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XBopoOa MeHkeca (XM) — nporpecyioye MynsTCUCTEMHE 3aXBOPIOBAHHS 3 X-34EMNEHUM PELLECUBHVIM TUMOM YCMaaKyBaHHs, B OCHOBI AKOrO
NEeXUTb NOPYLIEHHA MeTaboniaMy Mifli, o Npr3BOaMTbL A0 ii HecTaui.

MeTa — 03HaNOMUTV NPAKTUKYIOUVX IKapiB 3 0COBAMBOCTAMY YPAXEHHS LIEHTPanbHOI HepBOBOI cuctemn (LIHC) y antuHmn 3 XM.
Kniniunui BUnapok. HaseneHo ocobnmeocTi ypaxerHs LIHC y antnHm 3 XM. BUCBITIEHO OCHOBHY AiarHOCTUYHY LiHHICTb CKapr, aHamMHEeSy,
KNiHI4HVX NposBIB ypaxeHHsa LIHC, nabopaTtopHyix MeToaiB AOCNIAXEHHS (BU3HAYEHHS PIBHS LiepynonnasMiny Ta mifi B CYpOBaTLL KPOBI, PiBHS
Mifi B 0OOO0BIN Ccedi) Ta IHCTPYMEHTabHMX METOAIB AOCNIAXKEHb: MArHITHO-Pe3oHaHCcHa KoM toTepHa ToMmorpadia (MPT) ronoBHOrO MO3KY,
enekTpoeHuedanorpadia (EEMN), monekynapHO-reHeTnyHe A0CNIOKEHHA. 3MiH Ha MPT ronoBHOro MO3ky — CyOAypanbHa rirpoma goBkona
NiBOI NiBKyAi rONOBHOMO MO3KY, TOBLLUMHOIO A0 6 MM, napacaritanbHO KOHBEKCUTAIbHO B A0PCAbHVIX BiAAinax NiBOpyY BU3HAYAIOTHCS TOHKI
HallapyBaHHS MiABULLEHOI IHTEHCUMBHOCTI curHany B T1, Flair, 6e3 obMmexeHHs andyaii — BIpOriAHO HallapyBaHHS reMOCUAEPVHY, NioBULLEHA
3BMBVCTICTb IHTPAKpaHianbH1X apTepilt Ha piBHi Binisiesoro kona. Jani EEI BkadytoTe Ha natepH eninentidopmHoi EEN 3 03Hakamu gesoprani-
3auji kKipkoBoro putMy. KniHidri Aani (nporpecytoda HepoaereHepallis rofnoBHOro MO3Ky, rinotepmis, rinepbinipybiHemid, TpUxononiancTpo-
dist, 3aTp1MKa NCUXOMOTOPHOIO PO3BUTKY Ta POCTY, 1ab0paTopHi AaHi — SHXKEHHS PIBHIB LIepYNonnasMiHy, Miai B mnadmi KpoBi i PiBHA Mifi
B DOOOBIV Cedi), AaHi MONEKYNAPHO-TEHETNYHOMO TeCTYBaHHSA (MyTaLia B reHi ATP7A) MoxyTb Bignosigatyt XM.

JloCniaxXeHHs BUKOHaHO BIAMNOBIAHO A0 NPUHUKMNIB [eNbCiHCbKOI Aeknapali. Ha npoBeneHHs JOCNioXeHb OTpUMaHO IHPOPMOBaHy 3roay
6aTbkiB AUTUHW.

ABTOPY 3asBNSIOTb NPO BIACYTHICTb KOHDAIKTY IHTEPECIB.

KniouoBi cnoBa: fitv, reHeTVyHi 3axBOpIoBaHHs, CNaakoBi MeTabonivHi 3axBOPIOBAHHS, LIEHTpalbHa HEPBOBa crcTeMa, xBopoba Metkeca.

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 — to 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.

The research was carried out in accordance with the principles of the Declaration of Helsinki. Informed consent of the child's parents was
obtained for the research.
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Beryn

pakeHHs IEHTPaJIbHOI HEpPBOBOI CH-
cremu (ITHC) y gxiteit i3 xBopo6oto
Memnkeca (XM) mociiae mpoBijiHe miciie
B KJIHIIIl 3aXBOPIOBAaHHS 1 BU3HAYa€ 0COOJMUBOCTI
nepebiry 1iel XBopoOu B IIeBHI IePioan KUTTS K-
TUHU. Byayum piakicHUM MyJIBTUCHUCTEMHUM 3a-
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XBOPIOBAHHSM i3 X-34€TIJIEHUM PEIECUBHUM TUTIOM
yCHaIKyBaHHs, 1€ 3aXBOPIOBAHHS MTOB’sI3aHE 3 TI0-
pyIieHHsIM 0OMiHy Mijzti B opraxismi. [Tatosorist Ha-
JIEKUTH JI0 TEHETUUHUX 3aXBOPIOBAaHb, TPAILJISETh-
cs1 3 yactororo npubsmsuo 1:40 000 mo 1:250 000
y HoBoHapo/pkeHnx. Y CIIIA gactora KonmBaeTbes
B Meskax Big 1:50 000 mo 1:250 000; ogna TperrHa
BUIIA/IKIB € HACJIIIKOM HOBUX MyTalliii. CTaTucTny-

ISSN 2663-7553 Modern pediatrics. Ukraine 3(139)/2024



Yntamrte Hac Ha cawuTi: http://medexpert.com.ua

KAIHIYHMI BUTTAAOK

Hi flaHi, OTPUMaHi 3a pe3yabraTaMu JOCJiKeHHS
B Smonii, BKa3dyioTh Ha 3aXBopioBaHicTh 1:2,8 MirH,
B ABcrpasii — 1:50 000—1:100 000 ;kuBoHAPOKE-
Hux. Pacosoi Ta eTHiuHOI cXniibHOCTI 10 XM Hemae
[1,10].

Ten, mop’s3anuil i3 1iero XBOpo6GoIO, po3Ta-
1moBaHul Ha X-XPOMOCOMi, OJIHIM i3 /BOX cCTa-
TEBUX XPOMOCOM. Y YOJIOBIKIiB MOTPiOHA JIwiie
OJlHa 3MiHeHa KOIlid IIbOro reHa. Y JKiHOK, sSIKi Ma-
10T /1Bi X-XPOMOCOMM, IOTPiOHA MyTaIlist 060X KO-
il TeHa, 1Mo MaJOMMOBIPHO JIJIsT BUHUKHEHHS 3a-
xBopioBaHHs1. ToMmy XBopo6a pO3BUBAETHCST TINbKU
B XJIOYMKIB. Ha 0/1Hy TpeTHHY BUIIAJIKIB IpUIIaJIa€
myTailist de novo. len ominentug-ambha ATP7A —
(dependent copper sequestration) KapToBaHuii Ha
noBromy tedi X-xpomocomu (siokyc Xq 12-q13)
i Mae 23 ex3oHu. BiH BiANoBizae 3a KOAyBaHHS
1500 amMiHOKMCJIOT 1 y BeJUKii KiJIbKOCTI eKcipe-
CYETHCS B TAKUX OPTaHax, Ik MO3O0K, JieTeHi, Hup-
ki Ta M'si3u. Ha cporofai icHye 6msbko 357 pis-
HUX MyTalliil, 30KpeMa, BCTaBKH, JieJiellii, 4aCTKOBI
Jieqieltii, Mic- i ceHe-MyTallii Ta MyTallii CIIaiiCuHTY
[5,8].

3axXBOPIOBAaHHS BWHUKAE BHACJIJIOK MYyTalil
rena nodinentua-anbda ATP7A, axuii perymioe
pobory  azeHosunrpudocdarasu  (ATDasn).
Bymyun tpancmemOpanHuM GiKOM, BiH eKcIpe-
cyetbea niepeBakHo B IIHC, enTeponmrax, mia-
IIEHTI, Jie Mijlb CIIPSIMOBYETHCS /10 Mi/Ib-3aJI€KHUX
depmeHTIB. AKIO B OpraHiaMi AUTUHU CIIOCTEPI-
ra€ThCsl HU3BKUI PiBeHb Mijli a00 HOPMaJIbHU, TO
AT®@a3za jokanisyeTbest B TpaHc-mMepexi [obrki
(TGN), ne BOHA YTPUMYETBCS TPAHCIIOPTEPOM
aretTusi-KoA1. ¥ tpanc-mepexi tRN rema ATP7A
TPAHCIIOPTYE Mijlb i3 IMTOIJIA3MU B KOMILIEKC
TosbisKi, BiAIOBIZHO, BiZOYBa€ThCS MeTasi3allist
GaraTboX MibBMICHUX (hepMmeHTiB [6,8].

Huspkuii BmicT Mifi B MO3KY 3YMOBJIOE
rnOOKi  HEeBPOJIOTIYHI  MOPYIIEHHST BHACJIZOK
TOrO, IO TJHaJbHI KJIITHMHM Ta HEHPOHM 1M030aB-
JIEH1 IOCTAaTHLOTO PiBHA Mifi. Migp moTparise B
MACTKy TeMaToIepeOpOCIiHAIBHOTO Ta TeMaTo-
entepaniunoro 6ap’epa. OKpiM TOro, aKTHBHICTD
ATP7A BnimBae Ha [OCTYIHICTH PeEIENTOPiB
N-metnn-D-acmaprar (NMDA) Tta myny wmizi,
SKWH BUAINSETHCS B HEPOHAX TiITOKaMIIa, OCKiJIb-
KU MijIb € HEKOHKYPeHTHUM aHTaronicrom NMDA.
Tomy wmyraris rena nosinentug-aabda ATP7A
CIIpUSIE IiABUINEHHIO 30YJMBOCTI perenTopa
NMDA B netiponax. lle mpusBoauTh 10 MOSIBU
cynoM [3,7]. HakonuvenHst cynepoKCUAHUX PajIui-
KaJliB 1 TOMKO/KEHHST HEUPOHIB BUHUKA€E BHACJTI-
JoK gediruty nutoxpoM C-okcuiasu.
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licrosioriuni 3mMiHM B TKaHWHAX TOJIOBHOTO
MO3KY CBif4aTh PO Bpaskatoye 3MEHIeHHS Killb-
KOCTI KOPTHUKAJbHUX HEHPOHIB 3 SIBUIAMU MiHe-
paJtizartii, 11103y, MiJAKIPKOBOIO BTPATOIO MIEJIiHY,
dKa TIOB’sI3aHa 3 JlereHepailielo akconiB. HasBHa
nommpena aTpodis 6iJ10i Ta cipoi PeYOBUH TOJIOB-
Horo Mo3ky [15]. Meroau cBiT/I0OBOI MiKpocKoITii
JIaJTV 3MOTY BUSIBUTH BOTHUIIEBY JleTeHePaIliio BCixX
1apiB TOJOBHOTO MO3KY 3 IEPEBAKHOI0 BTPATOIO
HEeHPOHIB y iloKamIli, CMyracToMmy TiJji, rirorasa-
Myci Ta TajaMyci. ¥ MO30YKy 3€pHUCTI HEHPOHU
CUJIBHO BUCHAKEHI, He3HauHO 30epekeHi KIITHHI
[Iypkinbe, sKi, CBOEIO 4eproio, yTBOPIOIOTH PO3IIHU-
peHHs y BUTJIA KakTyca. JlediluT muToXpoMoK-
CUIa3u TPU3BOIUTH O TOPYIIEHHS KJITHHHOTO
IxaHHs, crippanHsioun aererepaiio ITHC.

[MporpecyBanus cynom npu XM mpoxoanThb
y Tpu crafii. CyJOMHUN CUH/IPOM CIIOCTEPITAETh-
s 3 2—3-MiCAYHOTO BiKY, CIIOYATKY y BUTJISAAL (ho-
KaJIbHUX KJIOHIYHUX CyIOM. Y TOAAIbIomy (op-
MYETBCST eMIenTHYHNI cTaTyc, 0cobJMBO Ha TJIi
JINXOMAHKH, 1 11€ TIOB’SI3aHO 3 TOPYIIEHHSIM KPOBOO-
6iry B cyinHax, SIKi MalOTh BUPasKE€HY 3BUBUCTICTh.
Y mpomixkHy crajio 3 9-Mica9HOTO BiKY Biji3HA-
YAEThCS HEPO3B’SI3HUWI  1HQAHTUIBHUN — CIasM,
SIKU BUHUKAE HA TJIi JiereHepaliii HeipoHiB y 11iji-
KIpKOBUX CTpyKTypax (y Tajamyci Ta OasajibHUX
TaHTJIisgX). Y Mi3HIO CTajlifo 3aXBOPIOBAHHS B JiTEeH
micJist 2-pPivHOTO BiKY BHACJIIOK JleTeHepallii Kopu
TOJIOBHOTO MO3Ky BUHUKAIOTh MiOKJIOHIUHI MYJIib-
TruoKaIbHi Hama WM Ta TOHIuHI cmazmu [3,6,11].

[TinrBepmkennst ypaxenus [[HC mnorpebye
MIPOBEJICHH MAarHiTHO-Pe30HAHCHOI ToMorpadii
(MPT). Hetipogizyasizartiist noKa3ye JAiJIsTHKA KOP-
TUKAJTBHOI Ta CyOKOPTHUKaIBHOI aTpodil, MOKYTh
Bi3yami3yBaTucs AIIAHKNA HEKPO3iB CipoOi peuyoBU-
HU TOJIOBHOTO MO3KY.

3HaxikaMi MOKYTb OyTH: YNOBLIbHEHHS
Mi€JliHi3a1lii HepBOBUX BOJIOKOH TOJIOBHOTO MO3KY,
Jelikoennedasnonaris, 3BUBUCTICTb BHYTPIIIHbO-
YeperHux CyInH, IyXJUHHI BOTHUIIEB] BPasKeHHS
61101 pedoBUHH, 1epebpasibHi iHDAPKTH BHACIIIOK
TPOMOOTHYHOI OKJI03ii Ta emOoJii yepes TypOy-
JIEHTHUI KPOBOTIK y 3BUBUCTII YaCTUHI KDOBOHOC-
HOi cyaunu. Tumoum cumntomoM XM € atpodis
Mo3ouka [2,10].

CyyacHUM METOJIOM JIOCTI/IKEeHHS € Bijleoeiek-
tpoentiedanorpadis (BireoEED), komu miarnocty-
I0Th TIOBIJIbHO-XBUJIBLOBY aKTUBHICTb 1 HasABHICTH
MyabsTU(OKATPHUX craiiok. Ha panHix cramisx
BUHUKAIOTD IIOBIJIbHI CIIANKOBI XBUJIL, SIK1 B 110/1aJ1b-
HIOMY [1€PePOCTAIOTh Y MyJIbTU(OKAIbHY TiIICapUT-
Mif0 3 Any3HUMHU HEPETYJIIPHUMU TOBIIBHUMU
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Ta CHAKOBUMHU XBWJIAMHU. Y Mipy pOCTY JUTH-
HU BiJI3HAYAE€THCS MYJIbTU(OKAIbHA BHUCOKOAM-
MJIITYy/IHA AKTUBHICTD, @ XBUJII TIOBIJIbHI Ta HEPery-
JapHi [ 14].

OxpiM TOTO, AHOMAJbHUH CHUHTE3 KaTeXo-
JaMiHiB depe3 gedinut godamin-6era-Tizpok-
CUJIa3W 3YMOBJIOE BUHWKHEHHS BereTaTUBHUX
CUMIITOMIB, TaKuX $K aprepiajbHa TillOTEH3isd
i rinorepmiga. HagBHi nposBu CIOTYyYHO-TKAHWH-
HOI aucniazii y Burisji Manbdopmariii cyginH
(aneBpusMa Ta (iiebeKTasis MIeYOBUX apTepii).
[Topymiennss 11iJicHOCTI  CTIHKM KPOBOHOCHUX
CYZIMH YHACJIJIOK BiJICYTHOCTI JIi3UJIOKCUA3U Ta
NnedeKTHOTO 3B’I3yBaHHS eJTacTUHY 3 KOJAreHOM
npu3BouTh 70 iHDapkry [6]. Ypaxkenns ITHC
y aireit i3 XM cynpoBO/KY€ETbCSI BUKPUBJICHHAM
BOJIOCCS Ta SIBUIAMM TilOMIrMeHTaIlil MIKipH, sTKi
3YMOBJIEHI ~ aHOMAJIbHOIO  CYJIbMTiAPUIOKCHIA-
3010 Ta TUPO3UHA3010, BiAnoBigHo. [ocaimxents
[PU CBITJIOBI MIKPOCKOIIi BOJIOCCS J]a€ 3MOTY
nobauntu 3akpydenHsi Bosoccst Ha 180 rpamycis
HABKOJIO OcCi, TIpoJtidepaltito mapy iHTUMU 3 SIBU-
namMu  (pparMeHTarii - BHYTPIlTHbOI ~ €JIaCTUYHOI
IJTACTUHKH [ 2,5].

Kuriniuni o3Haku XxBOpoOM 3a3Buyail Manide-
CTYIOTb Y HeoHaTaJbHUI 1epioz. /lo paHHiX 03HaK
HaJIe)KaTh TIOTEPMis, TITOTOHIs, TPUBasa KOBTS-
Hutst. [lpogasu ypaxenns 1ITHC, ckpydene pin-
Ke BoJsioccs (hOpMYIOThCs Y 2—3-MiCAYHOMY BIiTli.
AJte B IesTKUX XBOPUX MOJKe criocTepiraTucst ceb6o-
peituii repmatut. I3 yacom Tpuxonomiauctpodis
nporpecye. [lith BiZICTAIOTL y TICUXOMOTOPHOMY
po3BUTKY. XapakTepHi aedopmallii KicTOK depe-
ma Ta TPyOYATHX KICTOK 3 SIBUIIAMU OCTEOTeHii
Ta MaTOJOTIYHUMU MeTadizapHUMU TTepeIOMaMHU.
Crioctepiraetbcs ypaskeHHs O4ell y BUTJIS/II: 3HU-
JKEHHSI TOCTPOTH 30PY, KOCOOKOCTI, 3abapBJIeHHS
paxyskHOI 00OJIOHKU B CHHIiil KOJip, mepudepud-
HOI TITTOMTMEHTAllil CiTKIBKH, TIMOMIa3il CTpOMU
patigyxku. [lopyieHHS CUHTE3y KaTexoJlaMiHiB
yHacTIiI0K JederTy podamin-6era-ripoKcuiasu
MPU3BOAUTD JI0 MOSIBU OPTOCTAaTUYHOI TiIOTEH3Il,
NepioNYHOI BTPATH CBiftoMocTi [d]. YpaskeHHs
[THC gacTo cynpoBO/IIKYEThCS yPAsKeHHSIM Ty H-
KOBO-KUIITKOBOTO TPAKTYy: XPOHIYHOIO Jliape€to,
MHOKWHHUMU JUBEPTUKYJIAMU TOBCTOTO KHIIIEY-
HUKa, IO0JIIIO30M IIIYHKA, XiaTaJbHOIO I'PUIKEIO.
3pijika crocTepiraeTbesd Tenaromeramis. Jusep-
THUKYJIbO3 CEYOBOTO MiXypa IPU3BOIUTL /10 BU-
HUKHEHHS BUCXITHOI 1H(MEKITi Ce90BUIIIBbHOI CH-
CTEMU Ta MOKe 3aKiHuyBaTucs pospuBamu. liTm
3 XM yacTo XBOPItOTh Ha ITHEBMOHI1, MAIOTh KiCTO-
3HI 3MiHU B JlereHax Ta emdizemy [1,14].
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JliarHoCTUYHI [OCJIJKEeHHS, SIKI Aal0Th 3MO-
Ty TiATBepAuTH miarHo3 XM: 3HUKeHHS pPiBHIB
MiJli Ta 1EpyJoIJIa3MiHy B CHPOBATIi KPOBI —
Bi/IITOBiIHO 0-55 MKT /J1T (HOpMa —
70-150 wmxr/mn) i 10-160 mr/mn (Hmopma —
200-450 mr/mr). Ob6epexkHO caij iHTEpHpeTyBa-
TH JIaHl JOCJIKEHDb Y JiTell BiKoM /10 6 MicAIliB,
OCKIJIBKM B HOPMi MOKYTb OyTW 3HVIKEHI IMi T10-
kazauku. OKpiM TOrO, miarHocTHKa XM 6a3yeTh-
Cs1 Ha BU3HA4YeHHi PiBHS KaTeXoJIaMiHIB y ILIa3Mi,
1110 BKasyBaTuMe Ha jediluT nohamin-6eTa-ripok-
cuiasu. BuBdenns 3Min BoJiocest ripu XM BkJodae
MPOBe/IeHHsI CBITJIOBOI MiKpOCKoITii. 3abip Bosoccst
JUIST IOCJTIKEHHS TTPOBOJISITD 13 PI3HUX JIIJITHOK TO-
JIOBH, OCKiJIbBKM He KOKHA BOJIOCMHA MICTUTDH KJa-
cnyHi 3Mian. [IpoBesenns pentrerorpadii KicTok
BKa3y€ Ha TeHepasi30BaHUi OCTeONopo3, Iepio-
cTasbHi miadizapHi peakilii Ta MOTOBIEHHS, Tepe-
JIOMH KiCTOK, 0co6BO pebep [1,4].

[TpoBenentst Giorcii TeUiHKM BKa3y€ Ha HU3b-
KUM BMICT Miji B 11 Tkanmuax. Iliz yac BUB4YeH-
Hs OionTaTiB KUIIEYHUKA Ta KyJIBTYPH KJITHH
mKipHux Gibpo6IaCTiB BUABILIOTH HiABUIIEH] 110-
Ka3HUKU MiJi.

OOGOB’I3KOBUM €  MOJICKYJISIPHO-TEHETHYHE
JOCJIKEHHS, sIKe Tiepenbavyae TecTyBaHHS O
HOTO TeHa Ta BUBYEHHS MYJBTUTEHHUX TTaHeJel.
[MocnigoBuuii aHaniz Britouae anamiz ATP7A
3 HACTYIHUM BujajdeHHsM abo IyIUTiKaIieo
TeHiB, AKIO He 3Hal/IeHO MaTOreHHOTro BapiaHTa.
Ha cproroani mMoskimBa npeHaTajgbHa JiarHOCTHUKA
JUISE KIHOK-HOCITB i3 TipoBeieHHsIM Giorcii Bopcu-
HOK XOPiOHA Ta aHaJIi3 CIIOKUBAHHS Mi/li B KyJIBTU-
BoBaHOMYy (hibpob.racti [5].

EdexTuBHicTh JiKyBaHHS 3aJI€KUTh BiJl TIXK-
kocti zesentii reHa ATP7A Ta fioro 3aJunikoBoro
dyukmionyouoro Oinka ATP7A, Bu3Ha4aeThCst
TAaKUMHU OCHOBHMMM IPHUHIUIAMU: HEOOXiAHICTH
GJIOKyBaHHSI BCMOKTYBAHHSI Mifi, JMOCTYITHICTD
MiJli IK KohaKTOopa 7151 BCIiX KIITUHHUX (DePMEHTIB
i paHHS JiarHOCTHKAa XBOPOOW [IJIsl YHUKHEHHSI
MIPOTPECYIOU0l  HelpojiereHepailii. 3acTocyBaH-
H TIperapatiB Mifli mepopajbHO € HeedeKTUB-
HUM, OCKIJIBKM Miflb TIOTPAIISE B EHTEPOIIUTH.
Tomy msIXxaM BBE/ICHHS Mi/li BOPTaHi3M € BHY TPilil-
HBOBEHHU Ta IMiIIITKIpHUHN. [icTUAMH MiJli € pe3yJib-
tatuBHUM Tipu XM. Posnouare JsikyBaHHs y Billi
110 4 THUZKHIB IIpUBe/ie /10 3MEHIIeHHs 3MiH BOJIOCCS,
MPU3YTTUHUTL TIPOTPecyiouy HelpoiereHepariio,
HOJIIIIUTh KOIHITUBHI  0COOJMBOCTI  OpraHismy.
[Mamient i3 XM motpebye He TIIbKU MeIMKaMeH-
TO3HOTO JIIKYBaHHS, ajie 1 KOMILIEKCHOT (Pi3uvIHOI,
npodinbHOI ITegiaTpuaHOiI JormoMoru. Komiuiekche
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Me/IMKaMeHTO3He JIiKyBaHHs BKJodae BiTamin C
(oOMesKy€e B3a€EMOIIIO MiIi Ta MeTaJOTIOHEIHY),
Bitamin E, mietmiaurtiokapbamar, BipycHY TeHHY
Tepariio, CIpsAMOBaHy Ha roJIOBHUI MO30K [9,14].

JludepentiiitHy iarHOCTUKY TTPOBOJATS 13 CUH-
npomoM notusmdHoro pora (CIIP), nucramprOO
MOTOPHOIO HeiipomnaTieio, gedirrom 6i0THHIIA3H,
cungapomom lonike—bpenens.

Meniana BmkuBaHHS Tpu XM CTaHOBUTH Bifl
6 mic /10 3 pokiB. [Ipuunnamu cmepTi € Iporpecy-
104a HelipoJiereHepartisi ToJIOBHOTO MO3KY, Cy/IMHHI
YCKJIQJIHEHHSI, 3MiHM 3 OOKY IILJTYHKOBO-KUIIKOBO-
TO TPAKTY Ta CEUOBUJIIJIBHOI CUCTEMHU, PecTipaTop-
Hi irdexiii. /leski marienTs ToMUPaioTh PanToBO,
6e3 Oyb-s1K01 ToCcTpOi MeauHoi pobsemn [12].

Panng giarnoctuka XM € CKIaILHOIO, OCKIJIBKU
Ha ChOTOJIHI B YKpaiHi BiZICyTHSI TporpamMa HeoHa-
TaJIbHOTO CKPUHIHTY. YHIKAJIbHICTD I[OTO BUIAJIKY
noJisirae B Tomy, 1o ypakenusi [IHC nposiBsisieTn-
cs Ha paHHIX eTamax 3axBopioBaHHS. [Iporpecy-
oua HeWpojeTreHepallis € KJIAaCUIHOIO KJIHITHOIO
03Hakow XM, BU3HAYa€ HECTTPUATIUBUNA TTPOTHO3S 1
3MEHIIY€E Me/liaHy BUKMBAHHS.

Mema nocnizkeHHS — O3HAHOMUTH TTPAKTUKY -
I04YuX JiKapiB 3 ocobmuBocTsMu ypaskernst [THC y
mutunn 3 XM.

[lociizkeHHsT BUKOHAHO BiITIOBIZIHO /10 TIPWH-
mumiB lembcincebkoi meksaparii. Ha mpoBenen-
HS JIOCHIJI)KEHb OTPUMaHO iH(GOPMOBAHY 3TOMY
6aTbKIiB JIUTHH.

Kainiunuii BUnazjox

Xeopuii M., BIKOM 5 MicsIIiB, TOCIITATI30BaHUI
110 BiJJILIEHHST [ IiTel pAaHHbOTO BiKY 3a MicIleM
[IPOKMBAHHS 31 CKapraMu MaTepi Ha BHUPasKeHY
KBOJIICTb, HAgBHICTb CY/IOM, $IKIi HE KOPUTYIOTh-
cA TPOTUCYZIOMHUMHU TperapaTtaMiu, acuMeTpiio
o6sinyust 3J1iBa, morany npubaBKy y Basi. Bigomo,
IO TUTWHA XBOPI€ BiJl HAPO/KEHHS. 3 TIEPioy Ha-
POJUKEHHST KBOJIWIA, 32 TIEPITUX JIBa TV>KHI HA TPY/I-
HOMY BUTO/IyBaHHi BTpatuB y Baszi 200 r.

JluTnHi CKOpPUTOBaHO XapuyBaHHSA HIJISIXOM
migOMpaHHsd CyMill, MmicjIsg 4oro AMTHHA II0Yaja
Habuparu Bary. Y Bili 3 MicsIiB cTaBcst €rmizon
arHoe, MiCJAd YO0TO 3'SBUJIACS TIOJEHHI CyTOMU
no 3-5 pasiB Ha 00y (rpuBaiictio 10—15 xB),
OJIHOYACHO cIlocTepiranacs ciauHoTeda. /[uruna
TTOBTOPHO JIIKYETHCS CTAI[IOHAPHO 32 MicIleM TPo-
JKUBaHHS. 3aCTOCYBAaHHSI MPOTUCYIOMHOI Tepartil
(penobapobirai, gemnakiu, jgeBonuram) — 0e3 CyT-
TEBOTO edeKTy. 3ari03peHo CHaJKoBe TOPYIIeH-
HsT 0OMiHY pedoBUH. /[UTHHY CIIPSIMOBAHO JI0 BijI-
JJIEHHST MOJIO/IIIOTO TUTUHCTBA 3 OOCTEKEHHSIM Y
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[TenTpi opanHNUX 3aXBOPIOBaHb Ta TeHHOI Teparrii
HACJ «OXMATANT>.

3 BUIINCKYU 3 KapTU CTAIliOHAPHOTO XBOPOTO Bi-
JIOMO, 1[0 Ha MOMEHT TocIiiTasisdaril 10 BijiaeH-
HS CTaH JUTUHM TSKKUN. TOKKICTh CTaHy 3yMOB-
JieHa HEeBPOJIOTIYHOI0 CUMIITOMATHUKOIO: CYTOMU
Yy BUTJIG/I OpaJibHUX aBTOMATU3MiB, KJIOHIUHI CYy-
JIOMU TIpaBOI PYKW, acuMeTpis oOjmuys 3J1iBa.
Benuke TiM'suko — 4%3,5 cM, He HaNpyskeHe, BU-
[IOBHEHe, IIyJibcallisl BiJiIcyTHs. Bupaxkena m’s1308Ba
rinoronis. lonoBy He yrpumye. HagBua 3aTpum-
Ka CTaTO-KiHeTUYHOTO Ta IICHUXIYHOTO PO3BUTKY,
KypuasicTb BoJioccs. Illkipa uyucra, y AijasHI
MPOMEXUHUA — SBUIIA TEJIONIKOBOTO IEPMATHUTY.
[TimmkipHO->KUpoBUii map BuTOHUEeHUH. ToHM cep-
114 TYYHI PUTMIYHI. Y JIereHdIX — JKOPCTKe JANXaHHSI,
xpunu BificyTHi. JKuBiT nmomipro 3aytuii. [ledin-
Ka BUCTYIAE 3-T1iji Kpatio peOepHoi ayTu Ha 3 cM,
ceJie3iHKa He NaJIbIIyETLCS.

3 aHaMHe3y BiJIOMO, IO INTIHA HAPOKeHa Bijl
JPYTOI BariTHOCTI, TIepebir Ha TJIi KPOBOTEYi B TIep-
11 THPKHI BariTHOCTI Ta TOKCUKO3Y B IIEPIIOMY TPU-
MecTpi. 3a MicdAIb 0 HacTaHHS BariTHOCTI MaTH
JUTUHU TiepeHecaa KOBiHy iH(exiio. [lomorn
(izionoriuni B Tepmini 37—-38 TUKHIB, MEKOHIN y
HaBKOJIOTITIIHUX BO/aX. Bara IUTUHY TIpU HAPOJI-
skerni — 2390 1, 3pict — 51 eMm. OrniHKa 3a MKaioio
Anrap — 7-8 6amis. JKoBrsinuune 3abapBieHHS
HIKipy criocTepiranocs 10 4-i 1obu xutrs. Burmm-
CaHMi 3 [MOJIOTOBOTO Bi/iJIeHHsT Ha 6-Ty 00Y.

Cenexmu6Hull CKpuninz cnaodkKkoeux mema-
OonMHUX 3aX680PI06AHD: 32 PE3YIBTATAMY JIOCIIi /-
JKEHHSI BMICTY aMiHOKHCJIOT Ta allJIKAPHITUHIB
y Ccyxill TJIsiMi KPOBI METOZIOM MacCCIEeKTPOMeTpii
aTosorii He BUsABJIEHO. TOHKOIIApOBa XpPOMAaTO-
rpadisg oirocaxapuiiB cevi — CJIi/IA TaJaKTO3! Ta
JIaKTO3u. BusHaueHHs1 KOHIIEHTpaIlil Midi 8 naasmi
Kkposi — 0,17 Mr/J1, KOHIIEHTPAIlil Yepyronia3miny
6 kposi — 0,053 r/m1. PiBenb midi 6 dobosiil ceui —
0,008 mr/24 ron (ropma — 0,012—0,08 mr/24 rox).
Memaboniunuii ckpuninez ceui: npoba Dejinra —
HeraTuBHa, Mpoba BeHennkra — HeraTwBHA, MPO-
6a Ha rimepaMiHOAIMAYPil0 — HeraTWBHA, 1IPoda
3 IUHITPO(EHINTIIPa3NHOM — HeraTWBHA (mMaHi
[lenTpy opdanHNX 3aXBOPIOBAHB Ta TeHHOI Teparrii
HCJT «OXMAT/IUT>).

3a JaHUMU KJAiHIYH020 ma Jaadopamopho-
IHCMPYMeHMANbHO20  00CHIONHCEHHS — BUSIBJIE-
HO Take. Kniniunuii ananis xpogi: reMorjaobiH —
105 /a1, eputponut — 3,19%1012 /1, neiikorurn —
8,5x109/n, mamuukosizepHi Hehtpodinmn — 1%,
cermenrtosifiepui  Heiirrpodimun — 27%, gimdbo-
T — 62%, MoHOIMTH — 4%, TPOMOOIUTH —
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268x109/n1, MBUAKICTD OCITaHHS €PUTPOIUTIB —
8 MM/TOI.

Bioximiune oocaidicenns Kpoei. 3araiib-
HUuil Giok — 55 r/m; OGinipybiH: 3aranbHUN —
12,0 mxMmosb /1, npsavuii — 0 MKMOJIB/JI, HENPsI-
Muii — 12,0 MrMOJb/J; anaHiHamiHOTpaHCche-
paza — 20,0 U/1, acnaprataminorpancdepasa —
30,0 U/1, ceuoBuna — 2,4 MMOJTh/JI, KpeaTUHIH —
16,0 mmoab/a, enekrpositu: K — 59 mmonb/i,
Na— 143 mmob /71, xmopuau KpoBi — 107 MMOJIb /1.
Jlyxna pocdarasza kposi — 629,0 U /.

Tupoxcun einonuii — 1,19 ur/mn (Hopma —
0,89-2,22 ur/nn ), THPEOTPONHUNI TOPMOH —
7,82 MkMO /M (nopma — 0,72—11,0 MM O /mar).

Oocmedicennss Ha epyny 2epneceipycHux
ingpexyini: anrtutina IgG 10 1mTOMEraNoOBipy-
cy (UMB) — 4,7on/mm; antutina [gM no 1IMB
— He BUSBJIEHO; IOJIiMEPa3Ha JIAHIIOTOBA peak-
mig (IIJIP) no IIMB — He BugBJieHO; aHTHUTIIA
IgG nmo Bipycy repriecy mepiioro TUIy — He BU-
asyieno; [IJIP no Bipycy repriecy miocTtoro THUILY
— He BugBJeHo; aHtuTiNa IgG 710 HyKJIeapHOTO
(sinepHoro) antureny E6mreitna—bappa Bipycy
(EbB) — 22,6S5/CO — mno3uTWUBHUI; aHTHUTINA
IgG no xancupnoro antureny EbB — 1,5 S/CO —
nosutuHuii; IIJIP no Bipycy EBB — He Buss-
JIEHO.

Imynoenooyninu xpoei. 1gG — 453 r/n
(ropma — 2,32-14,11 v/n), IgA — 0,17 r/xn
(mopma — 0,00-0,83 r/m), IgM — 0,39 r/xn
(mopma — 0,00—1,45 r/m).

PHK ¢ipycy eenamumy C ma B — ne BusBe-
no. PHK na SARS-CoV-2 — HeratuBHuii (MeTO
oJIiMepa3Hoi JIAHITIOTOBOI PeakKIlii).

Kniniunuii ananiz ceui — 6e3 ocobmBoCTeN.

BioeoEEI. Tpusanicts — 16:35 xB, mig yac
(iziomoriunoro  cuy.  I[lpucytni  apredaktu
y BUIISAA HamapyBanus Miorpamu. DoHOBMIA
3amuc: moJsiMopdHa 6GioeleKTpruYHa aKTHBHICTD
TOJIOBHOTO MO3KY 3 TIePEBaKaHHIM JleJibTa-Te-
Ta-pUTMY 3 HarapyBantsm Oeta. JIOGHO-TTOTHITIY-
HUil rpazieHT 36epexkeHuil. MiXIiBKyJeBa acu-
MeTpisgd — BiJICyTHsI. PeecTpyioTbesi TOCTpi XBUUJI,
nedbopMOBaHi KOMIIJIEKCH, TOCTPa TMOBiJbHA XBU-
JI 10 JIOOHO-CKPOHEBUX BiIBEJIEHHSIX 3JiBa Ta
J06HO-CKpoHeBUX — cripaBa. DyHKITIOHATBHI TIPO-
6u He nposejeHi. Meduunuil 6ucCH0B80K: TaTepH
emnisentucopmuoi EET 3 o3nakamu ne3opranizartii
KiPpKOBOI'O PUTMY.

MPT 201061020 M03KYy. KiCTKOBi CTPYKTY-
pu — 6e3 Buammoi martosiorii. O60I0HKN: CyOIy-
paJibHA TirpoMa JI0OBKOJIA JIBOI TBKYJi TOJIOBHOTO
MO3KY, TOBITUHOIO 10 6 MmM. [lapacaritajbHO KOH-
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BEKCUTAJIBHO B JIOPCAJIBHUX Bijjiijiax JiBOpyd —
TOHKI HalllapyBaHHS MiABUIIEHO] 1HTEHCUBHOCTI
curtasny B TI, Flair, 6e3 oOmexenust mudysii —
BIPOTi/IHO HalapyBaHHsA remocujiepuny (puc. 1).
3Beprae Ha cebe yBary MiJIBUIIEHA 3BUBUCTICTH
iHTpaKkpaHiaJbHUX apTepiil Ha pPiBHI BiJIi31€BOTO
kouia (puc. 2). CepeiHHI CTPYKTYpHU He 3MillleHi.
[TapenxiMa MO3KY: KOPTHKaJbHI GOpO3HHU, JiaTe-
PaJIbHI MIJINHU MAIOTh TUTIOBE PO3TalllyBaHHs, 6e3
ocobsmBocteit. TTiBKysi MO3KY Ta MO30YKY, CHMe-
TPUYHI, cipa Ta OiJa pedoBHHA MO3KY PO3BUHEHI
BiITOBIJTHO IO BiKY, HA IIbOMY TJi BU3HAYAETHCS
obMmeskentst udy3ii Ha PiBHI 30BHINITHBOT KATICYJIH.
lmokammasbHi 30HU: HECUMETPUYHI, 3 ABUIIAMU
MastbpoTartii JiBopy4 (puc. 3), 6e3 cyTTEBOI 3MiHN
iHTEHCUBHOCTI curHaTy 4u Brpatu 06'emy. Mo3o-
JIUCTE TIJIO MPOCTEKYETHCS PIBHOMIPHO MO BCil
posxkuHi. [Inmkomnoniona 3amo3a — 6e3 BUAMMO]
naroJiorii. CToBOYp MO3Ky — 6e3 0coOJUBOCTEN.
OxpiM BUIIEONUCAHUX 3MiH, JiJISTHKU MAaTOJIOTiv-
HOI IHTEHCUBHOCTI CUTHAJTY B TTapEHXiMi 060X TeMi-
cep MO3Ky, y cTOBOYPi MO3KY Ta MO30UKY He Bi3y-
amizytorbcd. Ha cepii DWI ta ADC-kapTti nato-
JIOTTYHUX 3MiH He BugBJeHo. lIlnmyHoukoBa cucte-
Ma: JaTepasibHi HIJIYHOUKHM BiJHOCHO CUMETPHUYHI,
ne posumupeni, IT ra IV nurynouku — 6e3 0co6auBo-
cteil. MizKIIIJIyHOUKOBI OTBOPH Ta BOJIOIIPOBIJ MO3-
Ky 706pe TPOCTEKYIOThCsI, 6€3 03HAK MOPYIIEeHHS
npoxigHocti. CybapaxHoizaibHi mpoctopu Ta Oa-
3aJIbHi IIMCTEPHU BiZIHOCHO PiBHOMIpHI, 100pe TIpo-
CTEKYIOThCSI, BMICT OJHOPIHMIA, 6€3 [IaTOJIOT i uHIX
amin MP-curnany. Cennsipaa 30Ha: TypelibKe Ciji-
JI0 3BUYaiiHOi (hopMU Ta pO3TANTyBaHHS, KOHTYPHU
yitki. [1nodis 3Buvaiinoi popmu, poamipis. CTpyK-
Typu HEUpo- Ta ajieHoTinodizy AndepenIiiooTh-
cs Mixk co6oro. Ctpykrypu opbit: ouni s10/yKa,
M's131 OKa. PeTpobysbbapHi mpoctopu — 6€3 0co-
6smBoCTEll. 30pOBi HEPBU CUMETPUYHI, He 3MiHEHi
3a xo/loM i giametpom. Ha piBHi xiazmu /101aTKOBI
YTBOPEHHs He BidyauidyoTbcda. Mocromosou-
KOBi KyTH cuMmeTpuuHi, 6e3 ocobmmBocreii. CKpo-
HeBl KiCTKM, HaBKOJOHOCOBI Ma3yxu: MiHiMaJbHe
IPUCTIHKOBE IOTOBIIEHHS CJU30BOI 00O0JOHKU
KOMIPOK BEPXHDBOIIEJEITHUX, PelIiTyacTol Masyx,
KOMiPOK COCKOTIOAIOHUX BiZIPOCTKIB OiaTepabHO.
KpanioBeprebpanbHuil 1epexis 3BUYailHOI KOH-
(hirypartii, MurgasuKu MO304Ky PO3MIlleHI BUIIE
BEJINKOTO MOTHJINYHOTO OTBOPY. Meduunuii euc-
HOGOK: TIiJBUINCHA 3BUBUCTICTb IHTPaKpaHiab-
HUX CYJIMHHUX CTPYKTYP, 3MiHU CUTHAJY Ha PiBHI
30BHINIHBOI Karcysu, cybaypaibHa TirpomMa —
PEKOMEH/IOBAHO PO3TJsAAaTi B KOHTEKCTI XM.
He MOX7TMBO BUKJIIOUWTH iHIINI CUHIPOMU IATO-
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Puc. 1. CybaypanbHa rirpoma A0BKOA NiBOI NiBKYJi FOJIOBHOrO MO3KY, TOBLLUMHOKW A0 6 MM. [apacaritanbHO KOHBEKCUTANIBHO B A0P-
casibHUX Bigainax niBopyy BU3HAYaloTbCS TOHKI HalLlapyBaHHS NiABULLEHOI iHTeHCUBHOCTI curHany B Tl, Flair, 6e3 o6MexeHHs andyaii —
BipOrigHO HalLapyBaHHA reMOCULAEPUHY

Puc. 2. MNipsuieHa 3BMBUCTICTb iIHTPaKpaHianbHUX apTepiil Ha PiBHI BiNisieBOro kona
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Puc. 3. ManbpoTauis rinokamna 3nisa

JIOTTYHOI 3BUBUCTOCTI cyaiuH. MambpoTaitis JiBOTo
rinmokamra.

Ananiz cexeenyeanmns i mecm na oeneuiro/
oynaixauito 1836 zenis. O iuH NaTOTeHHNT BapiaHT
inentudikoBano y ATP7A. ATP7A acoriiioBanuii
i3 X-3uerienoio XM, CHHAPOMOM ITOTHJINYHO-
ro pora Ta IUCTAIBHOIO CIHAJKOBOIO MOTOPHOIO
Heilipornarieo. OAWH ajeshb MiBUNEHOTO PUSUKY
inentudikoBano B ABCGS8. Opwn mnaroreHuuii
BapianT igeaTudikoBano y COL18A1. COL18A1
ACOIIMOBAHUI 3 AyTOCOMHO-PEIECUBHUM CUH/IPO-
MoM KnoOsoxa. Takox izentudikosani BapianTu
HeBM3HaueHoro 3HadeHHst (Tabur.). /lerami maro-
rennoro Bapianta ATP7A, nenernia (exson 2—-17),
remisurora. Ileit Bapiant € rpyboio geseiieio re-
HOMHOI JIJISHKH, [0 OXOILTIOE ek30H 2—17 rena
ATP7A, axuii BroJae iHimiaTopHuii KomoH. Ils
JIeJiellist BUXO/ANTH 32 MeXKi JI0CIiIKyBaHOl 00s1acTi
JUIST TIbOTO TEHA 1, OTKe, MOYKEe OXOILIIOBATH JI0/1aT-
KoBi TeHn. OUiKy€eThCA, MO 1l TTPU3BEE /0 Biji-

CYTHOCTI 200 MOMIKOIKEHHs OLIKOBOIO IIPOIYK-
Ty. Bimomo, mo Bapiantu Brpaté dynkiii ATP7A
€ marorenanmu (PMID: 11241493, 20652413).
[Toxi6HMIT BapiaHT KiJIBKOCTI KOl CrIOCTEPiraeTh-
cs1 B 0oci6 i3 XM (PMID: 14635105; Invitae).

Heiipoconoepadpis: napenxiMa MO3Ky IOMipHO
ITi/IBUTIIEHO] €XOTeHHOCTi. 3MIllleHHS CepelMHHNX
CTPYKTYp Hemae. MixkniBry/bHa niiuaa — 10 M,
cybapaxHOIaIbHUN TIPOCTIP — 5,4 MM, HE3HAYHO
posmmpenui, mpaBui — 19 mwm, misuit — 19 mwm,
posmupesi. [ mrynouok — 10 mMwm, posimupeHuii.
[Tybcartist 6azaabHUX CyAMH 3BUYaiiHa. MaJioHOK
3BUBMH 30epekeHuii. ButoHuene MO30J1CTE TiJIO.
XBocrare s1/Ipo JIiBOPYY ITi/IBUIIIEHOI €XOT€HHOCTI.

Koncynvmauis oxynicma: TOPU30HTATHHUN
HicTarM 000X OdYell; BTOPMHHA IepeMizkHa Po30ix-
Ha KOCOOKICTb.

Koncynvmauis dumsuozo neeponoza: ctpyk-
TYpHa €IliJIelcis 3 KIOHIYHUMM HallagaMu, HaOyTa
BHYTPIIIHA Hemrporpecyioya Tifporedastis B TUTH-
Hu 3 XM.

baszywounch Ha KIIHIYHUX JaHUX, TTOKAa3HUKAX
J12a60paTOPHOTO O0OCTEKEHHS, TAHUX CEJTEKTHBHO-
rO CKPUHIHTY CIIa[[KOBUX METabOIYHUX 3aXBOPIO-
BaHb, TOKA3HUKAX PiBHA Mi/li Ta 1IEPYJIOIIa3MiHy B
KpOBi Ta Miji B ceui, ganux MPT ronoBHOTO MO3KY,
BimeoEEI, neiipoconorpadii, anamisy cekBeHyBaH-
HS 3 TECTOM Ha jieJientito/ayrnikaiio 1836 renis,
JIAaHUX CKPUHIHTY, BCTAHOBJIEHO [[iarHO3 — <«XBO-
poba Menkeca, X-34erJieHUIA THIT yCHAKyBaHHSI.
CrpyKTypHa enijierncis 3 TeMiKJIOHIYHUMHI Hama/ia-
mu 6e3 mopyiieHHs cigomocti. Habyrta BHyTpini-
Hs He I[POorpecyloua, He HalpyKeHa KOMIIeHCOBa-
Ha Tigporedarnigd. 3aTpUMKa CTATOKIHETUYHOTO
po3BuTKy. loprusoHTaNbHUI BpPOXKEHUN HicTarm
060x oueiil. Bropurna posbikHa mepeMizkHa KOCOo-
OKICTb».

Tabnuys
AHani3 cekBeHyBaHHS NoNiMOpP@PHNX MapKkepiB reHa

leH BapiaHT 3UroTHicTb Knacudikauia BapiaHTa
ATP7A neneujisa (eksonu 2—17) remisurora naTtoreHHnm
ABCG8 ¢.55G>C (p.Asp 19His) reTeposurota anenb NiaBULLEHOIO PUSKKY
COL18A1 ¢.3514_3515del (p.Leu1172Valfs*72) reteposuroTa naToreHHnin
BRD4 ¢.3766C>T (p.Arg1256Trp) reTeposurota HEBMBHAYEHOrO 3HA4YEHHS
COoQ4 C.679C>T (p.Arg227Cys) reTeposurota HEBMBHAYEHOrO 3HA4YEHHS
ERCC?2 €.946C>G (p.GIN316GIu) reTeposurota HEBW3HAYEHOrO 3HA4YEHHS
IL2RA C.76G>A (p.Asp26Asn) reteposurora HEBW3HAYEHOr0 3Ha4YEHHs
KANSL1 C.2740G>A (p.Asp914Asn) reteposurora HEBW3HAYEHOro 3Ha4YeHHs
KMT2B c. 1412G>A (p.Argd71Gin) reTeposurota HEBW3HAYEeHOr0 3Ha4EeHHHA
LARP7 C.983C>A (p.Ser 328Tyr) reTeposurota HEBM3HAYEHOro 3Ha4YEHHS
MBD5 €.2381G>T (p.Gly794Val) rerepoauroTa HEBWM3HAYEeHOro 3Ha4EHHS
NRXN 1 C.637G>A (p.Gly213Arg) reteposurota HEBW3HAYEHOr0 3HA4YEHHS
SIRT €.998C>T (p.Ser 333Leu) reTeposurota HEBM3HAYEHOrO 3HA4YEHHS
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3 ypaxyBaHHSIM BCTAaHOBJIEHOTO [[iaTHO3Y /-
THUHI TIPU3HAYEHO JIIKYBaHHS: 1H(Y3iHHY Teparriio,
JIeTIaKiH, JeBOIUTaM, JIEBOTPUJI; BHYTPIlTHbOBEHHE
BBeJIeHHS (DIIFOKOHA30Ty, MarHito cyJsbdart, (eHo-
GapbiTas, BaJbIPOEBY KHCJIOTY, KOIEPTICTHINH,
kerpy. /luTuHy BUIIMCAHO 3 PEKOMEH/AIISIMU TPO-
JIOBJKUTHU TIPOTUCY/IOMHY Tepariio, Bitamin C, BiTa-
MiH E, a Takox komIiekcHy ¢i3muny, TpodiibHy
neliaTpPUYHy JIOTTIOMOTY; CTIOCTEPEKeHHS Ta KOH-
cynbraiiii criertiasicramu [leHTpy opdaHHNX 3aXBO-
pioBanb Ta reaHoi Tepanii HIACJI «<OXMATIANT>.

BucuoBku

Otxe, XM € mporpecyiounM MYyJIbTHCHCTEM-
HUM 3aXBOPIOBaHHSIM, B OCHOBI SKOTO JICKHUTD
HOpyIIeHHsT MeTabomi3My Misi, Mae X-3derieHnii
pelecuBHUN TUTT ycHaJKyBaHHd. HespoJsoriuni
IPOSIBU € HaWOIJIbII XapaKTepHUMM KJIIHIYHUMU
O3HaKaMM, sIKi OOTsIKYIOTH Iiepebir i BILIMBAIOTH
Ha Me/liaHy BU:KMBaHHs. HeliponaTtosoriuni 3sMinu
3yMOBJIeHi gedinuTom rutoxpoM C-oKkcumasu, Mo
MPU3BO/IUTH /10 BTPATH KOPTHKAJIbHUX HEHPOHIB
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