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HeoratanbHi cynomm (HC) € cknagHoto KNiHIYHO0 Npo6AeMoto, WO NoTpedye WBUAKOIrO BCTEHOBNEHHS AIarHO3Y | NPU3HAYEHHS NaTOreHEeTUYHOrO
NIKYBaHHSA. Y pajl BMnaaKkis nepeodir Takoro CUHAPOMY MOXe Oy TV aTUMNOBKMM, LLO YCKNBAHIOE AIarHOCTMKY | BUMArae 3aCTOCYBaHHS MONEKYNADHO-
FEHETUYHVX MeTOAIB.

MerTa — Ha niacrasi KIIHIYHOrO BUNaaky NpoBeCcTu aAndepeHuinHmii giarHo3 HC i nipuaokcrnHsanexHor eninencil (NA3E) B HeoHaTanbHWiA nepios
0719 CBOEYACHOMO MPU3HAYEHHA NaTOreHETUYHOMO MTIKyBaHHS, LLO 3a0e3neuye KNiHiYHy cTabinizadiio Ta 3anodirae nporpecyBaHHIO eninenTUyHoOI
eHuedanonaril.

KniHiuHuii BUNnapok. OnncaHso ANTYHY 3 MNOKCUYHO-FeMOPariYHmM ypaKeHHAM FOI0BHOIO MO3KY, Y KOT Oy TOHIYHI CYA0MU, MIOKNOHIT Ta iHhaH-
TWNBHI CNasmu, PE3UCTEHTHI A0 NPOTUHaNaA0BOl Tepani ((heHo6apbitan, Banenpoart, BirabaTpmH, KNoHasenam, NpeaHi3onoH). Ha enektpoerueda-
norpadii (EEI) BisyanisoBaHO KapTuHY Any3HOT eHueanonatii 3 rincapuMieto. 3a pesynstatamMmy MONeKyNAPHO-reHeTUYHOro AOCIAXKEHHSA BU-
AB/IEHO FTOMO3UTOTHUIA NAaTOreHHWIA BapiaHT C./96C>T (p.Arg266%) y reHi ALDH7AT I nigtBepaxeHo giarHo3 [NMA3E. 3aBagku kopekui’ Tepanii is
3aCTOCYBaHHAM MIPUAOKCKHY, TOPMOHOTEpanii Ta nesetvpaLeramy AOCATHYTO KOHTPOMO CYA0M, NOAIMWEHHSA CBIAOMOCTI, 30POBOro 30CEPEeXeH-
HS Ta eMOUIMHOI peakTUBHOCTI. Ha KOHTPObHNX EE | MArHITHO-pe30HaHCHI ToMOrpadil BiA3HaYEHO NO3UTUBHY AVHAMIKY.

BucHoBkW. Cy1OMHIIA CHOPOM Y HOBOHAPOAXKEHWX CANiA ANPEPeHLIIoBaTU 3 FTOCTPUMI CMPOBOKOBAHVIMU Hanaaamu, 3yMOBIEHVMY NeprHaTa bHo0
naToNOrIEID FOTOBHOIO MO3KY, | A€60TOM eninencil. KniHivHmi Bunagok onucye atnnosuii nepedir MN13E B HeoHatanbHOMY Nepioal Ta NiagKPec/ioe
BaX/IMBICTb CBOEYACHOMO 3aCTOCYBAHHA MOMTEKYIAPHO-TEHETUYHMX METOAIB ANA BCTAHOB/IEHHS TOYHOIO AiarHo3y. CBOEYaCHe NpU3HaYeHHd ni-
PUOOKCUHY 3a6e3Mnedye 3HaUHe KiHIYHE NOoINWeHH:A Ta 3anobirae NporpecyBaHHIo eHuedanonartir.

JocniokeHHsa BUKOHaHO BiANOBIAHO A0 NPUHLMNIB [ enbCiHCLKOT AeknapaLii. OTpruMaHo IHhOpMOBaHy 3rofy 6aTbKiB ANTHHW LWOAO y4YacTi B 40-
CIIAXEHHI.

ABTOPU 3a9BNSI0Tb MPO BIACYTHICTE KOHMAIKTY iIHTEpeCiB.

KntouoBi cnoBa: HeoHaTa bHi Cy0MU, NIPUAOKCHH3aNexXHa eninencis, iHanTuabHi cnasmu, ALDH7AT KniHIiYHWA BYNnaaok
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Neonatal seizures (NS) are a complex clinical problem that requires rapid diagnosis and pathogenetic treatment. In some cases, the course of such
a syndrome may be atypical, which complicates diagnosis and requires the use of molecular genetic methods.

Aim — based on a clinical case, conduct a differential diagnosis of NS and pyridoxine-dependent epilepsy (PDE) in the neonatal period in order to
prescribe timely pathogenetic treatment that ensures clinical stabilization and prevents the progression of epileptic encephalopathy.

Clinical case. We present a newborn with hypoxic-hemorrhagic brain injury who developed tonic seizures, myoclonia, and infantile spasms resistant
to standard antiepileptic therapy (valproate, vigabatrin, clonazepam, prednisolone). An electroencephalography (EEG) revealed diffuse encepha-
lopathy with hypsarrhythmia. Molecular genetic testing identified a homozygous pathogenic variant c.796C>T (p. Arg2667) in the ALDH7AT gene,
confirming PDE. Adjustment of therapy with intravenous pyridoxine followed by oral administration, combined with prednisolone and levetiracetam,
resulted in cessation of seizures, improvement of consciousness, visual fixation, and emotional reactivity. Follow-up EEG and magnetic resonance
imaging confirmed positive dynamics and stabilization of the patient’s condition.

Conclusions. This case illustrates an atypical course of PDE in the neonatal period and highlights the importance of early molecular genetic testing
for accurate diagnosis. Timely administration of pyridoxine ensures significant clinical improvement and prevents disease progression.

The study was conducted in accordance with the principles of the Declaration of Helsinki. Informed consent was obtained from the child’s parents to
participate in the study.

The authors declare no conflict of interest.

Keywords: neonatal seizures, pyridoxine-dependent epilepsy, infantile spasms, ALDH7AI, case report.

Beryn

CEHOIO TIMMOKCHYHO-iIIeMiuHOIO eHIledasonaTi€eo,

eoHaTaJIbHUM BiK € IePiooM i3 HallBU-
1010 YACTOTOIO CY/IOM TIOPiBHSIHO 3 iHINNU-
MU TTePioIaMU JKATTS AUTUHU. BisbIricTh
CYJIOM HEOHATAJIbHOTO TIEPIOLY € CUMIITOMATUIHUMU
(rocTpuMHU CITPOBOKOBAHNUMM ) Y 3B’SI3KY 3 TIepeHe-
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BHYTPillIHbOUYEPEITHUMU KPOBOBUJIMBAMU, BPOJIsKe-
HUMU 1 HaOY TUMU 1H(EKITAME, CTPYKTYPHUME aHO-
MastissMu (TTyXJIMHAMU, BPOJIZKEHUMH Ba/laMy PO3BU-
TKY), 1110 cTanoBuTh 80—85% ycix cyzom y mepiii
28 n1i6 sxurTst [ 1]. MeHIiy 4acTKy CyZIoM HEOHATAb-
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HOTO BiKy 3aliIMa€ TaKOK IPyIa HEOHATAJIbHUX elli-
JIETICiH, sIKa 4aCTO XapaKTEePU3YETHCS CYJOMaMHU, 1110
He TI/JIAI0ThCST KOPEKIIil TipermapataMu BUOOPyY Tpu
HEOHATAJIbHUX CY/IOMax i MOTpeOyIoTh CBOEYACHO]
mudepeHtriitHoi giarnoctuky [1].

[leckpurtopu cy/1o0M BU3HAYAIOTHCS T1€PEBAKHOIO
KJIIHIYHOIO 03HAKOIO Ta MOJIIII0ThCSI HA MOTOPHI
it HemoTOpHi. /[ndepentiiiiHa giarHOCTUKA TPOBO-
InThcs Mixk HeoHaTasbauMu cygomamu (HC), mo
BUHUKAIOTH K TOCTPUIN CIIPOBOKOBAHWH HaIla/l Ha
TJIi IEPUHATATBHOI TATOJIOT1] TOJI0BHOTO MO3KY (Ti-
MOKCi1, KPOBOBUJINBY, METAOOTIYHUX TTOPYIIEHD ),
i cMHIPOMaM¥ erriJTerncii 3 1e610ToM y TIepiojii HOBO-
HAPO/IKEHOCTI [S].

[lo rpynu HeoHaTaIbHUX CILJIEIICii HaleKaTh ca-
MOJIIMITYIOU1 erijienicii HeoHATaJIbHOTO BiKY, IO
€ MIPOTHOCTUYHO CHPUATIUBUMHU, Ta €MiJIeITUUHI
eH1easonaTii pO3BUTKY: 3aXBOPIOBAHHS, TIPU SIKUX
CIIOCTEPITAIOTHCS TOPYIIEHHS PO3BUTKY, TOB’I3aH1
SIK 3 OCHOBHOIO €Ti0JIOTIE€I0 He3aIesKHO BiJl eriJier-
TH(HOPMHOI AKTUBHOCTI TaK 1 3 EMIJIENTUIHOIO eHITe-
danonariero (puc. 1) [2,5].

Taxosx € Tpyma CuHIPOMIB 3i crierudiaHo0 eTio-
JIOTI€10 (CUMIITOMATUYHUX EITiJIETICIT ), TIOB’A3aHNX
i3 Bpo/pkeHnME ieekTamMu MeTabo Ti3My; HallbisTbIin
HOMIUPEHUMHY Cepe/l TUX, 10 AeOI0TYI0Th Y HeOHa-
TAJbHOMY Billi, € KAHAJIONATIi, BITaMiH3aJIE€XKHI Cy/10-
MU 1 Cy/IOMU, TTOB’s13aHi 3 /1eDiIUTOM TpaHCIIOPTepa
rioko3u 1-ro Tamy [2].

I1i BapiaHTH Cy/10M TOTPEOYIOTH MOJIEKYJISIPHO-
TeHeTUYHOTO JIOCJIi/KeHHS 3 METOIO BCTAHOBJIEHHS
OCTATOYHOTO JIIaTHO3Y, O/IHAK Y 3B’513KY 3 TPUBAJIIC-
TI0O BAKOHAHHS TAKOTO TECTYBAaHHS B CbOTO/IHITITHIX
pearigax i mpu BUCOKIN YaCTOTi CY/IOM Z[iaTHOCTUY-
HUIi IOIIIYK IIPOJIOBXKYETHCS 10 OTPUMAHHS KiHIle-
BOTO pe3yJibraty. ¥ nudepeniliiidiii AiarHoCTUII
JI0TIOMArae i XapaKTepucTHKa KIiHITHOTO 11epediry
CyJIOM, 1 esieKTporpadiuHi XapaKTEePUCTUKNA CAMUX
cymom Ta (hOHOBOI aKTUBHOCTI Ha eJleKTpoeHTeda-
sorpadii (EET), a takosx npusHauenss ad juvanti-
bus npemaparisB, CKEPOBAaHUX HA MOJKJIUBI JJAHKU
narorexnesy cyzom [1,2].

OHuM i3 TaKUX PiZIKICHUX CYZIOMHUX CUH/IPOMIB,
SIKi BAHUKAIOTh Y HEOHATAJIIBHOMY T1€Piojli, a TAKOK
Yy PAaHHBOMY JIUTSAYOMY Billi, € I PUIOKCUH3ATIEKHA
emiserncig (Pyridoxine-Dependent Epilepsy
ALDH7A1 - PDE-ALDH7A1), cipuunnena gedi-
muToM (pepMeHTy anbda-aMiHOAIeTTi HOBO1 HATTiB-
aspjerigaeriporedasu (10 KOAYETHCI TEHOM
ALDH7AT1), Takosx Bijomo1 sk aHTUKBITUH (ATQ)
[3]. Heditur 11poro hepMeHTY mOPyIIye MeTaboIi3M
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Puc. 1. Knacudikauig HeoHaTtanbHUX CYAOM 3rigHO
3 HacTtaHoBamu International League Against Epilepsy [5]

JII3UHY, 1110, CBOEIO Y€PrO0, HETaTUBHO BILIMBAE HA
0OMiH HipUgIOKCHHY i fioro moxigHux [ 3].

ITipunoxkcunsanesxna eminencig (PDE) xapaxre-
PU3YETHCS Cy/IOMaMU, SIKi IIOraHo /10 ThCs Tepartil
MPOTUHAIA0BUMU TIpernapaTamMu, aje KJIiHIYHO Ta
eslekTporpadiuHo pearyioTh Ha BeJIUKi MMOIEHHi 1031
nipugokcuny (Bitaminy By). Ile cTtocyeTbesa Beboro
(heHOTUTIOBOTO CIIEKTPA, KU BAPIIOETHCS Bifl KTa-
crunoi g0 arunoBoi hopm ALDH7A1-acomiiioBanoi
PDE. PosymoBa BificTaJIiCTh € TOMMPEHUM SBUIIEM,
ocobsmBo 1ipu kaacuuiit hopmi PDE [4].

[Tpu knacwuniit popmi PDE cynomun mounnaiors-
CSI TIPOTSITOM TTEPITNX TYKHIB-MiCSIIIB JKUTTS. TutIo-
BUMU € TIPOSIBU TPUBAJIUX CYIOM 1 PEITU/IUBHI €11i30-
/i eNJIEITUYHOTO CTATYCY; TaKOK TPAILJISIOTbCS
PeIuMBHI caMoJIIMITYI0Ui 1107111, 30Kpema, (hoKaib-
Hi Ta TeHepaJli30BaHi Cy/IOMU, aTOHIUHI CY/IOMU, Mi-
OKJIOHIYHI cy/loMH Ta iH(baHTHIbHI criazmu. Ejnex-
TporpadiuHi CyJOMU MOKYTh BUHUKATH Oe3
KJTIHIYHUX TPOSBIB [4].

3a arunosoro nepebiry PDE Moy Th criocrepira-
THUCS CYJIOMHU 3 I1i3HIM [10YaTKOM, 110 TOYMHAIOTHCSI
y Bitli Bij1 6 Mic411iB 10 3 POKiB, Cy/IOMHU, SIKI CIIOYAT-
Ky pearyioTb Ha IPOTUHAIIA/I0BI ITpenapaTu, a ToTiMm
CTAIOTh PE3UCTEHTHUMH, CYyZIOMHA B PAHHbOMY BITIi,
SKi He pearyioThb Ha [ipUJ0KCHH, ajie 3T0/I0M KOHTP-
OJIIOIOTHCS TTIPUAOKCUHOM Yepe3 KijibKa MiCsIliB,
a TaKO’K TPUBAJI iHTEpBaN 6€3 cyoM (<5 MicsIiiB),
110 BUHUKAIOTD TS IPUTTMHEHHS 3aCTOCYBaHHSA
M PUIOKCUHY.

Jliarros PDE mizospioeTrbes B ipoban/ia 3 cymo-
MaMu, 110 pearyioTh Ha BBEJIeHHs mipuiokcuny. /lia-
THO3 BCTAHOBJIOETHCS B TIPOGAH/IA 3 BIIITOBI THIMI
KJIHIYHUMK O3HaKaM Ta Oiajie/IbHUMU aTOTeHHU-
mu (ab0 WMOBIPHO MTaTOTEHHUMM) BapiaHTaMu
ALDH7A1, inentudikoBaHUMU 32 0OTIOMOTOIO MO-
JIEKYJISIPHO-TEHETUYHOTO TECTYBaHHS.
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Puc. 2. EEl" Ha MOMeHT rocnitanisauii

[TaTorenernuHa Tepariist morpedye A0BIYHOIO 3a-
CTOCYBaHHS MIPUIOKCUHY; PIZIKICHICTD IIbOTO PO3-
JIajly Tepeliko/Ka€e IPoBe/IeHHIO KOHTPOJIbOBAHNUX
JOCJIJIPKEHD /111 OLIHIOBAHHA ONTUMAJIbHOL JO3U.
Mizxnapouuii koHcopitiym PDE npornionye kiiniy-
Hi IPaKTUYHI peKOMeH/allii, y SKUX PajsiTh 103U
MiPUIOKCUHY 3aJIeKHO Bifl BiKy (HOBOHapOJKe-
HuM — 100 mr/n06y; Hemosssitam — 30 Mr/Kr /100y,
makcumyM 300 Mr/mn00y; AiTAM, AT TKaM i Jopoc-
M — 30 mr/kr/no6y, makcumym 500 mr/m00y) Ta
3MiHU B JII€TI, CIIPAMOBaHI Ha 3MEHIIIEHHS CITOKU-
BauHs si3uHy. [1[006 3am06irTi 3arocTpeHHIO KJTiHIY-
HUX CYZIOM i/ab0 eHiiedasonarii 1mij yac rocTporo
3aXBOPIOBaHHsI, 100OBY /103y MPUIOKCUHY MOKHA
HOZIBOITH ITPOTSITOM KiJIBKOX /110 [4].

Mema nocniykeHHs — Ha MMiJCTaBl KIIHIYHOTO BU-
naziky mpoBectu qudepenttiianii fiarno3 HC i PDE
B HEOHATAJILHUH TIEPioJI /IJisi CBOEYACHOTO TIPU3HA-
YeHHsI TATOTeHETUYHOTO JIIKYBaHHs, 110 3a0e31euye
KJIHIUHY cTabirizaiio i 3amobirae mporpecyBaHHIiO
emiIenTyHOI eHtiedaonarii.

[ocaipkeHHs: BUKOHAHO Bi/IITOBIZIHO JI0 TPUHITN-
niB lesbcinepkoi gexknapaitii. OTpumano ingopmo-
BaHy 3T0/ly 6aTbKiB IUTUHU IIO/I0 YYACTi B OCJTi-
JKEHHI.

Kiiniynuii BUnaaok

Huxue HaBeieHo KIiHIYHUN BUTIAIOK Audepen-
LIMHOI IIarHOCTUKY Ta II01AJIbIIOTO BEJIEHHS Talli-
enrta 3 ALDH7A1-aconiitoBanoo PDE, aka ne6io-
TyBaJla B HEOHATAJIbHUM TIEPio/L.
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[utuna napopskena Bij IV Baritnocti, 11 mosoris.
[IBi momepeiHi BariTHOCTI B MaTepi 3aBEPIIUIINCS
BUKHU/IHEM Ta aHTEHATATHHOIO 3aribeIio 10/,
Omnwmcana BaritHicTb epebirana Ha 1.1 anTrdocho-
JIITITHOTO CUH/IPOMY B MaTepi Ta JIiKyBaHHS acIipu-
HOM.

ITosoru camocTiiini, HaBKOIOILIIHI Boan 6e3-
6apsHi, 6e3BoHMiT epiox — 0 roauH, 6e3 yeKaj-
HeHb. Y TI0JIOTOBIH 32Tl IepPBUHHA PeaHiMallis HOBO-
HapO/KEHOT'0 He IIPOBe/IeHA.

Y nepiry 100y JKUTTs Bi[3HAYEHO MOTIiPIIEHHS
3araJibHOTO CTaHy AWUTWHU Yy BUTJS/I TOHIYHUX
cynom 3 arHoe. ITpusHauyeno denobapbirai, 6e3
YiTKOTO e(heKTY, 3T0/IOM JIOJITAHO JIeBEeTUPAIEeTaM.

J/lutuny nepeBeieHO /10 Bi/IiJIEHHS TOCTIHTEH-
CUBHOTO JIIKyBaHHS 1 BUXO/)KyBaHHSA TIepeluacHO
Hapo;prenux miteit (BITJIBITH/L) 3i 36epexenHsim
eJIEKTPOKJIHIYHUX cyoM Ha 13-Ty 100y KUTTS,
npusHayeHo ¢peHobapbiTam i JeBeTHpaieram, Ha
EET 3adikcoBano esleKTpoKIiHIYHI (MIOKJIOHIYHI)
cyznomu (puc. 2). 361iIbIIEHO 03y JIeBeTUPALIETAMY
110 60 Mr/kr/m00y, oHak 6e3 uiTkoi AnHaMiky. Bpa-
XOBYIOUH BificyTHiCTb uHaMiku Ha EET, o teparii
JIOJIAHO T PUOKCUH BHYTPIllTHOBEHHO (B/B) 50 MT
X 2 pasu Ha 100y. TaKOK BUSABJIEHO HU3BKUI PiBEHb
(homieBoi Kuca0TH Ta TpU3HAYEHO (HOJTIEBY KUCIOTY
B 11031 50 MKT/100Y.

Y HeBpOJIOTIYHOMY CTaTyCi HA MOMEHT TOCITiTasTi-
3a11ii BUSBJIEHO Take: cTaH (hi3ioJOTIYHOTO CHY;
CIIOHTaHHA PYXOBa aKTUBHICTDb 3HUKEHA; BPO/XKEH1
pedrexcu 36epeskeHi, TOMiPHO MTPUTHIYEH]; TOHYC
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Puc. 3. MPT Ha 10-Ty o6y nepebyBaHHs y BigaineHHi (03.09.2025): A — caritanbHuii 3pi3, pexum T2; b — akcianbHuii 3pis,

pexum T2; B — caritansHuii 3pi3, pexum T1.

noMipHUH, (PIeKCOpHMIA, HeOHATATbHU, CUMETPHY-
HUH; CyX0KUJIKOBI pediekcu cumerpuyni. Ha i
[POTUHAIAL0BOI Teparrii — O1/IbIll aKTUBHUI, 30pOBe
30Cepe/KeHHS, TT0SIBA aKTUBHUX PYXiB.

Ha 10-Ty 106y niepebyBanHs y BiiileHHI BUKO-
HAaHO MarHiTHO-pe3oHaHcHY ToMmorpadio (MPT)
TOJIOBHOT'O MO3KY, 3a Pe3yJIbTaTaMU K01 BUSBJIEHO:
O3HAKH TATOCTPOro TPOMOO3Y BEPXHBOTO CariTaib-
HOTO CUHYCY; 3MiHU 6a3a/IbHUX SI/IEP, TOP3aTbHIX
TPaKTiB MOKPUIIKU MOCTA, CEPETHHOTO MO3KY, 1110
TPaKTOBAHO SK IMOCTTIMTOKCUYHI 3MiHU, OTHAK He 3a-
nepeyeHo AnucMetaboiTHOTO reHesy; TOHKI Hala-
PyBaHHS TeMOCUIEPUHY 110 0O0JTOHKAX; 3MiHU CHT-
HaJy Bij 61101 peYOBUHU BEJMKHUX ITiBKYJIb
(Y KOHTEKCTi HE3PLIOCTI, MAJIOBIPOTiTHO TTOCTTITIO-
KCHYHOTO TeHe3Y ), HeBUPakeHe 3MeHIIeHHsT 00’ eMy
MO030YKa, CTOHIIIEHHS MO30JMCTOTO TiJIa; eTexialb-
He BKJIIOUEHHSI TeMOCHU/IEPUHY B JIiBill MiBKYJI1 MO-
304Ka, CyAMHHOMY CILJIETeHHI MpaBoro 6ivHOTO
nuIyHouka (puc. 3).

Ha taii npusnavenoi Tepariii mipujioKCUHOM He BU-
SBJIEHO YiTKOI IIO3UTUBHOI IMHAMIKH, a MICJIS 101~
BaHHA oJIaTy BiJI3HAYEHO YaCTKOBO TTO3UTUBHY
mrHamiky. Bizmineno gpenobapbitar.

Ha xonrposnbuomy EET BusiBI€HO TO3UTUBHY -
HaMiKy (AUTWHI — 47 TUKHIB TOCTKOHIIETITYaJTbHOTO
Biky (IIKB)). 3a Tm:xeHb 3acTocyBaHHS BUIIleHABe-
neHoi kombinartii (sieBetupareram (60 mr/xr/mno0y),
MipUIOKCHH, (PoJIaT) y IUTUHY TIOBEPHYJINCH €Mi30/11
TOHIYHOTO HAMPY’KEHHS HECITOKOIO, 9iTKO He (hiKcy-
Bastocst kopeJsaii 3 EET ognak na ennedasorpami —
HEraTuBHA JIMHAMIKa.

Kninigyno mapokcusmMu BUTASAAIN SIK TOHIUHI
CYyJIOMU, OJIHAK Y 3B’SI3KY 3 BiZICYTHICTIO 4iTKOI
kopeJisanii 3 EET emizoau po3iiiHeHO TaKOX SK
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eKCTparipamiiHi po3Jaau, BpaXxoByIOUN yPaKeHHS
6azanpHux sizep 3a ganumu MPT. Bpaxosyoun
MOTipIIeHHSA CTaHy AUTUHU, 0 Tepalii [0gaHo
BaJILITPOAT, ajie BiIMiHEHO TipUI0KCHH i hoJiat.

Ha i 3acTocyBanHs BaJablpoaTy Biji3HAYEHO
JaCTKOBUHM MO3UTUBHUIN edeKT, HE BUSBJIEHO
TOHIYHUX CY/IOM i3 JlecaTypalli€to, OJTHAK BiIMi4€HO
eri30/11 HEeCIOKO0I0, KPUKY, IO PO3IiHEHO SK
60JMbOBUN CUHIAPOM, MPU3HAYEHO CeAallilo,
BUKOHAHO 000cTeKeHHs. JIIKBOPOAMHAMIUHKUX
MOPYIIEHD 32 JaHUMHU 0OCTEKEHD HE BUSIBJIEHO.
[Tposeeno oMbaIbHY TYHKILIO: JIIKBOP O€3 3MiH.
[Tpomizuuit kouTposb EET: 6e3 eminentudopmuoi
AKTUBHOCTI. 3a THK/IeHb 3aCTOCYBaHHS BaJIbIIPOATY
(49 tuxnis [TKB) y autuny BizznayeHo MioKJIOHi],
110 He MiJIaBaaucs Jii fiazenamy, y 3B’ 3Ky 3 Y4UM
IUTUHY TlepeBe/ieHo JI0 BiI/IiJieHHs peaHiMallii Ta
intencusHoi Tepanii (BPIT).

Ha EET BisyanizoBano kaptuny audy3Hoi
ennedasnomnarii, Mo BiAMOBIa€ TimcapuTMii,
3adiKCOBaHO MIOKJIOHII, €MiJIENTUYHI CIIa3MH,
KapTHHA MOsKe Oy TH ONHcaHa siK CTaTyC (DOKATbHUX
cyznoM (puc. 4). KuiniuHO: IOCTiHHI MIOKJIOHI, 1110
He TIaI0ThCA KOPEKIIii ia3ernaMoM, TiIONeHTaJIoM
HaTpilo.

Koiniuno auTnHa B cTaHi IPUTHIYEHOI CBIZIOMOCTI,
TiMOTOHIYHA, TOCTiIHI (poKaTBHI CYyIOMU.

BpaxoBytoun nepebir cyioM i KapTUHY TiTIcapuT-
Mii, er1i30/1 PO3I[iHEHO SIK Ae0I0T EIiIeNTHYHIX CIIa3-
MiB Ha TJIi TITOKCUYHO-TEMOPATIYHOTO ypakKeHHS
roJIOBHOTO MO3KY. [Ipusnaueno Birabarpus (movar-
KoBa /1032 — 50 MT/KT), Teparriio mpeaHi30JI0HOM 3a
CXeMOI0 JIIKYBaHHS ermijenTuuyHux cna3mis (10 mr
X 4 pasu Ha 100y — 2 THIKHI 3 TI0Ja/IbIIIM 3MEHIIEeH-
HSIM ), I0/IaHO TaKOJK KJIOHa3emnam (puc. 5).
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Puc. 5. EEI Ha 2-ry noby Tepanu nicna geboTy CcTaTyCy MiOK/OHIN (BirabaTpuH + NpeaHi30/10H + K/1oHa3enam) —
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eHuedanonartia, naTepH «crnanax-npUrHiYeHHs»: A — NPOMIXOK MPUrHiYeHHs (hOHOBOI 6i0eNeKTPUYHOI aKTUBHOCTI MO BCiX
BiaBeaeHHax EEl; b — cnanax nik-noBinbHOXBUNbOBOI, FOCTPOXBW/IbOBOI BUCOKOAMNMITYAHOI aKTUBHOCTI, OiNbLUe BUpaXXeHWU

3niBa, WO BiANOBIAaE acUMeETPIl Uboro natepHa

Herunosuii nepebir xBopobu i pe3aucTeHTHICTD
Hama/iB /10 TPOTUHAIIOBOI Teparii CITOHYKaJIu /10
MPUUHSATTS PIlIEHHS TTPO PO3ITUPEHHS IIarHOCTUY-
HOTO TIOTIYKY €Ti0JIOTii 3aXBOPIOBAHHS Ta MPOBEJICH-
Hs1 00cTeReHHsT TuTHHY ((hePMEHTOIIaTHOCTHKH ) Ha
11e010T HEPOHAIBHOTO IIEPOIIHOTO JITTO(DYCIITHOZY
1-ro Tumry (HILJT 1).

Ha T1i kopekiiii sikyBanHs Ha 3-Ti0 100y Bij
1e010Ty MIOKJIOHIi1 BUSIBJIEHO YaCTKOBY HIO3UTUBHY
NUHAMiKYy (BiICYTHICTb €MiJIEITUYHOTO CTATYCY,
3MEHIIIEeHHS YaCTOTH CYIOM).

OTpuMaHO pe3yIbTaT MOJIEKYISIPHO-TEHETUIHOTO
nocaimkenns (Next-Generation Sequencing —
NGS), npoBesieHoro Ha TJii Pe3NCTEHTHOCTI 10
OCHOBHWUX JIIHIHN Teparii nmepej; MpU3HAYEeHHSIM
MPUIOKCUHY, BUSIBJIEHO TOMO3UTOTHUH TTAaTOTeHHU
BapiafaT ¢.796C>T(p.Arg266*) y reni ALDH7A1,
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acortiftoBannii 3 ayrocoMHo-periecuBHoio PDE, ska
KOPeJIo€ 3 GPeHOTUTIOM Talli€HTa.

Ha mizictaBi oTpuMaHuX pe3ysabTaTiB MOJIEKYJISIp-
HO-TEHETUYHOTO 0OCTEKEHHS 10 Tepallii 101aHo
nipugokcws B/B 50 Mr X 3 pa3u Ha 00y 3 MO1AJTb-
HIMM TIepeBe/IeHHIM Ha llepopasibHe BBeleHHs. Bif-
MiHEHO KJIOHa3eTaM, BpaXoBYIOUH TiTTOKCUYHO-Te-
MopariuyHe ypasKeHHS I[eHTPaJbHOI HEPBOBOI
cucTeMu Ta iH(PaHTUIBHUX CMIa3MiB, IPUHHSTO Pi-
IIEHHST TPOJIOBKUTH TOPMOHOTEPAITIIO 1 3aCTOCYBaH-
Hs1 BirabaTpuHy.

Ha tni nikyBaHHS BifI3HAYEHO TTO3UTUBHY JINHA-
MiKY, BIIMiHEHO MeJIMKaMEeHTO3HY CeJlallilo.

Ha 10-ty 100y nepedysanust y BPIT (50 trknis
[IKB) autuny mepeBeseHO 10 BiffijJieHHSI
BIIJIBITIH/I 3 03U TUBHOIO KJIIHIYHOIO IMTHAMIKOIO,
nposeneHo EET.
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Puc. 6. EET nicna npusHayeHHs NipuaoOKCUHY

Bukonano kontposib MPT, 6e3 HeratuBHOI uHa-
MiKH, TO3UTUBHA IUHAMIKA y BUTJISA/I BiZICyTHOCTI
nigroctporo Tpom603y. @epMeHTOMiarHOCTHKA:
HIIJI 1 ne miaTBep/KeHo.

Koriniuno: qurnHa 6e3 cyoM, OTPUMYE JIeBeTHPa-
rieram (60 mr/kr/mo6y), mipuaokcut (150 mr/mo6y),
npenizooH (40 mr/mo6y). Birabatpus BiamineHo.

BizzHaueHo MO3UTUBHY AMHAMIKY Y BUTJISI/II BU-
XOJIy IMTHHU 31 CTaHy 1iepeOpasbHOTO IPUTHIYEHHS,
a TaKOX Yy BUTJISA/II TOJITIIIIEHHS 30POBOTO 30Cepe-
JKEeHHS, eMOIIIHOI peaKTUBHOCTI.

Ha EET BusBieHO MO3UTUBHY AMHAMIKY Y BUTJIS-
Jli BIZICYTHOCTI Cy/IOM, Bi/I3HAY€HO O3HAKM eHIleda-
JIOTIATUYHUX 3MiH Y BUTJIS/II CTIOBITbHEHHS (DOHOBOT
6ioesIeKTPUYHOI aKTUBHOCTI (puc. 6).

JluTrHy BUIIHCAHO HA aMOyJIaTOPHE CIIOCTepe-
JKeHHS, TPOIOBKEHO JIIKyBaHHS (JieBeTupareTam
(60 mMr/Kr/mo0y), NipUAOKCUH MepPOpPabHO
(150 mMr/mo0y), 3HUKEHHS L1031 MIPEAHI30JI0HY 0
BiJIMiHM ), 3aIIJIAHOBAHO KATAMHECTUYHUM Bi3NT.

O6roBopenHs

CyznomMH1iT CHHAPOM Y HOBOHAPO/IZKEHUX — 1€ TO-
CTPUH KJAIHIYHUHI TIATOJOTTYHUIN CUHAPOM HEOHA-
TaJIbHOT'O TIePio/Ly, AKUI JOCUTD 4aCTO MePIINM BKa-
3y€ Ha ypaskeHHS TOJ0BHOTO MO3KYy autuHu. HC
BUHUKAIOTh IT€PEBAYKHO HA TJIi TOCTPOTO HEBIIKIIAJI-
HOTO CTaHy, a TAaKOK MOKYTb IIPOBOKYBATH IIpoOrpe-
CYBaHHsI TAKOTO CTaHy, TOMY HOTPEOYIOTh CBOEYAC-
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HOT'O BCTAHOBJIEHHS J[iarHO3Yy 1 HEBiJKJIaJAHOTO
gikyBanHs. Cy1oMU B HOBOHAPOKEHUX CJIiJT TUDe-
pentitoBatu 3 HC gk i3 rocTpuM clipoBOKOBAaHUM
HarmajioM (CUMIITOMATUYHI ) Ha TJI TIEPUHATATBHOT
[IaTOJIOTi FOJIOBHOTO MO3KY (TIOKCUYHO-1IeMIYHOI
eHIedanonarii, BHy TPIllIHbOYEPETTHUX KPOBOBUJIN-
BiB, MeTabOJIIUHIX MTOPYIIEHb Pi3HOI eTioJIorii, me-
pUHATATBHUX 1H(MEKITIH, BPOIXKEHUX Ba/l PO3BUTKY
rOJIOBHOTI'O MO3KY ), TaK i 3 71e0610TOM elliJiercii B Heo-
HaTaabHui tepiox [5]. Eminentuuni cunapomu (ne-
OI0T elriJIericil) MOALISIOThCS Ha CaMOJIIMITY104i, J1e
MOKJIMBA CIIOHTAHHA PEMICisl, Ta emiJIelTUYHI eHIle-
(bamonatii po3Butky. KpiMm TOT0, y HOBOHAPOKEHNX
MOJKYTh 1€0I0TYBATH CUHAPOMH 3i crienmbidHO0
€TIOJIOTIEN0, JIJIs SIKUX XapaKTePHi Pi3Hi, TeHeTUUHO
JleTepMiHOBaHi, IopytieHHst metabomiamy [5]. On-
HIM i3 TaKUX CUHIPOMIB € TOMO3UTOTHUI MTaTOT€H-
Huii Bapiant c.796C>T(p.Arg266*) y reni
ALDH7A1, aconifioBanuii 3 ayTOCOMHO-PEIECHB-
Hoio PDE, sika kopeJtioe 3 peHOTHITOM IallieHTa, Ha-
BE/IEHUM Y KJIITHITHOMY BUTIAJIKY.

[Iprunnamu, gKi BIVIMHYJINA HA TSOKKUN KJIiHIY-
HI 1Iepebir CyZI0MHOTO CHHIPOMY, Y HOAAIBIIOMY —
eTIeTTTHYHOTO CUHAPOMY HEOHATATIHHOTO TTEPio/Ly,
BUSIBUJIMCSL: ITOEHAHHS TSKKOTO TiTOKCUYHO-1111e-
MIYHOTO Ta TeMOParivHOTr0 ypaskeHHS TOJOBHOTO
Mo3Ky autunu 3 gebiorom PDE. Ile mpusseso go
HeazleKBaTHOI peakitii Ha riepiire (ad juvantibus) ipu-
3HAYCHHS NIPUAOKCHUHY, BIICYTHICTDh KJIIHIYHOTO
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eeKTy, a TAKOK BUHUKHEHHST XUOHOI [[yMKH TI[0/I0
nebiory PDE.

TsprKuil craTycHUN Tepebir KIiHIKo-eJeKTporpa-
(biunux cymom 3mytryBaB (paxiBIiB nrykatu edex-
TUBHY TPOTUHAIAZIOBY TE€PATIiio 0 MOMEHTY OTPH-
MaHHsI Pe3yJIBTATiB TEHETUYHOTO OOCTEKEHHSI.

KpasidikoBanuii miaxia 1o audepeniiiinoi gia-
THOCTUKY MYJIBTUMCITATITIHAPHOT KOMaHM (DaxiBITiB,
Cy4YacHi MOKJIUBOCTI TeHETUYHOI IIarHOCTUKH €TTiJIerl-
TUYHUX CHH/IPOMIB HEOHATATIbHOTO TIEPiOTy A 3MO-
Iy BCTAHOBUTH O/IVH 13 BAPiaHTIB eImiJIeNTUYHOI eHIle-
damonarii, TpU3HAYNTU TapreTHy Tepario Ta
OTPUMATH TIO3UTUBHUHN PE3yJIbTaT Y KOHTPOJI HAJI
Hala/laMu, TTO3UTUBHY JIMHAMIKY B HEHPOPO3BUTKY
muTuHY. [TaiienT mpooBKy€e OTPUMYBATH €TiOTPOTI-
Hy (MPUIOKCHH ) i TPOTUHATIAZIOBY (TOPMOHOTEPAITIIO,
BirabatpuH Ha iH(GAHTUIBHI eMiIeNTUYHI CITa3Mu )
Tepariiio, epedyBa€ B TPyIii KATAMHECTUYHOTO CIIO-
cTepesKeHHS MYJIBTUIUCIIUTLIIIHAPHOI TPYTIN (haxXiBIIiB.

BucnoBku

[udepenmiiina pgiarnoctuka HC gk roctporo
CIIPOBOKOBAHOI0 Hanajy (CUMMITOMAaTUYHOTO) Ta
1e6IoTy eriJierncii B HeOHaTaIbHIIA epiol — HeMmpo-
CTHUI TIpoIiec, 0COOIMBO 32 YMOBH TTOEHAHHSI TTATO-
JIOTii TepuHATAJIbHOTO TIMOKCUYHO-ITIIEMIYHOTO
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