXHBOIIEJNEITHUX, PENTiTyacTol Masyx,
KOMIPOK COCKOTIOZIOHUX BiZIPOCTKIB OijlaTepaibHo.
KpanioBepreOpajibHuil 11epexiJ 3BUYAlHOI KOH-
diryparttii, MUTZQJIMKI MO30YKY PO3MIillleHi BUIIEe
BEJIMKOTO MOTUJIMYHOTO O0TBOPY. Meduunuii euc-
HOB0K: TiJIBUIIIEHA 3BUBUCTICTb IHTpPAaKpaHiaJb-
HUX CyJIMHHUX CTPYKTYP, 3MiHU CUTHAJy Ha PiBHI
30BHIIIHBOI KarcyJu, cybaypaibHa TirpomMa —
PEKOMEH/IOBAHO PO3IJsAfaTu B KoHTeKcTi XM.
He MOXJMBO BUKJIIOUUTH iHII CUHAPOMU IaTO-
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Puc. 1. CybaypanbHa rirpoma A0BKona NiBoi NiBKyi rOfIOBHOr0 MO3KY, TOBLLMHO A0 6 MM. [MapacaritanbHO KOHBEKCUTaNIbHO B JOP-
canbHUX Bifainax niBopyy BU3HA4YaIOTLCS TOHKI HAalLApyBaHHSA NiABULLEHOT iHTEHCMBHOCTI curHany B Tl, Flair, 6e3 obmMexeHHs andysii —
BipPOrifHO HalapyBaHHA reMOCUAEPUHY

Puc. 2. MNigBuyLLeHa 3BUBUCTICTb iHTPakpaHianbHUX apTepiit Ha PiBHI BiNi3ieBOro kona
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Puc. 3. ManbpoTauis rinokamna 3nisa

JIOTIYHOI 3BUBUCTOCTI CyiuH. MasbpoTaltis J1iBoro
rinokamria.

Ananiz cexeenyeanns i mecm na oeneuiro/
dynaixauiro 1836 zenie. Ot TaTOreHHUT BapiaHT
inentudikoBano y ATP7A. ATP7A acouiitoBanuii
i3 X-3uemsieHolo XM, CHUHIPOMOM TOTUJIMYHO-
TO pora Ta IUCTATbHOIO CIAJKOBOIO MOTOPHOIO
Heviponatiero. OnuH ajiesb MiJBUIIEHOTO PU3UKY
inentudikoBano B ABCGS8. Oxun mnaToreHHUI
BapianT iserTudikoBano y COL18A1. COL18A1
acolifioBanuii 3 ayTOCOMHO-PEIIECUBHUM CUHJIPO-
mMom Kuob6soxa. Takox igeHTr(diKoBaHi BapiaHTH
HeBU3HAueHoro sHaveHHs (rtabs.). [lerani maro-
rennoro Bapianta ATP7A, nenenist (ek3on 2—17),
remizurora. Ileit BapianT € rpybolo jeeltiero re-
HOMHOI [IIJIAHKH, 10 OXOIUIIOE ek30H 2—17 reHa
ATP7A, gakuii Briiovae iHimiatopauii kojoH. [la
JeJIellist BUXOAUTD 32 MEsKi OCIIIKYyBaHOT 06J1acTi
JI7IST TIHOTO TeHa i, 0T/Ke, MOKe OXOTLTIOBATH I0/IaT-
KOBi TeHn. OUiKyeThCd, MO 1ie TTPU3Bee /0 Bijl-

CYTHOCTI 200 TOIIKOKEHHsT GITIKOBOTO TIPOYK-
Ty. Bimomo, 1o Bapiantu BTpatn dyskiii ATP7A
e marorennumu (PMID: 11241493, 20652413).
[Toni6HMiT BapiaHT KiJIbKOCTI KOIIN CIIOCTEPira€Thb-
cs1 B oci6 i3 XM (PMID: 14635105; Invitae).

Heiipoconozpagpis: napenximMa MO3KY ITOMipHO
TIBUTIIEHOI €XOTEeHHOCTi. 3MINEeHHS CepenHHNX
CTPYKTYp Hemae. MixkniBKybHa niinHa — 10 MM,
cybapaxHOIaJIbHUN TIPOCTIP — 5,4 MM, HE3HAYHO
posmupenuii, npasuit — 19 mwm, giBuit — 19 mm,
posmupedi. [T nurynouok — 10 MM, po3mupeHuii.
[Tynbcartist 6azaabHUX CyAWH 3BUYaiiHa. MaTioHOK
3BUBHH 30epeskeHnil. BUToHUeHe MO30JIICTE TiJTO.
XBocrare si/[po JBOPYY MiJIBUIIIEHOT €XOT€HHOCTI.

Koncynvmauia oxynicma: TOpU30OHTAIbHUI
HicTarM 000X O4eil; BTOPMHHA IepeMiKHa po30ixK-
Ha KOCOOKICTb.

Koncyavmauin dumsuozo neeponoea: crpyk-
TYPHA €TIiJIeNCist 3 KIOHIYHUMHU HallaaMu, HabyTa
BHYTPIIITHS HeMporpecytoua rifiporedanis B guTn-
Hu 3 XM.

baszyounch Ha KIIHIYHUX JaHUX, [TOKa3HUKAX
J1ab0PaTOPHOTO OOCTEKEHHS, TaHUX CEJEKTUBHO-
TO CKPUHIHTY CMAJIKOBUX MeTa0OIYHUX 3aXBOPIO-
BaHb, TOKA3HUKAX PiBHS MiJli Ta 1lepyJIOIIa3MiHy B
KpoBi Ta Mijii B ceui, anux MPT rosoBHOTO MO3KY,
BieoEET, Helipoconorpadii, aHaizy ceKBeHyBaH-
HS 3 TeCTOM Ha JeJeltifo/nynikaiio 1836 renis,
JlAHUX CKPUHIHTY, BCTAHOBJIEHO [[iarHO3 — <«XBO-
poba Menkeca, X-34enyieHnil TUIT yCIAKyBaHHS.
CrpyKTypHa enijerncis 3 reMiKJIOHIYHUMUY Halla/la-
mu 6e3 mopymieHHst cBigomocti. HabyTa BHyTpiI-
HS He Tporpecyioya, He Hallpy’KeHa KOMIIEHCOBa-
Ha Trigpouedaris. 3aTpuMKa CTaTOKIHETUUYHOTO
po3BUTKY. lopu3oHTanbHUN BPOIKEHUU HiCcTarMm
000x oueiil. Bropuana po3bikHa mepeMizkHa KOCO-
OKICTh».

Tabruys

AHani3 cekBeHyBaHHS NONiMOPPHUX MapKepiB reHa

len BapiaHTt 3UroTHiCTb Knacudikauis BapiaHTa
ATP7A neneuia (ek3oHn 2—17) remMisurora naroreHHNN
ABCG8 ¢.55G>C (p.Asp 19His) reteposurora anesnb NiaBULLEHOTO PUBKKY
COL18A1 c.3514 _3515del (p.Leu1172Valfs*72) reteposurora naTtoreHHNi
BRD4 ¢.3766C>T (p.Arg1256Trp) reteposuroTa HEeBW3HAYEHOro 3Ha4YeHHs
COQ4 C.679C>T (p.Arg227Cys) reteposuroTa HEBM3HAYEHOr0 3HAYEHHS
ERCC?2 €.946C>G (p.GIN316GIu) reTeposuroTa HEBM3HAYEHOro 3HA4YEHHS
IL2RA Cc.76G>A (p.Asp26Asn) reteposurota HEBW3HAYEHOrO 3HA4YEHHS
KANSL1 c.2740G>A (p.Asp914Asn) rereposuroTa HEBWU3HAYEeHOro 3Ha4EeHHS
KMT2B C. 1412G>A (p.Arg471GIn) reteposurota HEBV3HAYEHOrO 3HA4YEHHS
LARP7 C.983C>A (p.Ser 328Tyr) reTeposuroTa HEBM3HAYEHOro 3HA4YEHHS
MBD5 €.2381G>T (p.Gly794Val) reteposurorta HEBW3HAYEHOr0 3Ha4YEHHH
NRXN 1 C.637G>A (p.Gly213Arg) reteposuroTa HEBW3HAYEHOro 3Ha4YeHHs
SIRT1 €.998C>T (p.Ser 333Leu) reteposuroTa HEBM3HAYEHOr0 3HAYEHHS
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3 ypaxyBaHHAM BCTaHOBJICHOTO iarHO3y [IH-
THUHI NPU3HAYEHO JIIKYBaHHS: 1H(DY3i1IHY Teparriio,
JIeTIaKiH, JeBOIUTaM, JeBOTPUJI; BHYTPIllITHbOBEHHE
BBe/leHHd (DITIOKOHA30Ty, MarHiio cyJsbdart, (eHo-
Gapbitas, BaJbIIPOEBY KHUCJIOTY, KOIEPriCTUANH,
kerpy. J[uTHHY BUTIMCAHO 3 PEKOMEHAITISIMUA TTPO-
JIOBJKUTHU [IPOTUCY/IOMHY Tepariio, Bitamin C, BiTa-
Min E, a Takok komruiekcHy (izuuny, mpodiibHy
neliaTpUYHy JIONOMOTY; CIIOCTEPEKEHHSI Ta KOH-
cyqbratii criertiasictamu LlenTpy opdanHux 3axBo-
pioBanb Ta rennoi teparnii H/[CJI «<OXMAT/INUT».

BucuoBku

Otxke, XM € mporpecyiounM MyJbTUCUCTEM-
HUM 3aXBOPIOBAHHSM, B OCHOBI SIKOTO JIEXKUTb
HopyIIeHHs MeTabo/IisMy Mizi, Mae X-34erieHnit
pellecMBHUN TUINl ycnajKyBaHHs. HespoJioriuni
MPOSIBU € HAWOIJIBINT XapaKTepHUMU KITIHITHIMN
O3HAKaMM, siKi OOTSKYIOTH Tiepebir i BIIMBAIOThH
Ha MeJliany BUykuBaHHsA. HeliponaTtonoriuni sMinu
3yMoBJieHi sedinutom 1uroxpoM C-okcuaasu, 1o
MPU3BOAUTH /10 BTPATU KOPTUKAJBHUX HEUPOHIB

REFERENCES/JIITEPATYPA
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