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BpopxeHi nopyleHHs metatoniamy (BINM) € oaHieto 3 HalbiNbL 3HaUYLLMX | BOAHOYAC HEAOCTaTHLO AIarHOCTOBAHVX MPUYVH eniNenTUyHKX eHle-
danonartiii y aiteli paHHboro Biky. KonekTns BiaAiNeHHs Antayol Hesponorii 1Y «BceykpalHCbKuin LeHTp MaTepuHCTBa Ta AMTnHcTBa HAMH YKkpaiHny
noHaa 25 pokiB BMBYAE LIIO NPOOAEMY, LLO CTano MiArPYHTAM AAS NiAroTOBKM Liel myOnikaLil. OCoOnMBOT yBarv 3acnyroBye NipnaoKCUH-3a1exHa
eninencis (M3E) — piakicHe ayToCOMHO-PELIECHBHE 3aXBOPIOBaHHS, 3yMOBAEHE MyTaliaMi B reHi ALDH7AT, ak knacuuHuii nprknan KypaodenbHol
MeTaboNiYHO! eninenTuyHol eHuedanonartil.

MerTa — cricTemaTn3yBaTh CyyacHi AaHi LLoao eninentnyHmx eHuedanonartii npy BINM y aitelt paHHbOro Biky; BUCBITANTY NATOreHETUYHI MeXaHi3Mu,
KNIHIYHI OCOONMBOCTI, NiAXOAM A0 AiarHOCTYBaHHS i NiKyBaHHHA.

[poBefeHo cnctemaTnsadito HaykoBol nitepatypu 3 6a3 «<PubMed/MEDLINE» ta «<OMIM» 3a octaHHi 10 pokis.

HaBeneHo KNiHiYHWIA BUNaAaoK [iBY/HKY 3 MICALLIB I3 PE3UCTEHTHOIO HeOHaTa/lbHOIO enifencieln, 06CTEXEHOT i3 3aCTOCYBaHHAM Bideo-EEN-MOHI-
TOPWIHTY, MarHiTHO-Pe30HaHCHOT TOMOTPail FONOBHOIO MO3KY, GIOXiIMIYHKX AocniaxeHb | NGS-aiarHocTku (nanens CarrierSeq, 420 rewis). Eninen-
TUYHI Hanaan npv BINTM pesuncTeHTHi 40 CTaHaaPpTHUX NPOTMHANaA0BMX Npenaparis i MOXyTb Ae0ioTyBaTV eninenTuyH1UM CTaTycoMm. Bik MaHidecTauii
€ KNIOYOBWM AiarHOCTUYHMUM OPIEHTMPOM. [liarHOCTUYHWIA anroputM Nepeadavac Tpu pisHi: 6a30BY GioXiMIUHY NaHeb, cneuianisoBaHi MeTatoniyHi
TECTN T8 MONEKYNAPHO-FEHETUYHE AOCNIAXEHHA. Y CIM HOBOHAPOXKEHUM I3 PE3UCTEHTHUMU CYyA0MaMK HEBIAOMOI €TIoNOril NOKa3aHO eMaipuyHy
NpoO0y NIPUAOKCUHOM. Y HaBeaeHOMY BUNaaKky B reHi ALDH7AT BUSBNeHO ABa NaTOreHH BapiaHT B KOMMNayHA-reTepo3nroTHOMY CTaHi, 3aBAsKM
YoMy BepudikoBaHo aiarHo3 N3E. MpusHayeHHs TapreTHol Tepanii (NipMOAOKCUH, apriHiH, (hoNiHOBa KUCOTa, Ai€ETa 3 OOMEXEHHAM Ni3NHY) 3a0e3-
Newnno CTiriKy pemicito i HopManisauito NCMXOMOTOPHOTO PO3BUTKY.

BUcHOBKW. PaHHeE BUAB/IEHHA METAOONIYHOMO AedeKTy BIAKPYBAE MOX/IMBICTE NaTOreHeTMYHOI Tepanil, 30aTHO KapAMHaIbHO 3MIHUTY MPOTHOS.
HyTpUTVBHa i BITaMIHHO-MIKpOENEMEHTHa Tepanis € ePEKTUBHIM METOAOM NiKyBaHHA KypabenbHX (hopM MeTaboniyHol eninencil.

ABTOPV 3a9BNHI0TH MPO BIACYTHICTb KOH(ANIKTY IHTepeciB.

Kntouosi cnoBa: Bpo/pxeHi NopyLleHHA MeTabonisMy, eninentnyHa eHuedanonarig, MetadoslivHa eninencid, NipnaoKCH-3anexHa eninencig, rex
ALDH7A1, NipnaoKCWH, HeoHaTanbHi Cy10MN1, PE3NCTEHTHa eninencis, AiTh PaHHBOT O BIKY.
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Inborn errors of metabolism (IEM) represent one of the most clinically significant yet underdiagnosed causes of epileptic encephalopathies in young
children. The team of the Department of Pediatric Neurology at the State Institution «Ukrainian Center of Maternity and Childhood of the NAMS of
Ukraine» has been investigating this problem for over 25 years, which served as the foundation for the preparation of this publication. Particular at-
tention is warranted by pyridoxine-dependent epilepsy (PDE) — a rare autosomal recessive disorder caused by pathogenic variants in the ALD-
H7ATgene — as a classical example of a treatable metabolic epileptic encephalopathy.

Aim — to systematize current evidence on epileptic encephalopathies in inborn errors of metabolism in young children, and to elucidate the underly-
ing pathogenetic mechanisms, clinical features, and approaches to diagnosis and treatment.

A systematic review of the scientific literature was conducted using PubMed/MEDLINE and OMIM databases, with a focus on publications from the past 10 years.
A clinical case of a 3-month-old girl with neonatal epilepsy refractory to standard therapy is presented. The diagnostic workup included prolonged
video-EEG monitoring, brain MRI, biochemical investigations, and next-generation sequencing (NGS) using the CarrierSeq panel (420 genes). Epi-
leptic seizures associated with [EM are characteristically resistant to standard antiseizure medications and may present as status epilepticus at onset.
Age of manifestation serves as a key diagnostic indicator: the neonatal period is most typical for pyridoxine-dependent epilepsy, urea cycle defects,
and nonketotic hyperglycinemia, while infancy is more characteristic of GLUT1 deficiency, biotinidase deficiency, and peroxisomal disorders. The
diagnostic algorithm encompasses three tiers: a basic biochemical panel (glucose, lactate, pyruvate, ammonia, blood gas analysis, plasma amino
acids, urine organic acids, acylcarnitine profile), specialized metabolic tests (a-aminoadipic semialdehyde, pipecolic acid, cerebrospinal fluid pyri-
doxal phosphate level), and molecular genetic analysis. An empirical therapeutic trial with pyridoxine (30 mg/kg/day for 3 days) is indicated in all neo-
nates with seizures of unknown etiology refractory to conventional therapy. In the presented case, two pathogenic variants in compound heterozygous
state were identified in the ALDH7AT gene, confirming the diagnosis of PDE. Targeted therapy comprising pyridoxine, arginine, folinic acid, and a lysine-
restricted diet resulted in sustained seizure remission and normalization of psychomotor development.

Conclusions. Early identification and verification of @ metabolic defect enables pathogenetically targeted treatment with the potential to fundamen-
tally alter the disease prognosis. Nutritional and vitamin-micronutrient therapy represents an effective therapeutic approach for treatable forms of
metabolic epilepsy, particularly in pyridoxine-dependent epilepsies.
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Beryn

MJIENTUYHI HAMTaIu € OJTHUM i3 HAWTIONIN-

PEHINTNX HEBPOJOTIUHUX PO3JIIiB AUTSI-

4Oro BiKY. 32 IJAHUMU JIOCJi/IKEHb, CY/IOMU
BUHMKAIOTD MPUOJIM3HO B 5% JiTeil paHHBOTO BiKY
(cmiBBigHOMEHHS — 1:20), TOAI 5K eTijiencis po3Bu-
BaeThbes B 0,5% (1:200) i3 nux [3]. HesBaxkaioun Ha
Te, 1110 BPOJKEHI TopytieHHst MeTabosiamy (BIIM)
TPAJUIITHO BBAXKAJIUCS PIJIKICHOIO TPUUUHOIO eTTi-
JIeTIcii B iiTel, Cy4acHi FeHeTUYHI JOCJIIKEHHS Kap-
JIMHAJIbHO 3MIHUJIN 1110 KOHIlenIifo. Bectanosiieno,
110 3 880 TeHiB, acoIiIOBAHUX i3 PO3BUTKOM eTTiJIer-
cii, 373 (42%) € renamu BIIM [17]. Eninentuuni
Harazau, 1os’s3ani 3 BIIM, norpebytoTh HeBiKIa/1-
HOT'O JIIarHOCTYBaHH4 1 crienuivHOTO JiKyBaHHS,
OCKIJIbKH JINIIIEe CBOEYACHA Tepallisl 1a€ 3MOT'y YHUK-
HYTH TIOBTOPHUX €TT13071iB METAOOMITHOT IEKOMITEH-
callii Ta HeMOTPaBHOTO YPaskeHHST HEPBOBOI CHCTe-
mu. Hattuacrinre BIIM ciria mizjo3pioBaTu B IiTel i3
PE3UCTEHTHOIO /10 JIIKYyBaHHS eIiJIeNTUYHOIO eHIle-
(anomariero.

KostekTuB BiziTiieHHS ICMXOHEBPOJIOTT Ta opdaH-
HUX 3aXBOpIOBaHb y fitelt /1Y «Bceykpaincbkuit
1eHTp MaTepuHcTBa Ta autnactea HAMH Yipainus
MoHa/1 25 poKiB BUBYa€ opdaHHy MaTOJIOTiI0 HEPBO-
BOI CUCTEMU B JIiTEN, 30KpEMA, eTiJIeNTHYHI eHIeda-
Jonatii pisHoro renesy. Hakonnuyennii kiaiHiuHuit
JIOCBII TIKYBaHH JiTEH i3 PE3UCTEHTHUMU (popMaMu
ertiJtericii, y Tomy 4ucJii 3 BepudikoBanowo metabo-
JIIYHOTO ETIOJIOTIET0, CTAB MiIIPYHTSIM JIJIsI CUCTEMA-
TH3aIlii 3HAHD Y I[iif rajry3i Ta MpaKTHYHUX PO3POOOK
IIIXOJ1iB JI0 [IiarHOCTYBaHHs KypabesbHIX hopM 3a-
XBOpIOBaHb. BIIpoBa/I;keHHS B KJIIHIUHY MTPAKTUKY
BiI/IIIEHHS CyJYacHUX METO/IiB MOJIEKYJISIPHO-TeHe-
TUYHOTO /1iarHOCTYBaHHS, 30KpeMa, CeKBeHYBaHHS
HOBOTO TIOKOJIIHHS, /1aJ7I0 3MOTY CYTTEBO PO3MUPUTH
MOZKJIMBOCTI Bepudikallii MeTaboIiYHIX emijierncii
Ta 320€31eYNTH IIATOreHeTUYHO OOIPYHTOBAHY Tepa-
M0 MAIliEHTAaM, SIKi PaHiliie POKaM¥1 OTPUMYBAJH He-
edeKTUBHE CUMIITOMATHYHE JiKyBaHHs. Came 1oe-
HaHHsg 6araTopiyHOro KJIIHIYHOTO AOCBixy
3 MOKJIMBOCTSIMU CYy4aCHOI HeIfPOreHeTUKHU 3YMOBH-
JIO aKTYJIBHICTD ITITOTOBKY ITi€l myOutiKkartii, crips-
MOBAHOI Ha TTiIBUTIEHHsT 00i3HAHOCTI TIPAKTUKYIOUIX
JIKapiB 010 MeTabOiUHIX IPUYMH PE3UCTEHTHOT
erijiencii B /iiTelf paHHbOTO BiKY.

Mema nocaifizkeHHsT — cuCTeMaTU3yBaTH Cy4acHi
MaHi MO7I0 emiyienTuIHnX eHtedasnonariii mpu BIIM
y [IiTeil paHHBOTO BiKY; BUCBITJIIUTHU TATOTEHETUYHI
MeXaHi3MU, KJIiHIYHI 0cOOJUBOCTI, TiX0AU /10 1ia-
THOCTYBaHHS 1 JIIKyBaHHS, & TAKOXK ITPOLJIOCTPYBATH
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OTIMCaHi CTaHU KJIIHIYHUX BUITA/IKIB I pUAOKCHUH-3a-
aesxnoi entenicii (I13E) 3 BepudikoBannm Moseky-
JIIPHO-TEHEeTUYHUM J[IaTHO30M i CIPUSTINBUM pe-
3yJIBTATOM JIIKYBaHHS.

CucreMaTH30BaHO Cy9acHY HAyKOBY JIITEPATYPY
3 MUTaHb MeTa0OIYHIX EMJIENITHYHUX eHIledaona-
Tiit y miTell, 30kpema, AaHi MiXKHApPOAHOI 6asu
«PubMed/MEDLINE» Ta 6asu manunx «OMIM»
3 aKkIeHToM Ha myOsrikaiii ocransix 10 pokis. Buko-
PHCTAHO PE3YJIETATH KOMILJIEKCHOTO KJITHIYHOTO 00-
CTEKEHHS JIIBUYMHKY BIKOM 3 MicAIli 3 PE3UCTEHTHOIO
710 CTAaHZAPTHOI Tepatii HeOHATATHHOTO ETJIETICIETO.

Y HoBiTHBROMY OTJIsiI A. Sesse Ta ciiBaBT. [12]
npoanasizoBano noxaz 600 MeTaboIiYHIX O3B,
110 CYTIPOBOJIKYIOTHCS €IiJIeTICier0. ABTOPU HAroJIo-
IIYIOTh, IO TPUOJIN3HO KOKHA IocTa (hopMa MeTa-
GOJTIYHOI erTiJierncii MOTeHIIHO TAaEThCsT JIIKyBaH-
HIO, CIIPSIMOBAHOMY Ha MEPBUHHY MPUYUHY
(treatable), Toxi six pemra (613bK0 83—-85%) He
mijaroThes JikyBaHHio (non-treatable) i cranoB-
JIITh 3HAYHY KJIIHIYHY Ta HAYKOBY IIPOGJIEMY.

Jlo xypaberpbHux (hop™ HaIeKaTh: T PUIOKCHUH-
3ajie’kHa elijerncis, nmipumokcanb-5’-docdar-
3aje)kHa elmijieTicis, panHsa BiTamin-Be-3amexna
ermisencis, gedinut 6iotnHigasy, gedinut rogokap-
GOKCHUIIa3-CUHTEeTa3H, epedpaibHmii gedinut do-
naTiB i gedinut Tpancrnoprepa raoko3u Tumy 1. I1i
cTaHu go6pe pearyioTh Ha clenudivHy Tepariio
(BiAMOBIAHO HA MiPUAOKCHUH, MiPUIOKCATb-D’ -
docdar (PLP), 6ioTuH, hoJIHOBY KUCIIOTY Ta KETO-
TeHHY JIIETY).

Jlo HekypabeabHUX (HOPM HaIeKaTh: AediluT
afeHinocyknuuar-mgiasu, aedpinutr FTAMK-
TpaHcaMiHa3u, [eiluT AT IPOITi PUMiAH-JIETIAPO-
reHasu, AediluT AUTiAPONi pUMiAMHA31, XBOPOHa
Tommre tTumis 2 1 3 i nedinut cyabdit-okenpasu. [li
PO3JIaii XapaKTepU3yThCs TSHKKUM Tepebirom,
pedpaKkTEPHICTIO JI0 AHTHETTIIENTUYHUX TTPerapariB
i IPOTPECYI0UO0I0 HEWPOoIeTEHEPAITIETO.

3a J1011oMOoroio aHasxisy MeTaboiuHNX IIISXIB
6asu manux «Reactomes» BUSIBIIEHO CYTTEBI BiMiH-
HOCTI MiK IIUMU JIBOMA I'PYIaMHU:

* TeHM KypabeJ bHUX MeTa0OMIYHUX eImiJIencii
Haitgacrinre acomnifioBani 3i nuraxamu «MeTtaborizm
aMIHOKMCJIOT Ta IXHIX MOXigHUX», «MeTaborizmy,
«Metabosti3m BiTamiHiB Ta KO(aKTOPiB»

* reHM HeKypabeabHuX (OPM dacTilie 1Mo’ sa3aHi
3 MopyIeHHsAME MIsAxiB «MeTtabomizm», «MeTtabo-
Ji3M GiJIKiB», «AepoOHe AMXaHHS Ta TPAHCIIOPTY-
BaHH: eJeKTPoHiB», «[Iporecunr TPHK», «Mito-
XOH/TiaJbHA AeTpajiallis TPOTEIHIBY.
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Tabnuys 1

MaToreHes eninencii Nnpy BpoAXXeHUX NopyLUeHHAX MmeTaboniamy

MexaHi3m

Mpuknagu

EHepreTnyHa HeOCTaTHICTb

[inornikemisa, nediunt TpaHcnopTepa roKo3u-1, AeeKTr AnxansHOro Nanuwra, AeMiunT ni-
pyBataerigporeHasu, AedexTy umkny Kpebca, Aeiunt KpeatnHy

TOKCUYHNI eheKT

AMiHOaUMaoNaTil, opraHivHi aunaypil, AedeKkTr UMKy Ce4OBUHN, AediunT KohakTopa Moio-
OeHy, AediunT Cynb@iToKCKaasn

[opyLIeHHA DYHKLUIT HeMpPOHIB

XBOPOOU HAKOMUYEHHSA

[opyLEHHS CUCTEM Hernpo-
TpaHCMITEPIB

HekeTtoTnyHa rinepriiuvHemida, atnnosa MeHinkeTorypid, Aediunt 'AMK-TpaHcamiHazn, fe-
hiunT cykumHatcemiansaerigaerigporeHasn

Manbdopmauil MO3Ky

[NepokcncomHi posnaav (CvHapom Llenseerepa), AeiumT AMXansHOro NaHuora, AediumT ni-
pyBataerigporeHasu, AoedekTy O-riko3untoBaHHA (BPOOXKEHI M 930Bi ANCTPOMdI)

3anexHicTb Bif BiTamiHiB a0
KOMaKToPIB Ta AeeEKTU TPaHC-

Lediunt 6ioTnHiaasn, NipUAOKCUH-3an1eXHa Ta nipuaokcans-5-gocdart-3anexHa eninencis
(Cynomu, uyTvBi A0 POIHOBOT KUCNOTW), AediLnT TpaHCnopTepa TiaMmiHy, xBopota MeHkeca,

nopTepiB BITAMIHIB

aechekT TpaHcnopTepa conaris, Aediumt aurigpohonarpenyKrasmu

Busisiiero siumie 17 crijibHUX MeTaOOIUHKX LIS
XiB IMIJIAXiB MiXK ZIBOMA TPyIIaMHU, IO CBITYUTH TTPO
IPUHIUIIOBY Pi3HUITIO B TTaToreHesi. 3pobJieHo BU-
CHOBOK, 10 KypabeibHi (GOpMHU MepeBaKHO
MOB’s13aHi 3 MOpyIIeHHsIM KOhaKTOPIB i BiTaMiHIB
(1110 JIETKO KOPETYEThCs ), TO SIK HeKypabebHi —
3 OLTBIIT TIMOOKUMU TIOPYIIEHHSIMI €HEPTeTHYHOTO
06MiHy Ta 61JIKOBOTO TOMEOCTa3Y, 1110 MOSICHIOE IXHIO
pedpakxTepHicTb /10 TiKyBaHHSI.

[Tarorenes emisienTnynux Hanaais mpu BIIM e re-
TEPOTEeHHUM 1 peasi3yeThC yepe3 KijibKa B3aEMO-
0B’ st3aHKUX MexaHi3MiB (Tabur. 1). IleHTpanbHe miciie
nocizae roctpa abo XpoHiuHa 1epebpasibHa eHepre-
TUYHA HEJIOCTATHICTh — CTaH, 32 SIKOTO TTOPYTIEeHHS
BUPOOJIeHHsT ab0 yTHITi3allii eHeprii B HelipoHaX 3HU-
JKY€ CyIOMHUU TTOPIT i CTBOPIOE YMOBH 111 BUHUK-
HEHHSI CTIOHTAaHHUX Po3psAiB. Kinacuunum nmpukiia-
JI0M € ieiluT TpaHncopTepa TJoKo3u Tuty 1, 3a
SIKOTO TTOPYIIEeHHS HAJAXOKEeHHS TJTIOKO3U Yyepe3
remaroeHnnedanivauii 6ap’ep 6es3nocepesHbo
11030aBJIsI€ HEPOHU OCHOBHOI'O €HEPreTHYHOTO CyO-
crpary. [TapanenpHo /i€ MexaHi3M TOKCUYHOTO ypa-
JKEHHST: HAKOITMYEeHHs aTOJIOr YHIX MeTaboIiTiB —
sk 11e BimOyBaethes npu [I3E 3 akymyssiiero
0-aMiHOQIUITIHOBOI ceMialb/IeTiIHOI KUCJIOTHU Ta
A1l-ninepuzein-6-kapOoKcuaaTy — NPU3BOLUTH 10
imaxruBaiiii PLP i rpy6oro mopyieHHs HeiipomeTi-
aTopHoro oominy [2,5,14].

He men1mn BaskamBUMY € TOPYIIeHHS (DYHKITIT He-
WPOHIB Ha PiBHI CUHATITUYHOTO TepeJlaBaHHsA 1 He-
lipoMesiaTopHOTO cHTE3Y. /ledimmnT KI090BUX KO-
daxkropis, 3okpema, PLP, ¢osary abo Giotuny,
6J10Ky€ (hepMeHTaTUBHI peakiii, HeoOXiAHi 11t CUH-
Te3y raMmMma-aminomacisisgHoi kucaotu (FTAMK), ce-
POTOHIHY Ta iIHINX HelpoMe1iaTopPiB, IO TTOPYIITYE
Gasratc 30yKeHHST Ta raIbMyBaHHsI B MO3KY. OKpe-
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MY POJIb BiliTpaloTh CTPYKTYPHI aHOMAJIii PO3BUTKY
MO3KY — 30KpeMa, (hoKaTbHa KOPTUKATbHA ANCTLIA-
3is1 Ta iHIIi MaabhopMallii KopH, 1o MOKyTh OyTH
HACJIIKOM MeTab0IIuHOTO ypaKeHHsT B KDUTUYHI
nepiojiu HeliporeHesy. Hapernri, mopyiieHHs TpaHc-
HOPTYBaHHS MeTabOJIITIB 10 MO3KY — TJIIOKO3H, Kpe-
aTuHy, GposaTty — HopMy€e OKpeMUil aTOTeHeTHIHII
KJIacTep, 3a IKOro HepoHU CTPak/aloTh He Bijl Ha-
KOTIMYEHHST TOKCUYHUX PEYOBUH, a Bifl medinuTy
eceHIiitHux cyoberparis [5,12].

Kniniuna kaptuna BIIM y apiteit panHboro BiKy
€ TTOIIMOP(MHOIO 1 PiZIKO OOMEKYETHCS JIUTIIE eTTiTer-
TUYHUMU HanazaMu. CUCcTeMHi TPOSIBU — 3aTPUMKaA
(hismuHOTO PO3BUTKY Ta POCTY, BTpATa MacH TiJa,
ITi/[BUTIIEHA BTOMJIIOBAHICTB, In(y3HA M'I30Ba TiT0-
TOHisI, TIOPYIIIEHHS XapYyBaHHs1, GJIIOBaHHS Ta OiJib
y JKUBOTI — HEPIIKO MEPEAYIOTh MOsIBI Cy10M ab0
CYTPOBOIKYIOTH iX, (hOPMYIOUM XapaKTEPHUM KJIi-
HiYHUN (EHOTHT, 110 Ma€E HACTOPOKUTH JIiKaps
II0/I0 METAbOIYHOI TPUPO/IH 3aXBopioBatHst. Oco-
GJIMBO BasKJIMBOIO JIIArHOCTUYHOKO O3HAKOTO € CXUJTb-
HICTh /10 TOCTPUX METaDOIIYHUX JEeKOMIIEHC CAIiil
(Kpu3), IKi MOKYTb TPOBOKYBATUCS iIHTEPKYPEHT-
HUMWY iH(DEKIISIME, TOTOLyBaHHIM a00 HaIMipHUM
61IKOBUM HaBaHTa)keHHsM. EniienTryni Hamam
npu BIIM xapaktepusyoTbcs 3a3BU4aii pe3UCTeHT-
HICTIO /10 CTAaH/IAPTHUX aHTHeNJIeNTHYHUX [Tpera-
pariB, a B 1€010Ti IeIKUX HO30JI0Tii — 30KkpeMa, [13E
Ta eheKTy TpaHCIIopTepa TiaMiHy — MOKe PO3BU-
BaTHCS eIJIEIITUYHUIN CTaTyc, 0 IoTpedye Heraii-
HOTO criennivHOTO JIKYBAHHS i € IPSIMOTO 3aTrpo-
3010 JIJIST SKATTST IUTUHA [2,5].

3a JaHUMK BEJUKOTO OTJISIAY MeTaboJiuHuX
eriiericiii, omyosikosaroro B. Tumiene Ta ciiBaBT.
y 2022 p., cepezi CyTyTHIX KJITHIYHUX ITPOSIBIB Y liTEI
i3 MetaboJiuHOW emijerncieo HaldacTiiie
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Tabnuys 2

MeTaboniyHa eTionoria eninenTMYHUX HanagiB y Pi3HMX BiKOBUX rpynax

BikoBa rpyna

Etionorisa

HeoHaTansHuii nepion

Finornikemid, aedexTn UKy cevoBnHu, MN3E (3o0kpema, CyaomMn, YyTamei 40 (PONIHOBOT KNCIOTW),
AediunT NipuaoKc(amiH)-5-thocdaty, HekeToT1MyHa rinepraiuvHemia, AemiumnT ronokapOoKCKIasn
CUHTA3W, AeiunT KohakTopa MONIOAEHRY, AediUnUT CyNbMITOKCUAA3M, OPraHivHi aunaypii, CMHAPOM
LleneBerepa, HeoHaTtaibHa aapeHonernkoanctTpodid, AediumT aaeHinocyKumHaTtaiasn, 4ediumt an-
rigpodonarpenyKrasm

HemoBnauni Bik

Hacniakn TaxKol rinornikemil, AeiumT TpaHcnopTepa rmoko3n-1, AemiunT kpeatnny, aediunt 6iotn-
HINa3K, amiHOaUWAONATIN, OpraHiyuHi auMaypil, BPOLKEHI NOPYLIEHHS MIKO3WMoBaHHA, [13E, antaua
hopma HeMPOHaNbLHOrO LEePOIAHOro NINOMYCUMHO3Y, AedilnT TPaHCNoPTEPIB (DONATIB i TiaMiHy,
NepoKCNCOMHI PO31aaM, XBOpOoOa MeHkeca

JowWwKinsHWA BiK

[1i3HA AnTAYa (hopma HEMPOHANBHOIO LEPOIAHOIO NINOMYCUNHOIY, MITOXOHAPIANBHI PO3/1aaM, 30K-
pema xBopoba Abrnepca, 1i30COMasbHi HaKOMMYyBasbHI 3aXBOPIOBAHHS, AediUMT TpaHCcnopTepa Ti-
aminy, nediunt TpaHcnopTepa onaris

LLIKiNbHWIA BIK I NigniTKo-
BWI BIK

MiToxoHapianeHi po31aaum, IoBeHINbHa POPMa HEeMPOHaIbHOrO LepPOIAHOro MiNoMYCUMHO3Y, NPO-
rpecytoyi MIOKNOHIYHI eHuedanonarii, Ni30CoMansHi HakonMyyBa bHi 3aXBOPIOBaHHS, AediunT
TpaHcnopTtepa TiamiHy, xBopoba Jladopa, xBopoba [oule, xBopobda HimaHa—Tika tnny C

CIIOCTEPITAIOTHCS 3aTPUMKA ICUXOMOTOPHOTO
PO3BUTKY i/ab0 iHTeJeKTyabHa HEJIOCTATHICTh
(66,0%) i M’s130Ba rinoToHist (64,5% ), 110 MiAKPECIIIOe
CUCTEeMHWI XapakTep ypakeHHs HePBOBOI CUCTEMU
npu BIIM. Mikpouedaniss BUABASETbCS Mailxe
B KOKHOTO Jipyroro marienta (40,5%), atakcis —
y 26,0%, noBeiiHKoBi a60 HcuxiaTpudHi CUMIITOMM —
y 21,0%, nuctonis — y 17,0%. [TopymieHus cayxy
dikcyiorbes y 14,0% BumakiB, MaToI0Tiss HUPOK —
y 12,0%, kapaiomionatist — y 6,0% mnartientis [16].
Taka BHCOKa 4aCTOTA MOEAHAHUX HEBPOJIOTIUHUX 1 110-
JIICHCTEMHUX TIPOSBIB € BAKJIMBUM KJIIHIYHUM OPi€H-
TUPOM: BUSIBJICHHS B TATUHU 3 PE3UCTEHTHOIO eTTiJier-
ci€ero Oy /Ib-SIKOI 3 IEPEPAXOBAHUX O3HAK MAE CYTTEBO
Hi(BUIIYBaTH HACTOPOKEHICTD 100 MeTabOIiuHOI
MIPUPO/IV 32XBOPIOBAHHS Ta CIIOHYKATH JI0 ITiJIeCTIPsI-
MOBAHOTO /[iarHOCTUYHOTO TOIITYKY.

Bik moyaTky 3aXBOPIOBAHHSA € Ba’KJIUBUM
JiarHOCTUYHUM OPIEHTUPOM HPU METAOOJTIUHUX
emiJerncisax, OCKiJbKYM pi3Hi HO30J0TiuHi hopMu
BIIM wMaloTh xapakTepHi BiKOBiI <«BiKHa»
MaHiecTallii — Biji HEOHATATBHOTO TIEPIOLY, KON
Haituactime geGoryors I13E, nedextn nukiy ceyo-
BUHM, HEKETOTUYHA TiMePTJInHeMIis Ta AedinuT
KoaxTopa MoJIiOIeHY, 10 MIKLILHOTO i A TKOBOTO
BiKY, JIJIsT TKOTO OiJIBII TUIIOBI MiTOXOH/IPia/ibHi PO3-
Jaau, I0BeHiJbHAa (GopMa HeHPOHAJBHOTO
1epoixHoro JginodycuuHosy ta xsopobda Jlabopa
[13]. deTtanbpuuii po3nomais HO30J0TiYHUX HOPM
BIIM 3a BikOBMUMM rpynaMu — HeOHATaJbHUI
1epioJ1, HEMOBJISTYMI BiK, IOTIKIJIbHUAM 1 IKIJIbHWH /
iU TKOBUI BiK — HaBeleHO B TabuuIi 2.

Heiiposisyasmizaltis Bifiirpa€ BaskJInBY JOMOMIZKHY
POJIb y IarHOCTYBaHHI MeTa0OIUHKX eIJIeNciii, 01-
Hak i1 iHOPMATUBHICTH CYTTEBO BaPifO€ 3aI€KHO
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Bist HO30J10TiUHOI (hopMu. MarHiTHO-pe3oHAHCHA
tomorpagisg (MPT) rosioBHOro MO3Ky MOKe BUSB-
JIATH 5K crieniuGivuni 3MiHN (HapUKIaI, CUMeTPHIY-
He ypakeHHs 6a3aJIbHIX TAHTJIIB 1TpH AeilnTi KO-
dakTopa MonibaeHy abo xapakTepHy KapTUHY
IHCYIBTOTIOIIOHUX €MTi30/IiB TPU MITOXOH/IPia IbHii
maroJiorii (xBopoba AJsibriepca, myTaitii resa POLG)
(puc. 1)), Tak i HecrierudiuHi 3HAXIAKK (TIMOTIA31T0
ab0 areHesiro MO30JIMCTOTO TiJia, 3aTPUMKY Mi€JTiHi-
3aitil, qudysny arpodito Kopu Ta 6i101 pedoBUHM ).
[TpuHIUTIOBO BaXXJIUBUM € Te, IO HOPMAJbHI pe-
gysbratu MPT jxonHUM YMHOM He CIIPOCTOBYIOTH
nasgBHOCTI BITM, ockifbKu Ha paHHIX CTafisgxX 3aXBO-
pIOBaHHSI MOsKe He OyTH CTPYKTYpHUX 3MiH. JlaHi
enexktpoenniedanorpadii (EET) Trakox He € maro-
THOMOHIYHUMHU: X04a ITPU MeTabO0IYHIX ETJIeTICisaX
xapakTepHe audy3He ynoBiTbHeHHS (POHOBOI aK-
TUBHOCTI Ta crierdiuni marepHu (TprudasHi XBUTi,

Puc. 1. AkcCianbHi MarHiTHO-pe30HaHCHi TOMOrpamu rosI0OBHOMO
MO3KY OMTUHU BIKOM 2 POKM 3 MiATBEPAXKEHUMM MyTaLigMn
reHa POLG y pexumax T2/FLAIR: Bi3yanisytloTbcsa 4iTKO
O6MeXeHi rinepiHTEHCUBHI AiINAHKK, WO BignoBigalTh
iHcynbTOnoAi6bHMMm enisonam (stroke-like episodes) (A —
roctpuii nepiog; b — anHamika 3a 3 micsaui)
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reHepajiizoBaHa pPUTMIiUHA JIeJbTa-aKTUBHICTD),
y 3HayHOi yactunu naifientiB EEI 3anmuniaetscsa ne-
3MiHEHOIO Ha IT0YaTKY 3aXBOPIOBAHHSI, ITI0 10/IATKO-
BO YCKJIAQ/IHIOE AiarHocTyBauHst [1,5,15].

JlaboparopHe 06CTeKEHHST € KJIIOYOBUM €TarioM
JIaTHOCTUYHOTO aJTOPUTMY B pasi milo3pu Ha
Metabosiuny mpupony emnisencii. bazosa
JiarHOCTUYHA TaHesb rnependavYac BU3HAUYEHHS
piBHS TJIIOKO3U, aHaJi3 KaliJgpHUX Ta3iB KPOBI,
JIAKTATy Ta MipyBaTy B IJIa3Mi i CHIMHHOMO3KOBIH
pi/lvHI, CITIBBIIHOINIEHHS JIAKTAT/TIiPyBaT, aMiaky,
TOMOITUCTETHY, TeYiHKOBUX | HIPKOBUX MTOKA3HUKIB,
aMiHOKHMCJIOT KPOBi, OpTaHIYHUX KHUCJOT Cedi,
AIUIIKAPHITHHOBOTO TTPOMIJIIO Ta JIITiIOTPAMU.

Ypo/10B:K OCTaHHIX POKIB MiZIXO/U /10 JTIKyBaHHS
MeTabOoJIYHUX EITiJIeNCiil 3a3Ha/IH CYyTTEBOI €BOJIIONIIT:
Bi/Jl CUMIITOMATUYHOI IIPOTUCYZIOMHOI Tepartii /10 Tap-
FeTHUX TTATOTEeHETUYHO OOTPYHTOBAHUX BTPYYaHb,
1110 6A3yI0THCST HA PE3YJIbTATaX TeHETUYHOTO IIarHOC-
TYBaHHsI Ta CIIPSIMOBaHi 6e311ocepe/THhO Ha IePBUH-
HUI MoJsieKyIsapHuii gedext. s KypabenbHUX
(hopm Teparisi HEPiAKO € MPOCTOIO, JAOCTYITHOIO Ta
BUCOKOE(EKTUBHOIO: 32 IAHUMU CUCTEeMaTUYHOTO
orsisany Lin Lin Lee ta criiBat. (2018), 59% MeToiB
JIKyBaHHSI METaOOIIYHIX €TTiJIenciit 6a3yroThest Ha
HYTPUTUBHKX BTPy4YaHHAX (i€TOTeparriss, 00MeKeH-
Hs1 260 30araueHHs TIeBHUX CyOCTpaTiB), a 32% — Ha
3aMicHili Teparlii BiTaMiHaMU Ta MiKpoeJieMeHTaMU.
OCHOBHUMU TePaNeBTUYHUMU MIMIEHSIMH € TTOPY-
IIEHHS eHEPTeTUYHOTO 0OMiHY, MeTab0JII3MY CKJIa/I-
HUX MOJIEKYJT, (DYHKIIII OpraHes i HelipoTpaHcMiTep-
Hux cucteM. [TormbiieHe po3yMiHHS MOJIEKYJISIPHUX
MeXaHi3MiB PO3BUTKY METaOOJIYHUX eIiIerciil Bijl-
KPUBA€E MEPCIEKTUBYU TIEPCOHATI30BAHOI Teparrii,
3/1aTHOI KapIMHAJIbHO 3MIHUTH 11epebir i Iporuos
3axBopioBanus [7,8,12].

Hagenennii HuzKYe KIIHIYHUT BUTIJIOK 1TTIOCTPYE
OJIHY 3 HalO1/IbII KJITHIYHO 3HAYYIINUX KYPaOeIbHUX
(hopM MeTabOoIIIHUNX eMiIenciit — mipUIOKCHH-3a-
sexnoi eriencii (IT3E) 3 1e610ToM y HeOHaTaIbHO-
My Tepioi.

Jompumannsa emuunux nopm. ABTOPU pyKonucy
CBiJIOMO 3aCBiIYYIOTh, 1110 Ii/IFOTOBKY PYKOIIUCY
3/II1ICHIOBAJIN BUHATKOBO HA OCHOBI BIZIKPUTO OITY-
6JIIKOBaHKMX HAYKOBUX JKepesi. Y poboTi He 3aCTo-
COBYBAJIM TIEPCOHI(DIKOBAHUX [JaHUX TAITIEHTIB, pe-
3yJIBTATiB MEPBUHHUX KJIIHIYHUX 260 JOKIIHIYHUX
TOCJTIKEHbB. Y 3B’3KY 3 UM OTPUMaHHS CXBAJICHHS
KoMicii 3 muTaub 6ioeTrkn He 6ys10 morpibHo. Jlo-
CJT/KEeHHSI BAKOHYBAJIH 3 IOTPUMAHHSIM ITPUHITAIIIB
HaJIe)KHOI HAYKOBOI IIPAKTUKU Ta BiJIIOBIHO 110
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MiKHApOAHUX ETUUYHUX CTAaHAAPTIB, 30KPEMa, PEKO-
menzgainiii Komitery 3 my6aikaniiinol etuku
«COPE» (Committee on Publication Ethics).

Kiiniunwuii BUnajox

JliBumHKa BikoM 3 MicsIli, Hapo;KeHa BiJ ITepIoi
BaritHocTi y marepi 30 pokis. I[Tepebir BariTHOCTI
YCKJTQTHUBCST IBOMA €T1i30/1aM¥ TOCTPOI PecITipaTop-
Hoi BipycHoi iHdexiii Ha 25 i 30-My TH/KHSIX TecTa-
mii. [Tosoru meprri, Tepminosi, Ha 40-My TH>KHI, ca-
MOCTiiHI, YyCKJaJHEeHI PO3PUBOM TPOMEXKUHU
MePIIOTO CTyTeHs . AHTPOTIOMETPIYHI TOKa3HIKY Ha
MOMEHT HapO/I;KEHHS BiITIOBiAaI HOPMi: 3piCcT —
51 ¢m, maca Tima — 3210 1, 06Bizg ronosu — 36 cM; Ha
MOMEHT Buincku Maca tizia — 3670 r. Crad guTuHI
Ha MOMEHT HapoJKeHHs OYB 3a10BiIbHMIT (OIliHKA
3a mKajoio Anrap — 9 6aiiB), 3akpuyasa Bigpasy.
Takum YMHOM, TIEPUHATAIIBHUN aHAMHE3 He MiCTUB
OYEBUTHUX MATOJOTIYHUX YNHHUKIB, MO MOTJIN
6 MOSICHUTH TMOAAJBITII PO3BUTOK PE3UCTEHTHOI
erriJiericii, i came 1ie poOUTH JaHKil KIIHIYHUI BUIIa-
nox TuoBuM 7151 [I3E — 3axBoproBanHs, 3a SKOTO
CyZIOMU BUHUKAIOTh HA TJIi 30BHI HEYCKJIAIHEHUX
TTOJIOTIB 1 337I0BITBHOTO CTaHy HOBOHAPOJKEHOTO
[4,14].

HesBakaroun Ha 3a10B1JIbHUN CTaH HA MOMEHT Ha-
POJIKEHHSI, BiKe 3a 3 TOJIMHU ITiCJIsI TI0JIOTIB Y IMTUHA
BUHMUK €I1i30/] TOHIYHUX CyZIOM KiHI[iBOK i3 BUpaxe-
HOIO JlecaTypartieto 110 72%, 1o tpusas 10 10 ¢ i mpu-
MAHUBCS CAMOCTIMHO 3 BiJTHOBJIEHHAM PiBHS HACH-
YeHHs1 KPoBi kKucHeM 110 95-96%. BpaxoByoun
TSOKKICTD CTaHy Ta PU3UK MMOBTOPHUX HAIAIIB i3 PO3-
BUTKOM aItHOe, TUTUHY MepeBeJiu 10 BiJileHHI
aHeCcTe310JI0Til Ta iIHTEHCUBHOI Teparii HOBOHapPO-
JUKEHUX JIJ151 TIOJIAIBIIIOTO MOHITOPUHTY 1 JTIKyBaHHS.

ITix yac orsAny y BifmiJieHH] iIHTEHCUBHOI Teparttii
CTaH JAUTUHU PO3LIHIIIN K TSKKWIL: CBIIOMIiCTb 30€-
pexena, mpote ¢iziooriuni pedyieKc HOBOHAPO-
JUKEHOTO MTPUTHIYEH], Ha OTJISA]T pearye PyXOBUM He-
crokoeM. Besmke TiM’stako posmipom 3,0%3,0 cM,
posTalioBaHe Ha PiBHI KiCTOK uepena, He BUOyXa€,
He Halpy’KeHe; peakilist 3iIHUIb Ha CBITJI0 30epeske-
Ha, D=S; okcurenorepais He noTpibHa. 3BEPTAIOTH
Ha cebe yBary cTUTMU [u3eMOpioreHe3y: MOHTOJI0-
inHUI po3pi3 ouell, rinepTesopu3M, MIUPOKe Tepe-
Hiccs Ta MiKPOTHATISI HUKHBOI 1esienu. Bigznayuam
ITUPOKOPO3MAIIIUCTUI TPEMOP yChOTO Tija i 1Jiay 3a
TUTIOM «KOTSTY0TO KPUKY>.

3a pekoMeH/Ialli€f0 HeBPOJIoTa AUTHUHI PO3IIOYa/In
Tepariio penobapOiTasoM, IpU3HAYMIN L-KapHITHH
i monitopunr EEI. 3a pesynsraTamu anamisy rasis
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Puc. 2. MarHiTHo-pe3oHaHCHa Tomorpadis AUTUHN BiKOM 3 MicALi 3 NiPMAOKCUH-3a/1eXHOI0 eninencieto (maToreHHi BapiaHTu
B reHi ALDH7A1)

KPOBI BUSIBUJIN TE€H/IEHILIO /10 METAOOJIYHOTO ally-
7I03Y; Y 3B’I3KY 3 OSIBOIO TEMHO-KOPUYHEBOTO BMiC-
Ty 110 HA30TaCTPAJBHOMY 30H/IY 3 TeMOCTATUYHOIO
METOI0 BBEJIM CBisK03aMOpPOskeHy Iiasmy. [lonpu
36ibIeH s 1031 (heHobapbitaxy mo 20 Mr/Kr Ha
HaCTYyIHY 100y, CyZIoMU 36epirajucs, 10 € Xapak-
TEPHUM TPOSIBOM PE3UCTEHTHOCTI JI0 CTAHIAPTHUX
AHTHEIICNTHYHUX TIPenapaTiB Ipyu MeTaboiuHUX
eniserncisgx. [Iporpecyioue HapocTaHHsI piBHS JIaKTa-
Ty 3 3,2 710 6,6 MMOJIb/JT Ha TJ1i METABOJIIYHOTO JIaK-
TaT-aluJ03y CIIOHYKAJIO /10 BUJIYYEHHS aMiHOKHUC-
JIOT i3 TMapeHTepaJbHOTO XapuyyBaHHS Ta IO
36isbienns 103u L-kapuiTuay g0 100 Mr/KT, 1110
CYIPOBO/)KYyBaJocd 3HUXKEHHSAM JIAKTaTy /10
1,5 MmmoJib /71 1 HOpMaJizaltieio ras3iB kposi. Bupi-
MTAJIBHUM J[IaTHOCTUYHO-TEPATIEBTUIYHUM KPOKOM
craJio npusHadeHHs Bitaminy Be y 1031 100 mr/m06y
nst cripoctyBanHs [I3E: Bxke HeB1oB31 micsis movyaT-
Ky Tepallii IMTUHA cTaja MOMITHO CIOKIMHIIIO0,
3HMK IPyOUil TpEMOP, OAOBIIUIIHCS Tiepioan ¢isi-
OJIOTIYHOTO CHY — KJIIHIYHA KaPTUHA, 1[0 € TUTIOBOTO
BifmoBir0 Ha mipuaokcud npu [I3E i cayrye no-
TYKHUM JIIaTHOCTUYHUM apryMEHTOM Ha KOPUCTh
1boro giaruosy [14,18].

3a janumu TpuBasoro Bigeo- EET-MoniTOpuHTYy
BepudikyBaau ABa TUIH iKTAJbHUX TATEPHIiB:
T A — okaTbHI HAMaAM 3 TOYATKOM Y MPaBiil
CKPOHEBIl JIJIAHII 3 MOMUPEHHSIM Ha ITapacariTaib-
Hi Bi/UIi/11 TIpaBOi MiBKYJIi TPUBAJICTIO /10 25 C; THII
B — doxkasnphi Hammaay 3 J1iBOi CKPOHEBOI AiJISHKU
3 0OMekeHNM a0 BiICYTHIM MONTMPEHHSIM TPUBA-
Jictio 1o 30 ¢; KIiHIYHO Hallay MPOSBJISAJINCS Bifl-
KPUBAHHSAM OYel, pyXOBUM HECTIOKOEM, HATIPY KEH-
HAM i TTOCMUKYBAaHHAMMW HUKHIX KiHIIIBOK.
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B iaTepikTambHOMY T€pio/li peECTPYBAIUCS YaCTi
pUTMIiYHI TeTa-TIPOGIKKK B CKPOHEBUX BiIBEICHHSIX
T3-T4, mynsrugoxranbHi TOCTPIi Ta 3aroCTPEHi XBU-
Jii i1 gac crnasaxiB hoHoBOI akTuBHOCTI. Haitbimb
JIarHOCTUYHO 3HAYYIIOI0 3HAXIIKOIO CTAJIA IMHAMI-
Ka (hOHOBOI aKTMBHOCTI: Ha 1epIy 100y peecTpyBaB-
Cs TaTePH «CMaJaxX-MPUTHIYEeHHSI» — XapaKTepHa
O3HaKa TSKKOI HeOHATAJIbHOI eMiJIeNTHIHOI eHIleda-
Jionarii, aKuii 6yB IMOBHICTIO KYIOBAHMIA MiCJIst TIPH-
3Ha4YeHHs BitaMiHy Be; Ha 2-Ty 100y Bif3Hauamacs
nepepBHa aKTUBHICTD 3 Mi’KCIIAIAXOBUM iHTEPBAJIOM
8—21 ¢ ta ammurityio10 Meniie 25 MkB, a Ha 3—4-Ty
1100y — GesrnepepBHa aKTUBHICTD y cTaHi 6abopoCTi
Ta nepepsHa yBi cHi 3 MBI 710 8 ¢, 1110 cBigumio mpo
MOCTYIIOBE JI03PiBaHHS Ta BiIHOBJIEHHS Gioesek-
TPUYHOI aKTUBHOCTI MO3KY Ha TJIi crieinivyHo1 Te-
parii [5,14].

3a peayabratamu MPT rosoBaoro mo3ky (puc. 2)
BUSABJIEHO MTOEIHAHHSA CTPYKTYPHUX aHOMAJIIN pO3-
BUTKY Ta TOCTPUX 3MiH: ¥ OiJiil peuoBUHI IIPaBUX
JIOOHUX Bi/I/IiJIiB BU3HAYAJIACS 30HA MMiIBUIICHHS
curtasy Ha T11 FLAIR 3 rinoiHTeHCUBHUM CHUTHA-
JjioM Ha T2 posmipom 10 3 MM Ta 0OMeReHHIM Audy-
3ii Ha DWI, mo BinmoBigaso MiKpOKPOBOBUJINBY.
Haii6ibin 3HaUy IUMU CTPYKTYPHUMU 3HAX1IKAMU
CTaJIU areHe3isd MO30JIMCTOrO TiJIa, alljla3is MO304YKa
31 3MeHIITeHHSAM 06’ €My HOTO MiBKYJIb 1 3T/Ia/KeHic-
TIO 3BUBUH, PO3IIUPEHHS BEJUKOI ITUCTEPHU MO3KY
Ta HaJIMO30YKOBOI cucTeMu. BusiBiieni masbgopma-
ITii — areHesis MO30JIMCTOTO Tijla Ta aryiasis MO304-
Ka — € 100pe BiIOMUMU CTPYKTYPHUME O3HAKaMHU,
1[0 MOKYTbh ACOI[IOBATHCS 3 METAOOIYHUME eHITe-
(hamonarisgmu, 3oxkpema, 3 [I13E Ta inmmmu BIIM,
1110 MaHi(ecTyI0Th Y HeOHATATbHOMY TIepioji, i CBifI-
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9aTh PO BILIUB MATOJOTTYHOTO MeTabOoIIuHOTO Ce-
penoBuiia Ha GOpPMyBaHHS CTPYKTYP MO3KY B KpH-
TUYHI TIepioin BHYTPITHBOYTPOOGHOTO PO3BUTKY.

3a JaHUMU MOJIEKYJISPHO-TEHETUYHOTO
JOCTiIKeHHsT B TaOOpaTopii MENYIHOI TeHETUKN
<«YaprpareHoM» MeTO/IOM IIOBHOEK30MHOI'O CeKBe-
nyBanHsa (WES) naneni CarrierSeq (420 renis) Be-
pudikysanu giarnos: y reai ALDH7A T (Tpanckpurt
NM 001182.5), acomniiioBanomy 3 [I3E (OMIM
#266100), BUSBIIM BA TATOTEHHI BapiaHTH B KOM-
MayHJ-reTepo3uroTrHomy ctani — c.902A>T
(p. Asn3011Ile) ta ¢.328C>T (p.Argl110*), obuasa
3 AyTOCOMHO-PEIeCUBHUM TUIIOM yCIA/IKyBaHHS.
BusBienns KoMnayH/I-reTepo3UrOTHUX TTATOTEHHUX
BapianTiB y reri ALDH7A1 € ocTaTOUHUM MOJIEKY-
JITPHUM TiATBEP/KeHHAM AiarHo3y [I3E ta mosHic-
TIO Y3TO/KYETHCS 3 KIIHIYHOIO KaPTUHOIO: PAaHHIM
HEOHATATBHUM /Ie0I0TOM PE3MCTEHTHUX CY/IOM i Ipa-
MaTUYHUM TIOJIIIIEHHSM CTaHy Ha TJIi TPU3HAYeHHS
sitaminy B, [14]. IuTuHy KOHCYJIBTYBagu MEANYHI
renetukn TOB «¥Yabrparenoms, aki miaTBepANIN
miarnos [13E.

Ha momenT orisity y Bitti 3 Micsili ANTUHA OTPU-
MYBaJia KOMILJIEKCHY TATOTEHETHYHO OOT PYHTOBaHY
teparito: mipugokcus (150 Mr Ha 106y) sIK OCHOBHUIT
cuenudivnmii 3aci6 nikysanus [I3E, npesinuram
(40 mr/xr Ha 100Y), apriria (1000 mr Ha 106y ) 3 Me-
TOIO 3HUKEHHS HAKOTIMYEHHS TOKCUYHUX TTPOMiXK-
HUX ITPOAYKTIB KaTaboIi3My JIi3uHY, (DOTIHOBY KHC-
aoty (400 mMrr wa mo0y), a TakoxX [i€Ty
3 00MEKeHHSIM JII3UHY — BiZIMOBIZHO /10 Cy9acHUX
pekomenartiii 3 Begenus I13E. KombinoBamwmii mmij-
XiJI, 1110 TTIOEJIHYE 3aMiCHY Tepario Mipru0KCUHOM i3
METUIHUM OOMEKEHHSIM JII3UHY Ta TPU3HAYEHHSIM
apriHiHy, ClIPsIMOBAHUI Ha 3MEHIIIEHHSI CyOCTPaTHO-
TO HaBaHTa)kKeHHd Ha leDeKTHUI (DepMeHT aHTUKBI-
THH 1 € cydyacHUM cTangapToM JikyBanss [I3E. Pe-
3yJIBTATOM CBOEYACHO BCTAHOBJIEHOTO /1iaTHO3Y Ta
posmoyaToi creru@ivHoi Teparii cTajnio moBHE MpH-
NUHEHHS eNiJeNITUYHUX HalaiB 1 HopMaJsi3allis
MICUXOMOTOPHOTO PO3BUTKY IUTUHU — HAOYHA Jie-
MOHCTPAILisl TOTO, 1110 PAHHE BCTAHOBJIEHHS /liarHO3y
KypabesibHOI MeTabOoIiYHO] ermiJIericii 3aTHe Kapau-
HAJIbHO 3MIHUTH MTPOTHO3 3aXBOPIOBaHH: [18].

OO6roBopeHHst

OTxe, HaBe/leHUH KITIHIYHUI BUTIA/IOK SICKPABO
imocTpye kmo4osi ocobnusocti II3E — piakicuoro
Ay TOCOMHO-PEIECHBHOTO METa00IYHOTO 3aXBOPIO-
BaHHs 3 momupenictio npubausuo 1:20 000—
1:600 000, cipyurHEHOTO TTATOTEHHUMHU BapiaHTaMu
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rena ALDH7A1, ineatudixkosanoro y 2006 p. 3axso-
proBaHHs [e0I0TY€E PEIMIUBHUME CYJIOMaMU BKe
B IIPeHaTaJbHOMY a00 PAHHBOMY HEOHATATIHHOMY
1epio/ii, € PE3UCTEHTHUM /IO CTAaHJAAPTHUX aHTUETTi-
JIENTUYHUX TIPENapartiB, MPOTe IEMOHCTPYE MBUAKY
Ta BUPA’KEHY BIJITIOBi/Ib HA BBEIEHHS i PUOKCUHY;,
1110 1 i/ITBEP/I’KEHO B HABEJIEHOMY BUIIAJIKY: KYILY-
BaHHS MaTepHa «crnajax-nmpurHidends» ga EET Ta
KJIiHIYHEe TOJIIIeHHS BKe TiCJI MepIioro mpu3Ha-
ueHHd BiTaMiny B, Baxso 3asnaunTy, 1o Myrarii
B redi ALDH7A1 MOXyTb 3yMOBJIIOBATU CY/IOMU,
YYTJUBI He JIUIIIE 10 T PUIOKCUHY, aJie ii 10 (posriHo-
BOI KHCJIOTH, 1[0 PO3IINPIOE TePalleBTUYHI MOKJIN-
BOCTI 32 HEJIOCTATHHOI BIINOBi/Ii HA MOHOTEPATIiIO
M PUOKCUHOM; 1€ BPAaXOBAHO B CX€Mi JIIKyBaHHS
HaBe/IeHOl HaMU NallienTKy [4,14].

MounekynspHoio ocHoBoio [I13E e matorenni Bapi-
ant reHa ALDH7A 1, o mpusBoagTh /10 1eiluTy
bepMenTy o-aMiHOaIUTTIHCEMiaTb/IeTiIIETIIPOTEHA
31 (QHTUKBITHHY ) — KJIFOYOBOTO €H3MMY KaTabo1i3-
MY JIi3UHY B MO3KY. B ymMoBax seinuTy aHTUKBITH-
HY B IepebpasbHiil TKAHWHI HAKOTIMYYIOTHCS /IBA
TOKCUYHI IPOMI’KHI MeTabOoIITH: o.-aMiHOA/ (I H-
cemianbaerinu (AASA) i A-1-nminepuauu-6-
kapbokcuiat (P6C), Mixk IKMMM iCHY€E cTaH XiMid-
Hoi piBHoBaru. Hakonuuenuit P6C BcTymae
B peakIiito KonzeHcaiii 3 PLP — aktuBHOI0 KOhep-
MenTHOIO hopmoio Bitaminy B, HeobopoTHo inak-
tuBytoun ioro. Came gedinur PLP € 6esnocepes-
HbOIO TIPUYUHOIO EMiJIENITUYHUX HATIAIB, OCKITTbKHI
PLP € nesaminnum KodakTopoMm Oibim Hix
140 pepMeHTATUBHUX PEAKITi, BKIOYAIOUN CUHTES
FAMK, ceportoniny, 1odaminy Ta iHInuX HEHPOMe-
JIiaTOPiB; TOPYIIEHHS WX MTPOIECiB MPU3BOJUTD /10
mucbamancy 30yKeHHs i TaIbMyBaHHST B MO3KY Ta
3HUXEHHSA cynoMHOTO mopory. [lapamenbro
HakonnueHHd AASA Ta TiNeKoJIiHOBOI KUCIOTH —
JPYTOro MapKepHOTO METAOOIITY, 110 YTBOPIOETHCS
3a aJIbTEPHATUBHUM IIJISIXOM KaTabo1i3My J3UHY,
TaKoX poOUTH CBill BHECOK y TaToOTeHEe3
3aXBOPIOBaHHS yepe3 Oe3nocepesniil TOKCUYHUI
BILIVB Ha Heliporn [12,14].

Kuniniyna kapruna [I3E xapakTepusyerbes Ha-
camriepe/I eTiJIeNTHYHUMU HallalaMy, Pe3NCTeHTHU-
MM /10 TPAJAUIIHHUX TTPOTUHATIA/IOBUX TIpeTapartis,
10 € 11 HalOIBII IATHOCTUYHO 3HAYYIIOIO0 O3HA-
ko1o. Hamagm MoKy Th po3noynHaTHC 11ie BHY TPilll-
HBOYTPOOHO — Y BUTJISI/II HAIMIPHUX PI3KUX PyXiB
IJI0/Ia B OCTAaHHBOMY TPUMECTPi BariTHOCTI — abo
MaHiecTyBaTH B HEOHATATHHOMY YU PAHHBOMY /-
Ta4yomy Billi. CeMioJiorist Hara/(iB € Pi3HOMaHITHOIO:
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(hokasbHI MOTOPHI, TeHEPaTi30BaHi TOHIUHI, MiOKJIO-
HiuHi, CKJIa/IHI (OKaJIbHI, iIH(DAHTUIBHI CTa3MU Ta
pPEeNUAMBHUN emijienTuYHui ctaryc. OkpemMy fia-
THOCTUYHY CKJIQJIHICTh CTAHOBJIATH aTUIIOBI (hOpMU
3aXBOPIOBAHHS: 3 [1I3HIM TIOYATKOM, 3 TI0YaTKOBOIO
BiZIITOBi/I/IT0 HAa TIPOTUHAIIA/IOBI ITperapaTy Ta 1o-
JQJIBIINAM PO3BUTKOM pedpaKkTepPHUX CYZIOM, a TAKOXK
i3 BIICYTHICTIO KOHTPOJIIO CJIS TIEPINOl 1031 MipH-
JIOKCUHY 3 HACTYITHOIO TTO3UTUBHOIO Bi/IITOBI/IIO HA
MMOBTOPHE BBE/ICHHST — TaKi BapiaHTU HEPIJIKO MPH-
3BOJISATD /10 IIarHOCTUYHUX 3aTPUMOK 1 BKa3yl0Th Ha
HeoOXiaHicTh akTrBHOTO cKpuHinry Ha IT3E y Beix
JIiTel i3 PE3UCTEHTHOIO EMJIETICIEI0 PAHHBOTO BiKY
He3aJIeKHO BiJl XapaKTepy BiIMTOBii HAa TOYaTKOBY
BiTaMiHHY Tepartifo [4,20].

Oxpim cynom, I13E xapakTepusyeThest IUPOKUM
CIIEKTPOM CYITyTHIX IIPOSIBiB, IO BiJ0OPAsKAOTh CHC-
temMHui BrumB fedinmuty PLP Ha Mo30K, 1110 po3Bu-
Ba€THCS. Y HEOHATAIbHOMY I1ePio/li 3aXBOPIOBAHHS
Moske MaHidecTyBaTh KapTUHOW eHIledaionarii
3 IITYHKOBO-KUIIIKOBUMU CUMIITOMAMU — GJIFOBaH-
HSIM 1 3AYTTSM KUBOTA, TOBEIiIHKOBUMU MTOPYIIIEH-
HSIMU Y BUTJIsII G€3COHHSI, TIIIEPaKTUBHOCTI Ta Jpa-
TIBJIUBOCTI, a TAKOK OKYJIOMOTOPHUMM PO3JIaJlaMH
3 aHOMAaJIbHUMHU pyXamu oueil. Helipopo3BuTKoBi
HACJIJIKY € HEBiJI eMHOIO yacTuHoto henotuty [I3E:
MAI[iEHTH, HABITh Ti, Y KOTO CYyZIOMU KOHTPOJIIOIOTHCS,
HEPI/IKO MAIOTh 3aTPUMKY IICUXOMOTOPHOTO PO3BU-
TKY Pi3HOTO CTYTEHS TSKKOCTi, TPU IIbOMY Hali-
GLJIBIIT BPA3IMBUMHE € €KCIIPECHBHE MOBJIEHHS Ta
3arajibHui KOoruiTuBHuil possutok. Ha EEI xapak-
TePHUMU € I y3He YIOBiJIbHEHHS (POHOBOI AKTUB-
HOCTI, 1BOOIYHI He3a/IesKHi My IbTH(OKA/IbHI erijer-
Tu(GOpPMHI PO3PpAAU, TeHePaTi30BaHi ClaJaxn
HOJICIIalKOBUX TOBIIbHUX XBUJIb, (hOKaIbHI 200
reHepasi3oBaHi rocTpi XBUJI, MATEPH «CHaaX-TPU-
THiYeHHST» — caMe BiH 3adikcOBaHNN Y HABEJICHOMY
HaM¥ BUTAJIKY B MAIIEHTKYU Ta KyIMOBAaHUHN Ticad
npusHadeHHd Bitaminy Be. MPT rosioBHOTO MO3KY
MOJKe BUSIBJISITH ypaskeHHsI 017101 PeYOBUHMU, TeHepa-
Ji3oBany aTpodiio Ta aHOMaJii MO30JIUCTOTO TiJIa,
110 TAKO3K ITi/ITBEPIKEHO B OITMCAHOMY KJITHIYHOMY
Butnanaky [4,14,18,20].

Cxkpuninr na [13E nokasanuii ycim aitam i3 pan-
HiM TIOYaTKOM CY/IOM HEBiJ[OMOIi eTioJIOoriil Ta HeJlo-
CTaTHHOIO BIFITIOBI/ITO HA CTAHIAPTHI ITPOTUHATIAIO-
Bi npenapatu. /liarHocTyBaHHS I'PYHTYETHCS HA
BU3HaYeHHI crienudiunnx 6i0XiMiuHUX MapKePiB:
AASA i P6C € nepBuHHUMMY i HAiIO1IbIIT HA I THIMM
JIIaTHOCTUYHUMU MapKepaMu, 1[0 BUMIPIOIOTHCS
B ceui, T1a3mi Ta/abo nepebpociinaabHill pignHi
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KAIHIYHUIM BUTTAAOK

i 3aTMNIAI0THCA MIIBUIIIEHUME HABITh HA TJI JIKY-
BaHHS HiPUIOKCHHOM, 1[0 POOUTD IX IPUAATHUMUI
JUIST IaTHOCTYBaHHS Ha OY/Ib-sIKOMY €Talli 3aXBOPIO-
BanH4. [linmexoninoBa K1CI0TA, dKa paHille MIUTPOKO
BUKOPUCTOBYBAJIACh SIK CKDUHIHTOBUI MapKep, BU-
SIBIJIACH MEHIIT HA/IITHOTO Yyepe3 0OMesKeHy dyTJIH-
BiCTb i crienuigHiCTh, TOMY HUHI PO3TJISAIAETHCS
JiiIe SIK BTOPpUHHUAM MapKep i Ma€ iHTepipeTyBaTu-
cs BUKJIIOUHO B nToe/iHanHi 3 piBHeM AASA. Ocra-
TOYHUM ITATBEP/KEHHSIM J[iaTHO3Y € BUSIBJICHHS
MaToreHHnX BapiaHTiB y reHi ALDH7A T 3a pe3yJib-
TaTaM¥1 MOJIEKYJITPHO-TEHETUYHOTO aHAJTI3y — caMe
el TijXi/1 peayi3oBaHo B HABEJECHOMY KJIIHIYHOMY
BUTIA/IKY, /e KOMIIAyH/[-TeTePO3UTOTHI MyTallii
c.902A>T ra c.328C>T migrBepanau giarao3 [13E
[11,20].

Ocnosoro mikyBanus [13E € moxkurreBa carmre-
MEHTAIIis MiPUAOKCUHOM Y (hPapMaKOJIOTIYHUX 1033X.
[Tpu rocTpux cymomax moyaTkoBa /1032 CTAHOBUTD
100 MT BHYTPIITHHOBEHHO OJ[HOPA30BO; BBEJICHHS
3/IACHIOETHCS B YMOBaX MOHITOPUHTY Yepe3 pU3NK
PO3BUTKY allHOE — MOTEHI[IHO HeOe3meYHOoro
YCKJIQJIHEHHS, 1110 MOKe BUHUKATH Ha TJIi MIBUIKOI
HOpMaJTi3allii HeiipomeiaTopHoro bamancy. [lixrpu-
MyBaJIbHa /103 /IS I€POPAJIBbHOIO TPUBAJIOTO 32CTO-
cyBatHst ctaHOBUTH 15—30 mMr/Kr/m00y, posaijieHa
Ha 2—3 3aCTOCYBAHHS; IIPU 1IbOMY B HEOHATAJIbHOMY
nepiozi 1060Ba m03a Moske csarati 200 M1, a B crap-
mux gireir — 10 500 Mr/m00y, OXHAK TePEeBUIECHHS
I[bOTO MIOPOTY € HeOAKAHNUM YepPe3 PU3UK PO3BUTKY
CeHcopHoi neprdeprudHol HeliponaTii, 1o € 10303a-
JIEXKHUM YCKJIQJTHEHHSM TPUBAJIOL Tepartii mipuiok-
CUHOM. BaskyinBo HarosocuTH, 1o MpUIMHEeHHs 3a-
CTOCYBAHHS MiPUIOKCUHY HABiTh HA KOPOTKUU
TEePMiH IIPU3BOJUTD /10 PEIUUBY CY/IOM, TO/Ii K
BiJIHOBJICHHS Tepartii 3a3Bryaii 3a6e31euye ixX MBH/I-
Ke KYITyBaHHs — 11ell (peHOMEeH € 0/[HOYACHO i flia-
THOCTHYHKMM KPUTEPIEM, 1 HarajyBaHHSIM IIPO HE0O-
XiTHICTB CYBOPOTO IOTPUMAHHS PEKUMY JIIKYBaHHS
MPOTSATOM YChOTO XKUTTS maiienTa [ 14,18].

Y wactunu miTeil i3 peppakTepHUME CyTOMaMHU,
1110 He Bi/INOBIZIAI0Th Ha MTiPUJIOKCUH, MOXKe CIIoCTe-
piratucs mo3uTUBHA BiAnoBib Ha PLP — akTuBHy
KoepmeHTHY (hopmy BiTaminy Be, 1110 6esmocepe-
HbO JIOCTYIIHA it epMEHTATUBHUX peakiliii 6e3
MOTMEPETHHOTO MeTA0OTIYHOTO TTePETBOPEHHS.
VY 6isbIIOCTI TAKMX BUIIAKIB IIPUYUHOIO € AeilluT
dbepmenTy mipugokcuu-5-pocdarokcumgasu
(PNPO), mo karasizye nepeTBOpeHHs MipUAOKCUHY
Ha PLP. Ockinpku PLP € norentiitno epextnBHIM
ax pu fediruti PNPO, Tak i npu [13E, psn nposiz-
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CLINICAL CASE

HUX MEJTMYHUX TIEHTPIB PO3IJIAIA€ MOTO SIK TIpenapar
TepIoi JiiHii B pasi mizo3pu Ha Be-3aexHy emien-
cito B 103i 30 MT/KT/1100Y; 1HIII [EHTPU PEKOMEH]TY-
I0Tb MTOCJIIOBHUM TiAXiz — mpu3Haduens PLP nuine
3a Hee(heKTUBHOCTI T PUAOKCUHY MTPOTSATOM TPHOX
HOCJIIIOBHUX /110, 3 TPOOBKEHHAM TEPAIIil 10 OTPH-
MaHH$I pe3yJIbraTiB MeTaboIuHIX JOCIIIZKEHD 1 MO-
gexyngproro aHanizy resa PNPO. Cuig onnax
naM’siTaTH [1Po BaskJIuBi oOMesxerHst PLP-reparmii:
BUCOKI KOHTIEHTPAIIil TpermapaTy B MO3KY MOKXYTh
cami 110 o0l CIPUYMHSTH CYZIOMHU Ta TeaTOTOKCHY-
HiCTb, a fioro BapTicTh y 6—10 pasiB nmepeBuiiye Bap-
TiCTh 3BUYAITHOTO T PUIOKCHHY, IO HEPIZKO 0OMEK-
y€ HoTo NMpaKkTUyHe 3aCTOCYBaHH [9].

Oxpeme Miciie B TepanieBTudHOMY apcerani [ISE
nociziae hoiHOBA KUCJI0TA, TIO3UTUBHA Bi/IOBI/Ib HA
SIKy BUSBJIEHA B TIAITIEHTIB i3 MiITBEP/I)KEHUM JTia-
rao3oM [13E, mo croyaTky moraHo pearyBaJju Ha
[iPUJOKCHUH, X04a TOYHUI MOJIEKYJIIPHUI MeXaHi3M
1bOTO eheKTy JI0Ci He BCTAaHOBJICHU. Y HOBOHAPO-
JUKeHNX (hOJIIHOBY KMCJIOTY MOKHA 3ACTOCOBYBATH
SIK IOJIATKOBY TEPAIIiio B 71031 10 3—5 MT /KT /100y,
0COOJIMBO 32 HEITOBHOI Bi/INOBI/Ii HA MIPUIOKCUH; J1JIs
CTapPINNX MAITIEHTIB PEKOMEHI0BaHA /1032 CTAHOBUTH
10-30 mr/m006y. BogHouac i gorpumyBatuch 00e-
PEKHOCTI: IUTaHHS PO JIOIIJIbHICTb TPUBAJIOTO 3a-
CcTOCyBaHHS (POJIIHOBOI KUCJIOTHU TICIS TOCATHEHHS
KOHTPOJIIO HAJl CYZIOMaMU 3aJIUIIAETHCS BIIKPUTUM,
a HABAXJIMBIIINM 3aCTEPEKEHHSIM € 3/JaTHICTb BU-
COKO/I030BOI Tepailii Go[iHOBOIO KUCJIOTOIO TTapa-
JIOKCAJTbHO TIOCUJTIOBATH HATIQIN — 1€l eheKT moTpe-
O6ye peTesbHOr0 KJIHIYHOTO MOHITOPUHTY Ta
IHAUBiIyaJbHOTO 3BAKYBAaHHA CITIBBiIHONIEHHI
KOPUCTH/PU3NK 7151 KOsKHOTO TartienTa [ 14,18,20].

Xoya Teparist mpugoKCMHOM e(heKTUBHO KOMIIEH-
cye inakrusaiio PLP i 3a6e3neuye KOHTPOJIb HaJl
CyJIOMaMU, BOHA HEJIOCTATHBO 3HUKYE HAKOTTUYEHHS
MOTEHIINHO HEHPOTOKCUYHUX TTPOMIKHUX TTPOYK-
TiB Katabomiamy mizuny — AASA i P6C. Came niep-
CHUCTYIOUa TOKCUYHA [Iis I[UX CIOJIYK, IMOBIPHO, TI0-
SICHIOE HECHPUSATIUBUN HEWPOPO3BUTKOBUN
IIPOTHO3, 110 crtocTepiraeThes B 75—80% mallieHTis i3
[13E y Burssani 3aTpuMKy IICMXOMOTOPHOTO PO3BU-
TKY Ta iHTeJIeKTyaJIbHOI HE/JOCTATHOCTI, HE3BAYKAIOUM
Ha a/IEKBATHUI KOHTPOJIb cyzioM. 1le maTodiziomnoriu-
He 0OrPYHTYBaHHS 3yMOBIJIO BBEJICHHS JIETUYHOTO
0OMEesKeHHsI JII3UHY 10 CYYaCHUX TepareBTUIHIX
[IPOTOKOJIiB: 3HUKEHHST HA/IXO/IKEHHSI JII3UHY 3MEH-
1ye cybcTpaTHe HaBaHTaKeHHsT Ha ieeKTHUT (ep-
MEHT aHTUKBITHUH 1, BIZITTOBI/IHO, HAKOIIMYEHHS JII31H-
MOXiIHUX TOKCUYHUX MeTaOOJIiTiB, 1110 TOTEHI[IHHO
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MOKpaIye repedpaibHy QYHKINO — PO3BUTOK, ITi3-
HaHHs, TOBEIHKY Ta KOHTPOJIb cyoM. /lieTa 3 06-
MeKEeHHSIM JII3UHY PEKOMEHIOBaHa TIO;KUTTEBO KOK-
HOMY THaiieHToBi 3 miarBepakenoto [13E, y skoro
CYZIOMU He IIOBHICTIO KOHTPOJIIOIOTHCSA ab0 HasABHI
MTOPYIIIEHHST HEHPOPO3BUTKY, 110 1 Peali30BaHO B CXe-
Mi JIIKyBaHHS HaBe/IeHOi HaM| TaIlienTku [ 6,18].

[TepcrieKTHBHUM JOTIOBHEHHSIM 10 6a30BOi Tepa-
i1 TipUAOKCUHOM € MPU3HAUYEHHS apriHiny, Mexa-
Hi3M [1ii SIKOTO IPYHTYETHCSI HA KOHKYPEHTHOMY aH-
TAroHi3Mi 3 JII3UHOM 3a TPAHCIIOPTYBaHHS yepe3
remaroentiedaniynuii 6ap’ep (3a 10IIOMOIoIO repe-
HocHuka CAT1) ta yepe3 BHyTPIIIHIO MiTOXOH/IPI-
anpHy Mem6pany (tpancrnoprepu ORNT1 rta
ORNT2). 3mennryoun HaJIXO/PKEHH JII3UHY B MO-
30K, apTiHiH OMOCEPEKOBAHO 3HUKY€E HAKOTTNYEHHS
HeitpoTokcnuaux cyocrpariB AASA i P6C, cipuum-
Here fnedinuToM aHTUKBiTHHY. /lokasoBa 6asa /st
TaKOTo MiAXOAY MiIKPiTJIeHa T0CBIIOM JIIKyBaHHS
[JIyTapoBoi anuaypii tuity I, npu kit KOHKypeHT-
HUIT aHTaroHi3M apriHiny Ta Ji3uHy 3a 1epedpajibHe
TPAHCIIOPTYBAHHS € I00Pe TOBEIEHNM TePaIeBTIY-
HUM npuHIKIoM. Ha nmpakTuili 3acTocoByIOTh /1Ba
pexxuMU KOMOIHOBAHOI Tepartii: ToABIHHY Tepartito
(aprinin 400 Mr/kr/mo0y + nipugokcuH 6e3 meTnd-
HOTo 0OMeKEeHHS JII3MHY ) Ta OTPiiiHy Tepartiio (ap-
riria 150 Mr/kr/m06y + mpugIoKCHuH + HieTudHe 00-
MeKeHHS JII3UHY); OCTAaHHIO 1 3aCTOCOBAHO
B HaBeJ/IeHOI HaMU TAlliEHTKH, 1110 3a0e31e4nJI0 110-
BHE IIPUIIMHEHHS CY/I0M Ta HOPMaJIi3allilo ICUXOMO-
TOPHOTO PO3BUTKY [6,14].

Y 6inbinocti Bunaakis emniserncii mpu BIIM crienu-
(biunHa maroreHeTHYHA TEpaIisa HOTPeOYE AOMOBHEH-
Hd CUMITOMATUYHUMU MPOTUHAMATOBUMU
perapaTam, 1o 3aCTOCOBYIOThCST B pAMKaX KOMOi-
HOBAHOTO I1i/1x0/1y. [Ipn 11boMy TPUHITUIIOBO BasKJIM-
BUM € BUOIP OE3MEYHNX /I MiTOXOH/IPiil IperapaTis:
CJIiji yHMKATH BaJIbIIPOATiB, KapOaMaselliny, OKCKap-
Gasertiny, (heHobapbiTany Ta 6eH30/1ia3€eMiHIB yepes
IXHIO MOTEHITITHY MiTOXOH/[PiaJIbHYy TOKCUYHICTB, 110
MOJKe TIOTIPIITUTH 1epebir MeTaboJTiYHOrO 3aXBOPIO-
BanHs. ONITUMATBHUMU TTPerapaTamMu BHOOPY € Jia-
MoTpupKuH (1-15 Mr/kr/mo6y y 2 3actocyBaHHs),
seerupareram (20—60 mr/kr/noby y 2—3 3acrocy-
BanHs ), rabanentit (10—50 mMr/kr/mo0y B 3 3actocy-
BaHHs ) i takocamiz (2—10 mMr/kr/moby y 2 3actocy-
BaHH:) — yCi BOHU He YUHATH HEraTUBHOTO BIUIMBY Ha
MITOXOH/IPiabHy (DYHKILO i MOXKYTH OE€3MeYHO TI0-
€IHyBaTHCA 31 crierdiyHo0 MeTaboJIIYHOO Teparti-
cr0. CJIiz 3a3HAYNTY, 110 B HaBeI€HOI HAMU MAIliEHTKNA
Ha TIOYaTKOBOMY €Tarli JTiIKyBaHH: 3aCTOCOBAHO (peHo-
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6apbirait, mpote micsst Bepudikarii giarnozy [13E
10TO 3aMiHEHO Ha JieBeTHparieTaM (JIeBiuTam ) y 1031
40 Mr/Kr/no0y sik Ge3nedHy I MiTOXOHPIH ansrep-
Hatusy [5,10].

BucnoBku

Bpopketi opyiiertst Mmetabostisamy B [iTelt paH-
HBOT'O BiKYy € BOKJIMBOIO Ta HEPIJIKO HEJOOIIHEHOO
MPUUUHOIO EMiJIENTUIHUX eHIleaTonarTii, o Xa-
PaKTEPU3YIOTHCS TSKKUM TTePebiroM i3 pe3ncTeHT-
HUMU JI0 CTaHAAPTHOI Tepallii HallagaMu 1 3aTpUM-
KO0 IICUXOMOTOPHOTO POo3BUTKY. HaBenenuit
KJIIHIYHIHY BUTIA/IOK € HAOYHOIO IEMOHCTPAITIEIO TOTO,
110 HaBiTh 32 HASIBHOCTI CYITyTHIX CTPYKTYPHUX aHO-
MaJIiii MO3Ky MeTaboJIiuHa IIPUPO/IA eriiercii Moske
3aJIMIIIATHCS €IMHOI0 KyPabeJbHOO CKIIAI0BOIO 3a-
XBOPIOBaHHS, i caMe 11 CBOEYAaCHe BUSIBJICHHST BU3HA-
Ya€ MOoAJIBIINI ITPOTHO3 11 AUTUHH.

Pante BusiBjieHHs i BepubiKaliist MeTaboiaHOrO
nedeKTy BiIKPUBAIOTh MOKJIUBICTb TPU3HAYEHHS
criennigHOTO MAaTOTeHETUIHOTO JIIKYBAaHHS, 3/1aT-
HOTO KapAUHAJIbHO 3MIHUTH Mepebir 3aXBOPIOBaH-
HS — JIOCSATTH KOHTPOJTIO HAJ CYZIOMaMH, 3a1100irTi
MOZIANBIIIOMY YPa)KeHHIO HEPBOBOI CUCTEMU Ta TIi/I-
TPUMATU HEUPOPO3BUTOK AUTHHU. Came TOMY aK-
TUBHMIT AlarHocTruuHuii norryk BIIM € 0608’ s13K0-
BUM Y KOKHOMY BUIIQJIKY B IUTUHY 3 PE3UCTEHTHOIO
€ILJIeTICi€I0 PAHHBOTO BIKY.

HyrtputusHa i BiTaMiHHO-MiKpOeJeMeHTHa Tepa-
i € e(heKTUBHUM Ta HEPIJIKO EAMHUM TATOT€HETHY-
HO OOTPYHTOBAHMM METO/IOM JIIKYBaHHsI Ipu Jiedi-
uTax KohepMeHTiB, aMiHOKUCIOT ab0 BiTaMiHiB.
IToxazoBo, 1110 HaltyacTillle BOHA € TTPOCTOIO, Bi/THOC-
HO JIOCTYITHOIO i G€3MeHOI0; a 11e 0COOTUBO BsKINBO
JULS Tle/liaTpUudHOl TpakTuku. JlocBij JiKyBaHHS
Bé-3ame:xHoi emisiencii € HalsACKpaBiliuM TiTBEP-
JUKEHHSIM 1[bOTO TIPUHITUILY.

Ycim pitam i3 hapmakopesncTeHTHUMU HaTTa[aM1
HEBIIOMOI €Ti0JIoTii CJTi/i TPOBOMUTH JIIarHOCTUYHY
TepareBTUYHY POOY MiPUIOKCUHOM; Y Pa3i mo3u-
TUBHOTO ePeKTY MiATPUMYBATbHY TE€PAITIIO CJIiT TTIPO-
JIOBKYBATH JI0 OTPUMAHHST pe3yJIBTaTiB 610XiMiuHO-
ro i MOJIEKYJISIPHO-TEHETUYHOTO JOCHi/IKEHD.
[TipuokcuH € mpernapaToM Mepiioi JiHil B pasi mij-
o3pu Ha [I3E i 3acToCOBYETHCS MOKUTTERO B /1031
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KAIHIYHUIM BUTTAAOK

15-30 mr/xr/moby niss HeMoBasAT abo 10
500 mr/m00y muist crapiiux namienTis. Bukiamgeni
B I[ill cTaTTi JaHi MaloTh 6e31ocepeiHE IPAKTUIHE
3HAYEHHA JIJIS1 TUTSYUX HEBPOJIOTiB, TleliaTPiB 1 Heo-
HATOJIOTIB: caMe TIi (paxiBIli MePIIMMH 3yCTPIYAIOTh
JUTHHY 3 PE3UCTEHTHUMU CyZl0OMaMU, TOMY BiJl iX
HACTOPOKEHOCTI 00 MeTabOIIYHOT IPUPOIH €ITi-
JIETICiT, TOTOBHOCTI CBOEYACHO TPU3HAYUTH BiTaMiH-
Hy 11po0y Ta iHinioBaTn norrbaeHnii Metaboriv-
HUI CKPUHIHT 3aJIeKUTh T€, YU OTPUMAE NUTUHA
IIAHC Ha ITOBHOIIHHUI HEHPOPO3BUTOK. 3aTPUMKA
JiarHO3Y HaBITh Ha KiJIbKa THKHIB IPK KypabesibHiii
dhopmi MeTaboJIiuHOI ermijiencii MoKe MaTH Helo-
[paBHi HACJIJIKK JIJI MO3KY, 1110 PO3BUBa€ETbCs. Toi
CBOEYACHO BCTAHOBJIEHUT J[iarHO3 i TPaBUJIBHO Ti/Ti-
Gpana crierucivHa Teparis, siK 1ie HaBeJIeHO B HaBe-
JIEHOMY KJIIHIYHOMY BUIAJAKY, 34aTHI 320€31e4nTH
JIUTUHI TTOBHOIIHHE JKUTTSI.

Asmopu 3ase1s10ms npo idcymuicms KOHGAKmMy
iHmepecis.

BukopucraHHs HITYYHOTO iHTEJIEKTY. ABTOPU Py-
KOTIVCY CBIJIOMO 3aCBiTIYIOTD, IO B IIPOIIECi IOCTi-
JIPKEHHS Ta IM1/ITOTOBKH 1[bOTO PYKOIIMCY He BUKOPHC-
TOBYBAJIM KOJHUX IHCTPYMEHTIB abo cepBiciB
reHepaTUBHOTO IITYYHOTO IHTEJIEKTY /17151 BAKOHAH-
Hs1 OY/Ib-SIKUX 3aB/IaHb, epesideHnx y TakcoHomil
NieJieTyBaHHS 3aB/IaHb TeHEPATUBHOMY MTYYHOMY
inrenexty (GAIDeT, 2025 p.). Yei eranu po6otu —
BiJl KOHIIETITYaJi3allii 10 piHaJbHOTO pe/laryBaHHs —
BUKOHaHI 6€3 3aIy4eHHsI FeHePaTUBHOTO IITYYHOTO
IHTEJIEKTY, BUKJIIOUHO aBTOPAMU.

Indopmariis npo pinancyBanus. QinancyBaHHs
BugaTkamu JlepxasHoro Oomkery Ykpainu. Crarrs
€ (hparMEHTOM IIJIAHOBOI HAYKOBO-0CITHO POOOTH
[lep:xkaBHOI ycTaHoBU «BceykpaiHChbKUI TIEHTP Ma-
TepuHCTBa Ta AuTHHCTBA Hamionanbaoi akagemii
MeJIMYHUX HAyK YKpaiHuy» «OnTrMiszyBaTu JiarHOC-
TUKY Ta Teparliio CTpec-iHAYKOBAHUX PO3JIAJIiB Y -
Tell PAaHHBOTO Ta JOMIKIILHOTO BIKy 3 XBOpOOaMu
HEPBOBOI CUCTEMHU B YMOBAX BOEHHOTO CTaHy»,
Ne nepik. peectpartii 0121U0058, tepmin BUKOHAH-
Hs: 2025-2027 pp., kepiBuuku: akagemik HAMH
Ykpainu [O.I. Aatunkin, akagemik HAH ta HAMH
Yxpainu B.1. [lumbastiox, 1-p Mez. HayK, mpodecop
JL.T. Kupuosa.
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