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HelipoaereHepauil 3 HakonyeHHsM 3ani3a B Mo3Kky (Neurodegeneration with Brain Iron Accumulation, NBIA) ctaHOBAATE Fpyny PIAKICHMX CNaako-
BVX HEMpOAereHepaTuBHIX 3aXBOPIOBaHb, LLIO XapakKTePU3YIOThCs KAIHIYHOIO Ta FeHETUYHOIO PIBHOMAHITHICTIO, NaTO/OMYHUM BiAKNaAEHHAM 3a-
ni3ay 6a3anbHVX FaHrigx i NPOrpecyYnM ypaKerHAM LeRTpansHOT HepsoBol cnctemn. OaHieio 3 dopm NBIA € HelipoaereHepallia, Nos’'s3aHa
3 B-nponenepHnm Ginkom (Beta-Propeller Protein-Associated Neurodegeneration, BPAN), 3ymoBneHa de novo myTtauiaMmn B reHi WDR45 (takox
BiooMomy a4k WIPI4), po3T1alloBaHOMy Ha X-XPOMOCOMI.

MerTa — Ha niacTasi KniHivHOoro Brunaaky BPAN y AWTUHM 3 NaTOreHHoIo MyTalieio reHa WDR45 3 akUeHTOM Ha KNiHIYHWUIA nepebir y Burnaai eninen-
TUYHOT eHledanonaTii — CMHAPOMY JIeHHOKCca—I acTto npoaHanisyBaTi AiarHOCTUYHI OCOO/IMBOCTI Ta 3HaYEHHA MONEKYNAPHO-TeHeTUYHOro nia-
TBEPAXKEHHS.

KniHiyHnit BUNnapok. O6CTEXEHO AIBUMHKY 6 POKIB, B S1KOI CNOCTEpIranncd apMakopesncTeHTHa reHeTnyHa eninencis 3 4acTuMm TOHIYHVMU
Hanazaamu Ta atnoBumMK abcaHcamn (CHAPOM JTeHHOKca—I acTo), eninenTnyHa eHuedhanonaTia, uepebpansHnidi napaniy 1a BupaxeHa KOorHiTnBHa
HeaoCTaTHICTb. MarHiTHO-pe30HaHCHa TOMOrpadia roNOBHOrO MO3KY BUABWME 3MiHW, XapakKTepHi ANA HaKoNVYeHHs 3anisa. MonekynapHo-reHe-
TUYHE AOCTIDKEHHA IASHTUMDIKYBANO NaTtoreHHy MyTauiio B reri WDR45, Lo A03BONMIO OCTAaTOYHO BepudikyBatu aiarHos BPAN.

BucHoBok. Onvcaruii Bunafok BPAN nigkpec/ioe ckAadHICTb AiarHOCTVKM Yepes reHeTnyHy Ta (heHOTUNOBY reteporeHHicTs. ETionoria cuHapo-
My JleHHoKCa-['acTo € HaaA3BUYaiHO PI3HOMaHITHOIO Ta MOTPEOYE peTenbHOro AiarHOCTMYHOrO NoLWyKy. PaHHa Bepudikauis myTauii reHa WDR45,
IHTErpaLia KAiHIYHNX, HEMPOBI3yanizauiliHyx Ta MONEKYASPHO-TEHETUYHMX AaHNX, @ TaKOX MyNbTUAMCUMNAIHAPHA NiAXIA € KNOYOBMMIN A5 CBOE-
HaCHOI AiarHOCTUKM 3aXBOPIOBAHHS.

LocnimpKeHHs BUKOHaHO BIANOBIAHO A0 NPUHLUMNIB [MenbCiHChKOT Aeknapallil. Ha npoBeaeHHs A0CAIAXEHb OTPUMAHO IHPOPMOBaHY 3rofdy 6aTsKiB ANTHHN.
ABTOPV 389BNAI0Tb NPO BIACYTHICTb KOHAIKTY IHTEpeciB.

Kntouosi cnoBa: HelipoaereHepallis 3 HakonmueHHaM 3ani3a B MO3Ky, Beta-Propeller Protein-Associated Neurodegeneration (BPAN), ren WDR45,
eninencia; cuHapom JleHHokca—lacTo, uepebpanbHuii napaniy, 3aTpuMka pO3BMITKY.
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Neurodegeneration with Brain Iron Accumulation (NBIA) comprises a group of rare inherited neurodegenerative disorders characterized by marked
clinical and genetic heterogeneity, pathological iron deposition predominantly within the basal ganglia, and progressive involvement of the central
nervous system. One of the NBIA subtypes is Beta-Propeller Protein-Associated Neurodegeneration (BPAN), caused by de novo mutations in the
WDR45 gene (also known as WIPI4), located on the X chromosome.

Aim — to analyze the diagnostic features and significance of molecular genetic confirmation based on a clinical case of BPAN in a child with a patho-
genic mutation of the WDR45 gene with an emphasis on the clinical course in the form of epileptic encephalopathy — Lennox—Gastaut syndrome.
Clinical case. A 6-year-old girl was evaluated. The patient presented with pharmacoresistant genetic epilepsy characterized by frequent tonic seizures
and atypical absences consistent with Lennox—Gastaut syndrome, epileptic encephalopathy, cerebral palsy, and severe cognitive impairment. Brain
magnetic resonance imaging revealed findings consistent with cerebral iron accumulation. Molecular genetic analysis identified a pathogenic muta-
tion in the WDR45 gene, providing definitive confirmation of the BPAN diagnosis.

Conclusion. This clinical case highlights the diagnostic complexity of BPAN resulting from its genetic and phenotypic heterogeneity. Early identifica-
tion of WDR45 mutations, together with integrated clinical, neuroimaging, and molecular genetic assessment within a multidisciplinary framework, is
essential for timely diagnosis and optimal patient management.

The study was conducted in accordance with the principles of the Declaration of Helsinki. Informed consent was obtained from the child’s parents.
The authors declare no conflict of interest.

Keywords: neurodegeneration with brain iron accumulation, Beta-Propeller Protein-Associated Neurodegeneration (BPAN), gene WDR45, epilepsy,
Lennox-Gastaut syndrome, cerebral palsy, developmental delay.

isxaapoguuii tepmid NBIA (neurode- mnosnaueHHS KJIiHIYHO Ta TeHETHYHO reT€POTEHHOI
generation with brain iron accumula- Tpyny MpOrpecyOYNX HeNpoereHepaTUBHUX 3aXBO-
tion — HelipojiereHepailisi 3 HAKOMUYEH-  PIOBAaHb, 10 XaPaKTePU3YIOTHCS TTATOJIOTIYHUM Bijl-
HSIM 3aj1i3a B MO3KY) BUKOPUCTOBYETHCS IJIs KJAJEHHIM 3aji3a y CTPYKTypax TOJOBHOTO
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MOo3Ky | 2,8]. HakomyeHHs 3asi3a, epeBakHO B Oa-
3JIbHUX TAHTJIISIX 13 MOKJIUBUM 3aJyYCHHSAM KOPU
Ta MO30YKQ, BUSBJISIETHC i1 000 32 IOTIOMOTOIO Mar-
HITHO-pe3oHaHcHO1 ToMorpagii (MPT) ta € xapak-
TEPHOIO 03HAKOTO HelTPojieTeHepaTHBHIX 3aXBOPIO-
BaHb rpynu NBIA, nommpeHicTh SKUX CTAHOBUTH
1-3 Bumanku Ha MisibitoH Hacesenns [2,8]. Ha cpo-
TOJIHI onrcano monas 15 renis, MyTarlii B SIKUX MpH-
3BOAATH /10 pizHuxX ¢hopm NBIA. Oxnieio 3 Hux
€ BPAN (beta-propeller protein-associated neurode-
generation), 3yMOBJIeHa MyTallisIMU B X-34eIlJICHOMY
reni WDR45 (WD Repeat Domain 45; OMIM
#300894), stkuii Kojrye OLJIOK, 3aTydeHUH y TIPOIeCH
arodarii [2,5,8]. WDR45 (takox Bisomuii sik
WIPI4 — WD repeat domain, phosphoinositide in-
teracting protein 4) HaJeKUTh 10 POAUHM OiJIKIB
WIPI ta mae B-mporesiepHy CTpyKTYpYy, 1o 3a0e3-
neuye 6110k-61/1KOBI B3aemMoil. Xoua TOYHa KJITHH-
Ha pyukiigs WDR45 3anummaetrbes He 10 KiHIS
3’s1COBaHOIO, BiJIOMO, 110 BapiaHTH TeHa 3 BTPATOIO
(yHsKI1ii acortifioBaHi 3 TOPYyIIEHHIM MaKpoaBTO(ha-
rii, BTOPUHHOTO MiTOXOH/IPia/IbHOIO AMC(PYHKITIEI0 Ta
posJiaziamu roMmeocTasy 3aiisa [3]. He3Baxkaoun Ha
Te, 110 KJIACUYHUN JOMIHAHTHUI MeXaHi3M HEeTUIIO-
BU /17151 X-34elJIEHUX 3aXBOPIOBaHb, Y XJIOMUUKIB
i iBYAT criocTepiraloThes MoAiOHI KIiHIYHI IPOSIBY,
110 CBIIYMTD ITPO BIUINB X-iHAKTUBAII Y /KiHOK a00
MO3aili3My Y YOJI0BIKiB [5].

BPAN 6y.1a ommricana sik OKpemMa HO30JI0TiuHa O~
Huis y 2012 poui T.B. Haack ra criBasr., siki 3a j10-
MTOMOTOI0 €K30MHOTO CeKBEHYBaHH: i/IeHTU(DIKyBa-
au de novo narorenni Bapiantu reva WDR45 y
MAIieEHTIB i3 (PEHOTUTIOBO CBOEPiIHOIO (hOPMOIO
X-3uerieHoi JoMiHanTHOI Heliposerenepaitii [5]. {o
MOJIEKYJITPHO-TEHETUYHOI i/IeHTH(IKAIllT 3aXBOPIO-
BaHHS 1151 KJIiHIYHA KapTiHa OyJia BiZioMa I1i/| Ha3BOIO
«cTaTh4yHa eH1edanonaris IUT40ro BiKy 3 HEMpo-
nerenepaitieio y mopocyomy Bitti» (SENDA). Bera-
HOBJIeHHS posi myTatlii WDR45 3ymoBuJio nepe-
77T HO30JI0TiuHO1 Kyaacudikailii Ta BKIIOYEHHS
I[bOTO 3aXBOPIOBAHHSI JI0 CIIEKTPA HelpojiereHepartii
i3 HAKOMTMYEHHM 3aJ1i3a B MO3KY T1ij1 Ha3Boo BPAN
[5,10].

BPAN xapakrepusyeTbcs paHHIM MaHi(hecTyBaH-
HAM Ta crennivHIM HEHPOPO3BUTKOBUM (DEHOTH-
TIOM, ITI0 MaHiecTye B mepiri poku KUTT [ 2,5,8].
ITouarkoBa KiIiHiYHA KapTHHA 3a3BUYall IIPECTaB-
JieHa rI00abHOI0 3aTPUMKOTIO TICUXOMOTOPHOTO
PO3BUTKY 3 MepeBakarounM 1eilluTOM KOTHITUB-
HUX Ta MOBJIeHHEBUX dyHKIIii [2,5,8]. [Topymrents
M’sI30BOTO TOHYCY Ta MOTOPHOTO KOHTPOJIIO CITOCTe-
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pirafoThbcst y O1/IBIIOCTI TAIIEHTIB, €BOJIIOIIOHYIOYH
BiJl paHHbBOI MIIOTOHII 10 CIIACTUYHOCTI, IUCTOHII 60
3MillIaHUX eKcTparipaMiHux po3naiis [4,6,7]. Mo-
TOPHUH TTPO(}iTb AUTUHHU YACTO IMITYE KJIIHIUHI
O3HAKH JIUTSIOTO 11epeOPaTbHOTO Tapasiivy, mpoTe
BiJIPI3BHAETHCS BiIHOCHOIO CTAbIIbHICTIO B JUTHH-
CTBI, 1[0 iICTOPUYHO 3yMOBUJIO MOABY TepMiHa
SENDA (Static Encephalopathy of childhood with
Neurodegeneration in Adulthood) [4,6,7]. Enisnen-
Cisl € 9acTOoIO 1 KJATHIYHO 3HAYYIIO0 CKJIA/I0BOIO (he-
Hotury BPAN y miteii. Hamaau 3asBuyaii ge6rory-
I0Thb Y PAHHBOMY JIMTUHCTBI Ta XapaKTePU3yIOThCI
nosiMopdisamMom (iH(paHTUIBHI clIa3MU, TOHIYHI Ta
MiOKJIOHIUHI Hanaau, atunosi abcancu) [4,7,11].
YV 3HaYHOI YACTHHU TAIIEHTIB efrijencia HabyBae
(bapMakope3ncTeHTHOro Tepebiry Ta acoIiloeThCs
3 PO3BUTKOM €TiIeNITUIHOI eHItedastonarii, 30KkpeMa
3 eBoJiolli€o 10 cunapomy Jlennokca—lacrto
[4,7,11]. TloBeninkoBi Ta HeMPONICUXIATPUUHI OCO-
6JIMBOCTI (Ay THCTHYHI PUCH, CTEPEOTHIII], TOPYIIIEH-
HS yBaru Ta eMOIiHOI PeryJIsllii) TaKoK OmucaHi
y 3HaUHOI KizbKoCTi AiTett 3 BPAN i MoxyTh momiHy-
BaTHU B KJIIHIUHIN KapTUHI Ha paHHiX eTanax [8,9,11].
BPAN xapakrepusyerncst iBodazuum mepedbirom:
cTabLIbHUI HEPOPO3BUTKOBUIA IeIIIUT Y TUTHH-
CTBi 3MIHIOETHCS TPOTPECYIOUNMU PYXOBUMU TTIOPY-
meHHsAMY (TapKiHCOHI3M, ANCTOHIsT, OpajuKiHesis )
Ta KOTHITUBHUM PeTPECOM Y MiJJITKOBOMY YU J10-
pocyiomy Biti [4—6,9]. Came 1151 eBoJIIOIS KITHIYHOT
KapTHUHU € OJIHI€IO 3 KJIIOUYOBUX /1ialrHOCTUYHUX ITi/]-
ka30k /17151 BPAN niput peTpociieKTUBHOMY aHaTi3i.
MPT ros10BHOTO MO3KY € KJIIOYOBUM iHCTPyMeH-
toMm mpiarnoctuku BPAN. Ha pannix eranax gutsido-
ro Biky MPT moxe Oyt Hecrerubiunoo abo me-
MOHCTPYBaTH IIOMipHY IiepebpasibHy aTpodiro, Toi
SIK HAKOTTUYEHHS 3a/1i3a cTa€ GiIbIl BUPaKEHUM i3
BikoM [5,6,11]. Haii6iibir xapakKTepPHUMU € TiTIOiH-
TEHCUBHI 3MiHM B 6a3aJbHUX TaHTJIigX, 30KpeMa
B YOpHIiil cyOcraniii (substantia nigra) Ta 6minii
Kyt (globus pallidus), na T2-3BaskeHUX 300pasKeH-
HAIX Ta B PEKUMaXx, Yy TJIUBUX /0 MArHITHOI CITPUTA-
usarauBocti (SWI, T2*) [5,6,11]. Ocratoune tij-
TBep/uKeHHs MiarHo3y BPAN 3/iiicHIOEThCS MIIISIXOM
MOJIEKYJIIPHO-TEHETUIHOTO aHaJIi3Yy, 10 03BOJISIE
BUSIBUTH I1aTOreHHi a0 HMOBIPHO MaTOTeHHI Ba-
piantu y reni WDR4)5, posTamoBaHoMYy Ha
X-xpomocoMi. ¥ GiIbIIOCTi BUITAAKIB My Tallii BUHU-
KaloTh de 1000, 10 MOSICHIOE CIIOPAAMIHUN XapaKTeP
3aXBOPIOBAHHSI Ta TIEPEBAKHE YPasKeHHsT 0Ci0 JKiHO-
4oi crari [3,4,6,7]. Bukopucrantst ek30MHOTO ab0
TapTeTHOTO CEKBEHYBAHHS CYTTEBO ITiIBUTILYE TMO-
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BIPHICTb paHHBOI JIATHOCTUKM, 0COOJIMBO B JiTel i3
MOETHAHHSM 3aTPUMKHU PO3BUTKY Ta (hapMaKope3uc-
TEHTHOI erriierncii [4,5,8,11].

Mema — na nijictasi kriHigHOTO BUTiasIky BPAN
y INTHHUA 3 TTaTOTeHHOI0 MyTaitieio rena WDR4)5 3 ax-
IIEHTOM Ha KJIHIYHUH 1iepebir y BUTJISI eTTiIen Ty -
Hoi entedasonarii — cuupomy Jlennokca—Ilacto
[POaHaIi3yBaTH JIarHOCTUYHI 0COOJUBOCTI Ta 3HA-
YeHHS MOJIEKYJIIPHO-TeHEeTUYHOTO Mi/ITBEP/IKEHHS.

Kiiniyauii BUnaaox

Jisuunxa H., 2019 poky HapoJKeHHs, 3BepHYJIACs
Ha Kadepy nemiaTpii, IMTSI01 HEBPOJIOTIT Ta MEIUIHOI
peabiniTarii HamioHabHOro yHiBEPCUTETY OXOPOHU
3nopos’st Yrpaiau imeni [LJL. [lynuka (HYO3 Ykpa-
iam imeni [1.J1. [llynuka) 3i ckapramu Ha 1I10/IeHHI Ha-
mazu (710 20 emizozis Ha 100y ): POKaIbHI MOTOPHI JHIC-
TOHIYHI 3 a/IBEPCI€I0 BJIiBO, MiOKJIOHIYHi-aTOHIYHI Ta
aTUIIOBI abCAHCHU B IIEPIOJl HECIIAHHS, TAKOK T1IIOMO-
TOPHI HATTAJIM TiCJIsT 3aCUHAHHS TpUBaJTicTio 710 10 XBU-
JIVH. Y JIUTHHU CIIOCTepiragucs rpyOi mopyeHHst
PYXOBHX (DYHKIIIH: HEMOKJIMBICTB CAMOCTIITHO BCTaBa-
TH, CTOSITH Ta X0AUTH. MOBJIEHHEBUI PO3BUTOK OYB
BiJICY THIH, CITLJTKY BaHHS OOMEIKYBAJIOCS €MOITITHIMI

peakmisMu. Bigsnavasacs BupaskeHa KOTHITUBHA He-
JTIOCTATHICTB, JIiIBYNHKA HE PO3YyMiJia 3B€PHEHY MOBY, He
BUKOHYBaJIa iHCTPYKIIil, irpoBa AisyibHICTD Gista mpu-
MiTUBHOIO. CTaH IMTUHU TIEPIOINIHO MOTIiPITYyBABCS
3 HAPOCTAHHSIM HEBPOJIOTTYHOT CUMITTOMATHKH.

3 aHaMHe3y BiJIOMO, IO IMTHUHA XBOPIE 3 MEPITIOTO
POKY KUTTs. BariTHicTh (11epiiia) Ta moJiorTH mnepe-
6iranu (isiooriyHo, OIliHKA 32 IIKaJ00 Anrap —
8/8 GauriB. ¥ Bii 4,5 MicsIIi IiBYNHKA TTOYAJIA TTEPE-
BepTATHUCS.

[Mepi cyomu BUHUKIN B 6 MIiCSIIIB i TPOSIBUIINCS
K 1IpocTi heOPHIIIbHI CYLOMM, MC/Is 4Or0o OaThKH 110~
MITHJIM 3yIIUHKY PO3BUTKY. CIIOUaTKy PO3BUHYJIOCS
3MeHIIeHHs peakilii Ha Mmamy. Haziami po3BUTOK Bifl-
GyBaBCsl 3 3aTPUMKOIO Ta TIEPIOANYHIMU PErpecamu
HaBu4yoK. Y 10 MicsiiB IMTUHA MOTJIa TIOB3THU T10-
MJIACTYHCBKY Ta YTPUMYBATH CIUHKY B TTACUBHOMY
cuningi. B 1 pik giBumHKa 1moB3ajia Ha KoJliHax i cTo-
st1a OiJ1st OIOPH, IIPOTE CAMOCTIIHO CiCTH, BCTaTH ab0
nepecyBaTUCS B3/I0BXK OMOPHU He Moryia. MoByieHHs
3aJIMIIAJIOCS] HA PiBHI T'yJIiHHSA Ta Jernety. bpaia
irparky, sika mojgobasacs i nmepexjajgana 3 PyKu
B pyKy. Mora nmoksiacTy /1o pota irpaiiky i CMOKTaTu
(3arasipHUI PO3BUTOK BiANOBIaB piBHIO 10 MicAIIiB).
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Puc. 2. TvnoBa kapTuHa cmHgpoma JSleHHokca—IacTo. MNMik-xBuni 3 yactotoro 2 Ny,

[TocTiitHo ipoBoAMIMC peabimiTaltiitii 3aX0/1u
Ta MeJIMKaMEeHTO3He CTUMYJIIOBAHHS PO3BUTKY.
Y Bini 1,5 poky micJis npu3HavYeHHS ITUTUKOJIIHY Ta
npenapary OypuITHHOBOI KUCJAOTH (KOTITYM)
3'aBuincd eninenTtuyni Harmaau. Y 1 pik 10 micsiis
IUTWHA TIepeHecia THEBMOHIO, 1O CIPUYWHUIO
MOBHUI perpec po3BUTKY. [IpoTsarom 2 micAiiis na-
nieHTKa OyJjia IPUKYTa 10 JiKKa; 3r0A0M BIAJIOCS
YaCTKOBO Bi/IHOBUTH HAaBUYKU [TOB3aHHS Ta CifIaHHs,
mpore iHmn GhyHKIII He chopMyBamncs.

XapaKkTepucTHKa enmijleNTUYHUX HamaaiB. Ha
MOMeHT 3BepHeHHd (2024 p.), Hanam MaJIu Xapax-
Tep TOHIYHUX MOTOPHKX Ta aTHIOBKUX abCcaHCIB (10
20 na nens). [Tig gac orssamy 3adikcoBano hokaib-
HUII MOTOPHUI Hama/: a/iBepcCisi TOJOBU BJIIBO Ta
TOHIYHE HANPY’KeHHs KiHI[IBOK TPUBAJIICTIO 70
30 cexyH/1 i3 TOJATBIINM MIPOIOBKEHHAM Tpu. Ta-
KOJK CIIOCTepiTaBcst aTUMOBUI abcaHe — 3yMTUHIIIA
nignpHicTh Ha 30—40 cexyH i3 ikcartieto mormsaay
B OJIHITT TOYIli. AHAJII3 TOMAITHBOTO BiJI€0 Ti/ITBEP-
JIUB TOHIYHI HANla/IN 3 TOJIOKEHHIM PYK y (hopmi
«TOJIOCYBAHHS» Ta TI03U «(DeXTYBATbHUKA» 3 TIOPY-
MEHHSM CBifjoMocTi TpuBasicTio 10 1 xBuauau. Ha-

ISSN 2663-7553 Cyuacua nexpiatpis. Ykpaina 1(153)/2026

pasi yactoTa HamaAiB craHOBUTH 110 10 Ha 106y, Ha-
MaJI1 XapaKTePU3YIOThCS TOJIMOP(hiI3MOM Ta MAlOTh
HACTYITHI TPOSIBU: aKCiaibHi TOHIYHI HaNau: Ipo-
SBJISIOTHCS PANITOBUM iHTEHCUBHUM TOHIYHUM 3TH-
HaHHSM TyJ1yOa Briepes (110 KJiHIYHO Harapy€ «I10-
MITOBX» ), IKE CYITPOBO/IZKYETHCS ABEPCIEI0 TOJTOBU
BJIIBO, MiJ[pia3oM (PO3IUPEHHIM 3iHUII) TA BTPaA-
TOIO CBiJloMOCTi. B okpemMux Bumajikax crocrepira-
I0ThCS allHoe (3yNMHKA IUXaHHS ) TPUBAJICTIO /10
30 cexyna. OmicTOTOHIYHI HAMa/(M: ANTUHA TOHIIHO
BUTMHAETHCA Ha3a/] YO0 (OIICTOTOHYC). ATUIIOB1
abcaHCH: XapaKTePU3yI0ThCs TTePiolaMi BUKJTIOUeH-
HS CBIZIOMOCTIi 3 TOCTYTIOBUM TTOYATKOM Ta 3aKiH-
JEeHHSIM, IKi MatOTh XBUJIENOAIOH I Tiepebir (1epi-
OJIMYHO 3HUKAIOTh Ta 3’ IBJSIOThCs 3HOBY ). ToOTO
KJIIHIYHA KapTUHA Bi/IMTOBi1a€ (PeHOTUTY HETTOBHOTO
cunzapomy Jlennokca—lacro (BizcyTHi aTOHIYHI Ha-
1a/11 ), 1110 HEOTHOPA30BO MiATBEPAKYBAJIOCS TAHU-
mu enextpoeniiedanorpadii (EET).
Heiipodizionoriune obcresxkenns — EET. [loci-
mwrenns 04.08.2021 3adikcyBasio atumnosi abcarcn —
«3aCTUTAHHST» TOTJISIAY, 6€3 T0ATKOBUX MOTOPHUX
dberomeniB, 6e3 naliHHsT TOHYCY, TPUBATICTIO 4, 7 Ta
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Puc. 3. Komnnekcm roctpa-noBinbHa XBUAS, CNarik-noBifibHa XBUNSA Y TOOGHO-CKPOHEBO-LEHTPasbHMX BiABEAEHHAX 3/1iBa, TOOHNX
Ta CKPOHEBO-TIM AHUX-MOTUNNYHNX BiABEAEHHAX CNpaBa, 3 YaCTUMK NposBaMu GinatepanbHOT CUHXPOHI3auil

11 ¢, cuaxponno Ha EET — mosiBa erekTposiekpemen-
TY akTUBHOCTI /10 0,5 ¢, 3 HACTYITHOIO TTOSIBOIO TNy 3-
HOI 10J1IMOPGHOT BUCOKOYACTOTHOI aKTUBHOCTI /10
3—4 ¢, y BUIIa/IKy TPUBAJIIIINX eIi30/[iB — HACTYIIHe
mudysHe BrosiabHeHHs 10 1,5—2 T, i3 GinaTepasib-
HO-CUHXPOHHUMMY PO3PSaMU CITAlK-TTOBIIbHOI XBU-
JIi B niepeiHix Biazinax (10 4—8 ¢). YBi cHi — BigOyBa-
JIoCsl 3POCTAaHHS iHAEKCY emnijenTudopMHOI
aktuBHOCTI 110 90—100% 3arnucy. /locmizkeHHs B 11-
Hamiti 21.02.2022 p. BusiBUIIO /1e30praHisaiiiio 0CHO-
BHOI aKTUBHOCTI, 3 TPOJIOBKEHUM U Y3HUM YIIO-
BUIbHEHHSM, TepioInYHe PerioHaIbHe YIIOBIJIbHEHHI
(hoHOBOI AaKTUBHOCTI B CKPOHEBUX Bi/IBE/IEHHSX, i3
aKIleHTOM 3JiiBa. PeecTpyBasiacs perioHaibHa elli-
sgenTuopMHa aKTUBHICTD Y BUTJISAI MHOXKUHHUX,
MOOJIMHOKUX Ta 3rPyNOBaHUX KOMILJIEKCIB «CIalK-
MOBLJIbHA XBUJISI», <TOCTPA-TIOBIJIbHA XBUJISI» Ta <TO-
CTPUX XBUJIb», i3 9aCTOTOIO 2—4 11, aMIIITiITY/1010 710
600 MxB. AKTUBHICTB JIOKaITI3yBasacsi B CKPOHEBUX
BijiBe/IeHHSX OiTaTepaIbHO-ACHHXPOHHO 3 AKIIEHTOM
3J1iBa, TIEPIOANYHO — 3 IPOSIBAMU BTOPUHHOI Gijtare-
PaJIbHOI CMHXPOHI3aIlii B IOOHO-CKPOHEBUX Bijlijiax.
CWHXPOHHUX KJITHIYHUX TTPOSIBIB HE CIIOCTEPITranocs,

HaITaJIu i) 9ac 3ammmcy He 3apeecTpoBaHi. [Haekce eri-
JienTuOpPMHOI aKTUBHOCTI cTaHOBUB 110 50% 3artucy.

Hocaimxenns B nunamiii Big 08.02.2024 p. Bus-
BIJIO iKTAJIbHY eMiyIenTi(OPMHY aKTUBHICTB ITi/] 4ac
ToHiYHOTrO Hanaxy Tpusaiictio 90 c. Kaptuna na
EET mana Bursisi reHepasri3oBaHol ITBUIKOI aKTUB-
HOCTI 3 TpaHchOpMaIli€lo B KOMILJIEKCU «TeHepaJTi-
3oBaHa cnaiik-xsussi» (GSWD) i3 wacrororo 1,5 I,
1[0 CYTIPOBO/IKYBAJIOCS IBOOTYHIM HATIPY KEHHSIM
M’s13iB. Takoxx Gynu 3adikcoBaHi aTumosi abcancn
3 IKTAJIbHOIO KAPTUHOO y BUTJISI/I TeHePaTi30BaHoOi
mik-xBuJti actoroio 1,5 [ KiriHiYHO criocTepiraau-
st (hiKcarlist MoTJIsIiy B O/IHIM TOYIII TA JIETKi TOXUTY-
BatHs Tynyba (puc. 1-3). DoTocTUMYJIsIIisT TTPO-
BOKYBaJIa KJIiHIYHi Hamau.

Heiiposizyamisamiiine o6creskennss (MPT ro-
J0BHOTO MO3KY). MPT nposenene B 2023 p. (Hi-
MeYUMHA) He BUSBUJIO 3HAUYIUX 3MiH. Y 2025 p.
B Ykpaini Bukonano MPT 3a crangapTHuM Ta erri-
JIEITUYHUM TTPOTOKOJIAMU Ha arapati HOTYKHICTIO
marnitHoro noJist 1,5 T (pexxumu: T2W cor/ax, sag
3D T1W, FLAIR FS cor/ax DWT (b0/1000),
ADC, T2W, T1W _IR).
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ITix wac gocimkeHHst 6yJI0 BUSBJIEHO TIOMipHE
CUMEeTPUYHE CTOHIIEHHS 00’eMy TapeHxiMu
TiM STHUX YaCTOK, II[0 CBiIYMJIO0 ITPO aTpodiuHi 3MiHU.
Y minssHKax BHYTPINIHIX KalCyJ Ta CUMETPUYHO
3 060X GOKIB y AiISTHKAX YOPHOI CyOCTaHIIT BU3HA-
yaJjacs 3MiHa CUTHAJY y BUIJISIL OTO 3HU)KEHHS
(rimoinTeHcuBHicTh). Jlani 3MiHu Oy/Iu HAHGIIBIIT
BUPakeHUMU B pesknmi SW, 1110 BkazyBasio Ha Ha-
SIBHICTb BiJIKJIaJIeHb 3aJ1i3a (TI0Ka3aHO CTPLIKaMU Ha
puc. 4, 5). Takox BizyasizyBaocs IOMipHe CTOH-
HIEHHSI MO30JIMCTOTO Tija. [HIMNX MaTOJIOTIUHUX
CTPYKTYPHUX 3MiH rOJIOBHOTO MO3KY He BUSBJICHO.

MouekyasipHO-TeHETUYHE TOCTiKeHHs. [1i1 yac
obcreskents B HiMeuurHi BUSIBJIEHO TIATOTEHHY MY-

Puc. 4. Herposisyani3auiviHi xapaKTepucTUKmn NporpecytoYyorl cTagil
BPAN (MPT, 2025 p.): nomipHa andysHa atpodis niBKynb (HePBOHI
CTPINKK) Ta FiNOIHTEHCUBHWUIA CUrHAN Y AiNSHLI YOPHOT CyOCcTaHLjl
i 61ignX Kynb, WO BiANOBIAAE HAKOMMYEHHIO 3a5i3a (CUHI CTPINKK)

Puc. 5. HelipoBisyanizauiliHi xapakTepucTuku nporpecytoyoi ctagil BPAN (MPT, 2025 p.)
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taitito B reHi WDR45, 1110 € XapaKTepHUM JIJis1 Hel-
POJieTeHePaTUBHOTO 3aXBOPIOBAHHS 3 HAKOTINYEH-
HaMm 3aJsiza B Mo3Ky (BPAN). /lana maTtosioris
MPOSTBJISIETHCA eHIle(asonaTielo pO3BUTKY Ta elli-
JICTICIEIO B IMTSYOMY Billi, a B ZIOPOCJIOMY — IIPOrpe-
CYIOUMMU TIIEPKIHETUYHUMU TA IUCTOHIYHUMH T10-
PYILIEHHSIMHU, 1110 TIOBHICTIO BiZINIOBi/]a/I0 KJIiHIUHIN
KapTuHi marieHTky. [1i1 9ac TeHeTHIHOTO TeCTYBaH-
Hs1 6aThKIiB MyTallil B HUX HE BUSABJIEHO, 1110 I ITBEpP-
mKye de novo xapaktep BUHUKHEHHSI TEHETUTHOTO
nedexTy B IUTUHMU.

JlikyBan#s. [larienTka oTpumMyBaJia JiKyBaHHs
pisHuMu ipotuHanasosumu npenapatamu (1THIT),
i3 KOPOTKOUACHOIO [TO3UTHBHOIO JMHAMIKOIO; 1Iepedir
3aXBOPIOBaHHS XapaKTepu3yBaBcs MepioilaMu 3aro-
CTPEHHS Ta Bi/[THOCHOTO TIOKPAIIEHHSI.

Meprmuit [THII y Bimi 1 pix 8 mic. mpusnaueHmit
BaJIbIIPOAT HATPil0 (MOHOTEPATIid TTPOTSATOM MicCs-
1151), 3ro/IoM — JieBeTupartieram. [logaspir cripobu
migi6paru [THIT 6ysn needextruBarmu. [Tomasmbiii
cripobu migbopy Tepariii 6y/u HeeekTUBHUME. Bu-
KOPHCTOBYBAJIHCA Pi3Hi KOMOiHaIIii Tpenaparis, mme-
PEBAKHO TUX, 1110 BITUBAIOTh HA HATPIEBI KAHAJIN:
kapbaMmaserit, JJakocaMijl, CyJIsTiaM, OKCKapOaselriH,
a Takoxk BirabaTpuH, ¢heHoOapOiTan Ta GeHsomiaze-
ninu (kaobasam, giasenam, migazosam). Coiz miz-
KPECJINTH, IO CTPATETis JIIKyBaHHS CIIOYATKY OPi€H-
TyBaJacs Ha (oKaJbHMII XapakTep Hamaiis, 6e3
ypaxyBaHHS TUTIOBOI /71T cuHApoMY JlenHokca—Iac-
to EET-kaprunu (6isaTtepasbHO-CUHXPOHHI Ta Te-
HepasizoBaHi mK-xBuiboBi marepan 1,5-2 Ir). Ile,
IMOBIpPHO, CIIPUYMWHSLIIO arpaBarliio (IIOCUJIeHHS ) Ha-
Ha/iB [Py 3aCTOCYBaHHI 6JI0KaTOPiB HATPIEBUX Ka-
HautiB. HeowikyBaHum GyJ10 TOTIpIIeHHS 1 HA JTaMO-
TPUPKWHI Ta TOIIpoMari, TOOTO Ha Ipernaparax, aKi
BKJIIOUEHI B IPOTOKOJI JIIKyBaHHs CUHpOMY JleH-
Hokca—lacTo. 3okpema, y suctomnazi 2023 p. yepes
MiCSIb ITiC/IsI BBEJEHHS KOMOIHAIT IaMOTPUIZKUH
+ BirabaTpWH BUHUKJIN aTUITOBI aOCAHCH.

Y kBiTHi 2024 p. micsis BigMing KoMOiHaIi1 1amMo-
TPUUKUHY Ta BirabaTpUHy Ta MPOBEECHHS TIYJIhC-
Tepariii JlekcaMeTasoHOM Ta TabJIeTOBAHUM IIPe/[Hi-
30JI0HOM BIPOZOBXK 2 Mic atunoBi abcaHcu
KYITipyBaJuCs, a YaCTOTAa TOHIYHUX HATa/liB /110
3MeHInIacd. PaHilile Teparisi CHHAKTEHOM TaKOXK
MaJjia MMO3UTUBHUM e(eKT, TO/li SIK TOpMOHATIbHE JTi-
KyBaHHs B HiMeuunsi 6yso 6espesysbratamm. [To-
BTOPHA MyJIbC-TePaIlisd MPEHI30JI0HOM B YKpaiHi
(Bepecenb 2024 p. Ta TprpazoBo BiaiTKy 2025 p.) n0-
3BosiiIIa 1ocsArTr 50% KOHTPOJIIO Ha/l HATlalaMU Ta
YCYHYTH abCaHCH, TIPOTE 3araIbHUIT CTaH i ICHXOMO-
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TOPHUI PO3BUTOK 3a/ulIanucs 6e3 AuHaMiky. 3a-
raJibHUil cTad i po3BUTOK 6e3 auHamiku. [Tapes 1mo-
cTymnoBo HapocTtaB. ¥ 2024 p. naiieHTka npuiimana
BirabaTpuH, JeBeTUpaleTaM Ta Ki1obaszaM y MiHi-
MaJIbHO-CEePEIHIX TePATEBTUYHUX /103aX Oe3 BUIN-
Moro edekTy; crrpobu 301IBITITH 103U TPU3BOMIIH
10 TIoripieHHs crany. /lonatkoBe BBe/IeHHS TOIipa-
MaTy CIPOBOKYBAJIO TIOYACTIINIAHHS TA TTOJIOBXKEHHS
aTunoBux abcanciB (10 1 XB), MOSABY MiOKJIOHI ro-
JIOBU Ta aKCiaJbHUX TOHIYHUX HANA/iB (3TMHAHHS
Briepen) 110 30 c.

Panie autuaa otpumyBasia Birabarpun 750 Mr
(25 Mr/KT), ajie BpaXOBYIOYH HAasIBHICTh aTUTIOBUX
abcaHciB, MPUIHATO piteHHs fioro BiaminuTu., Ha-
pasi quTuHa npuiimae neBetupameram 1200 mr
(45 mr/kr) Ta Basbpoat Hatpito 700 mr (25 Mr/KT)
Ha 7eHb. CUTYyaTUBHO TIEPiOAMYHO MaMa BBOJIUTH
JliazeraM peKTaJbHO 5 MT Ta Kj106a3aM Ha Hid 2,5 MT.

Hamazin abcomioTHO pe3nucTenTHi 10 Teparii, Tomy
MPUIHSATO PIillIEHHS MiA0MPaTH TIPOTHHATIAJ0BY Te-
pamiio 3 ypaxyBaHHSM 3arajJbHOTO CTaHy 3/10POB’S
JIUTUHA, BPAaXOBYIOUH COH, alleTUT Ta 3aTajJbHY aK-
TUBHICTH Ta 3/[aTHICTh IPOBOAUTH peadimiTaliiiini
3aHATTS 1[O/IEHHO He3Ba)Kaloun Ha HasIBHICTD Halla-
niB. HeoOxigHO migkpecanTu, mo moTpibHo migbu-
paTH IPOTHHATIAI0BE JIiKYBaHHS TAKKM YHHOM, 11100
came JIiIKyBaHHS He TOTiPITyBaJiO CTaH IUTUHM,
i MeTa JIiIKyBaHHs 1le MaKCUMaJIbHA a/IallTallisl /10 pi3-
HOI aKTUBHOCTI IUTUHU, & HE TIJIbKYU IIPUTTUHEHHST
HamaiB 6y/1b-KOI0 1iHOI0. OG0B’ SI3KOBO JIIKYBaHHS
MPOBOIUTH B KOMAH/Ii 3 [EAiaTPOM JIJist 0OTOBOPEHHS
COMATUYHOTO CTaTyCy AUTUHHU.

Kuiniune HeBpoJsioriute 06CTeKEeHHs BUSIBUIIO:
CTaH XPOHIYHO TSKKUN 32 PAXYHOK BUPYKEHUX KOT-
HITUBHUX TIPOGJIEM Ta TSKKUX PYXOBUX MOPYIIEHD.
Komynixkartist 3 Mamoro MiniMasbha. [paeTbes irpari-
KOIo MpUMiTUBHO. YepenHa iHHepBaIlisl — IICEeBO-
OysrbbapHuil CUHAPOM. AKTHBHI PyXu 0OMesKeHi:
rOJIOBY TPUMAE, B PyKaxX X0PeoaTeTo3 He3HAUHU T,
JIMHaMiyHa aTakcig. Cama He CTOITb, OIIOPU HEMAE.
Bupaxkenuii cnacTuuH1U Iaparapes B Horax, Bapyc-
Ha YCTaHOBKA CTOII, KOHTPAKTYPH TOMIJIKOBUX CY-
ri06iB. CUANTH cama 3 HOTaMU CXpenieHuMu y (hop-
Mi W. TeTb i3 omnomororo i Tibku 1eperepry ixy.
Bara — 30 kr.

BpaxoBytouu ckapru, aHamMHes, 1aHi HeHpoBi3y-
aJrizaiii Ta 0co6JIMBO FeHETHYHOTO aHAJII3Y BUCTAB-
JIeHUH 3aK/I04Huii giarHo3: Heliponerenepatusue
3aXBOPIOBAHHA 3 HAKOIIMYEHHSAM 3271132 B MO3KY
BHacaizok myTaitiii reny WDR45. Enneanonaris
po3BUTKY. PesncrenTHa reneTnyHa emnijerncis 3 yac-

ISSN 2663-7553 Modern pediatrics. Ukraine 1(153)/2026



YntanTe Hac Ha canTi: https://med-expert.com.ua

TUMU TOHIYHIMHY HallaJ[aM¥ Ta aTUIIOBUMHU abcaH-
camu. Cunznpowm Jleanokca—Tlacro. Eminentuuna
eniedanomnaris. [epebpanbHuii mapasiv, 3mima-
HUI BapiaHT (CIIAaCTUKO-aTaKTUIHU ). Bupakena
KOTHITMBHA HEJOCTAaTHICTh. Helopo3BUHEHHS MOB-
JIEHHS.

O6roBopenHs

Pesynpratu Hanioro KJIiHIYHOTO CIIOCTEPEsKeHHI
JEeMOHCTPYIOTH CKJIQIHICTD IIarHOCTUYHOTO TOTTYKY
npu BPAN, oco6:11Bo Ha paHHiX eTarax, KO CHMII-
TOMATHUKa IMITy€ CTaTUYHI HEUPOPO3BUTKOBI MTOPY-
ImeHHd Ta emiJsenciio. [lamienTka cmocrtepiramacs
3 OCHOBHUM /IiaTHO30M <E€IIJIeIICisgy 1 KJAIHIYHO Bij-
nosiziana Kputepisam cunapomy Jlennokca—Ilacro,
KU XapaKTepu3y€eTbes MoJAIMOpOHUMY HaTla[aM1
(TOHIYHUMU, ATOHIYHUMHU Ta ATUIOBUMHU
abcarcamu) ta tunoBuMu EET-3MiHamMu — 110BiJTb-
HUMM CIIAHK-XBUJIbOBUMH KOMILJIEKCAMU 3 YaCTOTOIO
2-2,5 T [1]. 3a3naueHni kiiHiuHi Ta esexTpodizio-
JIoTi4Hi 03HAaKM OyJIM BUSIBJIEH] Y ITPEICTABJIEHO] 1a-
mienTku. KpiMm Toro, 1anuii eniienTuIHui CHHIPOM
ACOIIIOETHCS 3 EIJIENITUYHOIO eHIledasIonaTieio po3-
BUTKY, IO CYTIPOBOIKYETHCS MTPOTPECYIOUNM 3HU-
JKeHHSIM KoTHITUBHUX QyHK1i [1]. BogHOUac eTio-
Jiorist cunpomy JleHHokca—IacTo € rereporeHHOIO,
1110 3YMOBJIIOE€ HEOOXIIHICTD MOCTIITHOTO TOMIYKY
MePBUHHOI MPUYUHU PO3BUTKY eTiJjiencii y JiTel,
a He 0OMEKEHHSI BCTAHOBJICHHSIM JIUIIE KJTIHIYHOTO
niarnosy [1,4,11]. Ile Mma€ mpUHIIMTIOBE 3HAYEHHS
JUISE TPOTHO3YBaHHSI 1epebiry 3aXBOPIOBAHHS, BH-
60py TAaKTUKH JIKyBaHHS Ta OIIHKY SIKOCTI KUTTS
naiienTiB. /{o BifoMuX €TioJIOTIYHUX YNHHUKIB CUH-
npomy JlenHokca—IlacTo HasexkaTh reHETUYHO 3y-
MOBJIEHI MTOPYIIEHHSI HEHPOHAIbHOI 30YAIUBOCTI
(xanamonartii), mucGyHKITiS HeipOMeIiaTOPHUX pe-
IEeNTOPiB Ta iHIN MOJEKYJIIpHI MexaHizmu [1].
¥ npezacraBienomy BUIIJIKy BCTAHOBJIEHO, 1110 (e-
HoTuIl cuHapomy JlenHokca—lacTo € KIiHIYHUM
ITPOSIBOM Pi/IKICHOTO HelpojiereHepaTuBHOIO 3aXBO-
PIOBAHHS 3 TOPYIIEHHSM KJIITHHHOTO MeTaboTi3My
Ta HAKOIIMYEHHSIM 3aJ1i3a B TOJIOBHOMY MO3KY —
BPAN (beta-propeller protein-associated neurode-
generation) [3,4].

3rifHo 3 (hyHIaMEHTATBHUMU JIOCTI/PKEHHAMU
T.B. Haack Tta ciiBast. (2012) 1 S.J. Hayflick Ta crmi-
BaBT. (2013), B OCHOBI aTOTeHE3Y JiesKaTh MyTallil
B reri WDR4)5, axi mopymnyioTs mpotiecu aBTodarii,
10 TPU3BO/IUTH JIO TPOTPeCY0U0i HelipoiereHepaitii
[5,6]. Kniniunuii mepebir y Haimoi naieHTKku, 1o
XapaKTepu3yBaBCs MOEMHAHHAM 3aTPUMKHU PO3BU-
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TKy Ta (hapMaKOpe3UCTEHTHOI eriyerncii (CUHAPOM
Jleanokca—TacTo), BifiMoBiaB JaHUM, HaBeJEHUM
y poborax BKazaHUX aBTOPiB [3,4,8].

Heiiposisyasizaliiiiti 3MiHU, BUSABJIEHI Y JIUTHU-
HU, € BUCOKOCTIETTN(DITHIMH /71T 3aXBOPIOBAHD I'PY-
mu NBIA, mpoTe Ha paHHIX cTaAisgX 3aXBOPIOBAHHS
BOHU 4acTo BifcyTHi [7]. Criouatrky MPT mosxke
JIEMOHCTPYBATH HOPMAJIbHY KapTUHY ab0 HeCTIeIu-
(biuni aTpodiuni 3mMiHwM, i TUIE Yepes TeKiIbKa PO-
KiB CTalOTh TOMITHUMU TTATOTHOMOHIYHI O3HAKHU
[4,7]. Ak 3aznauatorh M.C. Kruer Ta cmiBasT.
(2012), Bukopuctanusg crnenuivyanX peXUMiB
MPT (SWI ta T2*) € KpuTU4HO BaKJIUBUM,
ockinbky 3Budaiini T2-3BaskeHi 300pakeHHsT MO-
JKYTb He IEMOHCTPYBATH HaKONIMYEHHS 3aTi3a Ha
PaHHIX cTafgigx 3axBopioBanHs [7]. Hamr Bunaok
nixrBepaus te3y A. Belohlavkova ta cmiBaBrT.
(2020) 1po Te, 1110 HOPMAJIbHI MOKAa3HUKN MeTabo-
JIi3My 3aJli3a B CUPOBATIlI KPOBI HE BUKJIIOYAIOTD
HlOT0 MaTOJIOTIYHOTO BiIK/JIa/IeHHST B 0a3aIbHUX TaH-
raigx [2]. JABodasnuit xapakTep 3aXBOPIOBAHHS,
omucannii y mparsx Gregory & Hayflick (2021),
€ TOJIOBHUM /i epeHIiaJbHO-/[IarHOCTUYHUM Map-
KepowM, 1110 103BoJige Biapisnutu BPAN Bix /{1111
[4]. BukopucTaHHs €K30MHOTO CeKBEeHYBaHHS y Ha-
MIOMY BUIIQ/IKY JI03BOJIMJIO CKOPOTUTH «JliarHOC-
TUYHY OJliccero» Ta 3a0e3MednTH POJUHY TOYHOTO
indopmarieo o0 nporuosy. e ysromxyerses
3 BUCHOBKAMM 6araTbOX JIOCJiHUKIB, SIKi HAr0JI0-
NIyTh, MO0 PaHHS ifleHTUdIKAIIS MyTaIlii
WDR45 103BOJISIE YHUKHYTH HEOOIPYHTOBAHUX
IHBa3MBHUX JOCJI/PKEHD i 30cepeIuTICS Ha CUMII-
TOMATUYHINA TATPUMII Ta TPEU3iTHOMY MOHITO-
punry [4-6,9,11].

BucHoBok

Ipymna Heliposerenepariiii i3 HAKOTTMYEHHSIM 3aJTi-
3a B rosioBHOMY M0O3KY (NBIA), 30xpema denorun
BPAN, xapakTepu3y€eTbcs 3HAUHOIO KJITHIYHOIO Ta
TeHEeTUYHOIO TTOIIMOP(GHICTIO, TII0 CTBOPIOE CYTTEBI
MEPENTKOIN JIJIsT CBOEYACHOI BepuiKallii 3aXBOpIo-
BaHHS. BiZICyTHICTh TATOTHOMOHIYHUX O3HAK CHJlE-
O3y Ha paHHIX eTarax HelpoBi3yasisailii Ta Bapia-
GesTbHICTD 1e0I0TY CUMITTOMIB aKIIEHTYIOTh yBary Ha
BAKJIMBOCTI BIIPOBA/IPKEHHS KOMIIJIEKCHOTO MYJIBTH-
TUCTIATITIIHAPHOTO MTPOTOKOJTY AiarHOCTUKA. CIrift
3a3HAYUTH, 1[0 TPUUNHOIO PO3BUTKY EMIJIETTUYHOTO
cutzipomy Jlennokca—Tacro y aiteit Mmexe OyTu He-
HipozereHepailis 3 HAKOITUYEHHSIM 3aJ1i3a, 110 PiIKO
OTIMCYETHCS B JIITEPATYPi; 11€ 1 CTaJIO MiICTABOIO /I
IMiITOTOBKY i€l CTATTI.
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YerinHa JiarHoCTHKA B TAKUX BUMaIKaX 6a3y€ThCsT
Ha iHTerpartii NpUITiIbHOI KIIHIYHOI OIIHKY HEHpPOo-
PO3BUTKOBOTO MTPOMIJI0 3 BUCOKOTEXHOJIOTTUHIMUI
METO/IaMU MOJIEKYJIIPHO-TEHETUYHOTO aHasti3y. Bera-
HOBJIEHHST TOYHOTO TEHETUIHOTO JIiarHO3Y € KPUTUY-
HO Ba’KJIMBUM HeE JIWIIIE JJIsT TPUITMHEHHS «/liarHOC-

REFERENCES/JIITEPATYPA

TUYHOI ojticcei», a i [71st hopMyBaHHs 00’ €KTHBHOTO
MIPOTHO3Y Ta MePCOHAJTI3AIli] TepareBTUYHOI CTpaTeTil
7S TIAIIEHTIB i3 piKicHNMEU (hopMaMu HefposiereHe-
PATUBHUX PO3JIA/IB 3 eMIENTHYHUMU ITPOSIBAMU.

Aemopu 3aa61510mv npo Gi0CYMHicms KOH@LIKMy
iHmepecis.

1. Amrutkar CV, Lui F. (2025). Lennox-Gastaut Syndrome. In Stat-
Pearls. StatPearls Publishing.

2. Belohlavkova A, Sterbova K, Betzler C, Burkhard S, Panzer A,
Wolff M et al. (2020). Clinical features and blood iron metabo-
lism markers in children with beta-propeller protein associated
neurodegeneration. European journal of paediatric neurolo-
gy: EJPN: official journal of the European Paediatric Neurology
Society. 28: 81-88. https://doi.org/10.1016/j.ejpn.2020.07.010.

3. CongY, SoV, Tijssen MAJ, Verbeek DS, Reggiori F, Mauthe M.
(2021). WDR45, one gene associated with multiple neurode-
velopmental disorders. Autophagy. 17(12): 3908-3923. https://
doi.org/101080/15548627.20211899669.

4. Gregory A, Hayflick SJ. (2021). Neurodegeneration with brain
iron accumulation disorders overview. In M.P. Adam, D.B. Ever-
man, G.M. Mirzaa, R.A. Pagon, S.E. Wallace, L.J. H. Bean, KW.
Gripp, & A.S. Amemiya (Eds.). GeneReviews. University of
Washington, Seattle. URL: https://www.ncbi.nlm.nih.gov/books/
NBK121988/.

5. Haack TB, Hogarth P, Kruer MC, Gregory A, Wieland T, Schwar-
zmayr T et al. (2012). Exome sequencing reveals de novo
WDR45 mutations causing a phenotypically distinct, X-linked
dominant form of NBIA. American journal of human genetics.
91(6): 1144-1149. https://doi.org/10.1016/j.ajhg.2012.10.019.

6. Hayflick SJ, Kruer MC, Gregory A, Haack TB, Kurian MA, Houl-
den HH et al. (2013). B-Propeller protein-associated neurode-

generation: a new X-linked dominant disorder with brain iron
accumulation. Brain: a journal of neurology. 136; Pt 6: 1708-1717.
https://doi.org/10.1093/brain/awt095.

7. Kruer MC, Boddaert N, Schneider SA, Houlden H, Bhatia KP,
Gregory A et al. (2012). Neuroimaging features of neurodegen-
eration with brain iron accumulation. AJNR. American journal of
neuroradiology. 33(3): 407-414. https://doi.org/10.3174/ajnr.A2677.

8. LeviS, Tiranti V. (2019). Neurodegeneration with Brain Iron Ac-
cumulation Disorders: Valuable Models Aimed at Understand-
ing the Pathogenesis of Iron Deposition. Pharmaceuticals. 12(1):
27. https://doi.org/10.3390/ph12010027.

9. Okamoto N, Ikeda T, Hasegawa T, Yamamoto Y, Kawato K et al.
(2014). Early manifestations of BPAN in a pediatric patient.
American Journal of Medical Genetics Part A. 164(12): 3095-
3099. https://doi.org/10.1002/ajmg.a.36779.

10. Paudel R, Li A, Wiethoff S, Bandopadhyay R, Bhatia K, de Sil-
va R et al. (2015). Neuropathology of Beta-propeller protein
associated neurodegeneration (BPAN): a new tauopathy. Acta
Neuropathologica Communications. 3: 39. https://doi.
0rg/10.1186/s40478-015-0221-3.

1. Wilson JL, Gregory A, Kurian MA, Bushlin I, Mochel F, Emrick L
et al. (2021). Consensus clinical management guideline for
beta-propeller protein-associated neurodegeneration. Devel-
opmental Medicine & Child Neurology. 63(12):1402-1409. Epub
2021 Aug 4. doi: 101111/dmcn.14980. PMID: 34347296.

Binomocri npo aBTopis:

CreueHko TeTsHa IBaHiBHa — nikap AMTAYKIA HEBPONOT, K.Mea.H., AoL. Kad. neaiaTpil, AMTAa4ol HeBponorii Ta MeanyHoi peabinitauiil HYO3 im. M.J1. LWynwvka.

Appeca: M. Kniis, Byn. loporoxuubka, 9; Ten.: +38 (044) 4121068. https://orcid.org/0000-0002-9490-3782.

Hasap OkcaHa BacuniBHa — nikap AnTs4mnii HeBPOor, K.MeA.H., oL, 3aB. kad. neaiaTpii, AnTAYoT HeBponorii Ta MeanyHol peabinitauii HYO3 Ykpainu im. M.J1. Lynuka.
Appeca: M. Kuis, Byn. [loporoxuubka, 9; Ten.: +38 (044) 4121068. https://orcid.org/0000-0003-1807-9872.

Lium6an AxHa FOpiiBHa — nikap antaunii Hesponor, PhD, acncteHT kad. antaunx xeopo6 HHIMO 3anopisbkoro gepxxaBHOro Meanko-thapMaLeBTUYHOMO yHIBEpCUTeTy.

Appeca: M. 3anopixoks, 6ynbB. Mapii MpumayeHko, 26. https://orcid.org/0000-0002-6125-2776.

Knumosuy KatepnHa MukonaisHa — nikap AUTAYMIA HEBPOOT, aCUCTEHT Kad. neaiaTpil, AMTaYol HeBponorii Ta MeguyHol peabinitauii HYO3 Ykpainu im. M.J1. Lynuka.
Appeca: M. Kuis, Byn. [loporoxuubka, 9; Ten.: +38 (044) 4121068. https://orcid.org/0000-0003-1807-9872.

CratTa Hagiiwna ao pepakuii 14.12.2025 p., npuitHata ao aApyky 08.02.2026 p.

188

ISSN 2663-7553 Modern pediatrics. Ukraine 1(153)/2026



WORLD THROMBOSIS DAY
&) 130CTOBER

LLlaHoBHUU KONero!

Mwn nparHemo nigBnWnTK 0BI3HAHICTL NPO TPOMOO3, BK/OYAYM NOr0 NPUYMNHN,
GakTopn pU3nKy, CUMNTOMU Ta O0OKA30BY NPOdiNakTunky i fikyBaHHs. 3peLuToln, MU
nparHemMo 3MEHLUTM CMEPTHICTb Ta iHBaNiAHICTb, CIIPUYNHEHY LM CTAHOM.

Hawa micia nigTpumye rmobanbHy Uinb BcecBiTHbOI Acambei 0XOPOHM 300POB'A
LLLOJ0 CKOPOYEHHS NepeavyacHOi CMEPTHOCTI Bif, HEIHPEKLLIMHMX 3aXBOPIOBaHb HA 25
BiacoOTKiB 00 2025 poky.

DonyyanTtecb! 30epexemo 340poB'a HaLil!
OOGi3HaHui1 cborogHi — BpATOBaHUM 3aBTpa!
Pazom mu cuna!

EYES () PE N 10 THROMBOSIS

wtd-ukraine.org




IX MDKHAPOOHWM KOHIPEC

. 18-19 nuctonaga 2026 online

Ahtibiotic_: resistance STOP!

CTivikicTh 40 aHTUOBIOTVKIB 3POCTa€E A0 3arpPO3/IMBO BUCOKUX
PIBHIB Y BCbOMY CBITi. HOBi MexaHi3Mu .CTilikOCTi 3'9B/IStOTbCS
I MOLUMPIOKOTLCS BCIOAM, CTBOPHOKOYM NepeLuKoan 4151 J1iKYBaHHS ;
PO3rNOBCIOAXEHUX IHPEKLINHNX 3aXBOPIOBaHb

- World Health Organization *

-

ANTIBIOTIC

RESISTANCE

Po3BUTOK HOBUX aHTUOIOTMKIB Ma€E Haa3BMYaMHE 3HAYEHHA, OCKiNbKU
€BOJI0LiS MiKpODOIB NPOAOBXYyBaTUMETbCH 6€3nepepBHO, a PE3UCTEHTHICTb 40"
nikapcbkunx 3acobiB 3pocTac.

Mpobnema aHTMOIOTUKOPESNUCTEHTHOCTI cTana rmnobanbHUM BUKJINKOM
CbOrogeHHda. [efI0BHOIO IMOro MPUYMHOID BBaXalTb HepauioHasbHe
3acTocyBaHHS aHTUbaKTepianbHOI Tepanii. i

Tox nig 4ac BcecBiTHbOro TWMXKHA MOIHHOPMOBAHOCTI NPO AHTUBIOTUKN,
B YKpaiHi TpaguuinHo 6yae npoBeaeHo

V mibxHapoaHui koHrpec «Antibiotic resistance STOP!»,

KM 00'eQHaE NpOoBIOHWX. CreujanicTis MeauyHoi ranysi onsa po3podku
cTparerii KOHTPOJIO PO3BUTKY aHTUBIOTMKOPE3NCTEHTHOCTI

antibiotic-congress.com



