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BpomxeHi nopylerHa metadconismy (BINM) € oaHie0 3 HalOINbLL 3HAUYLLMX | BOAHOHYAC HEeAOCTATHO AIarHOCTOBAHMX MPUYMH ENINENTUYHINX eHLie-
hanonartiii y Aiteit paHHbOro Biky. KONeKT1B BIAAINEHHSA AnTA40l HeBponoril 1Y «BceykpalHCbkuin LeHTp MaTepuHCTBa Ta AMTnHCcTBa HAMH YKpaiHny
noHaa 25 pokiB BMBYAE LIIO NpOOaEMyY, LLIO CTano NiArpyHTaM Ans nigrotoBku Lel nyonikauil. OcobnmBol yBaru 3aciyroBye NipMaoOKCUH-3anexHa
eninencia (M3E) — pigkicHe ayToOCOMHO-PeLECHBHE 3aXBOPIOBAHHS, 3yMOBEHE MyTaliamn B reHi ALDH7AT, ak knacuuHuii nprknan kypadensHol
MeTabOoNIuHOT eninenTnyYHOT eHuedanonaril.

MerTa — cuctematzyBaTti CyyacHi AaHi Woao eninentnyHnx eHuedanonarivi npn BINM y gitelt paHHbOro Biky; BUCBITIUTY NATOr€HETUYHI MEeXaHI3Mu,
KNIHIYHI OCOOMBOCTI, NiAXOAM 40 AIarHOCTYBaHHA i /TIKYyBaHHSA.

[NpoBedeHo cucTemaTrsadiio HaykoBol nitepatypn 3 6a3 «PubMed/MEDLINE» tTa «OMIM» 3a octarHi 10 pokis.

HaBeaeHO KNiHIYHUIA BUNAAOK iBUVIHKM 3 MICALIB I3 PE3UCTERTHOK HEOHATaNbHOK eninencield, 00CTEXEHOT i3 3aCTOCYBaHHAM Biaeo-EEM-MOHiI-
TOPWHIY, MarHiTHO-PE30HAHCHOT TOMOrpadil TONOBHOIO MO3KyY, GIOXiIMIUHMX AocniaxeHs | NGS-aiarHocTukm (naHens CarrierSeq, 420 rewis). Eninen-
TUYHI Hanaan npvt BIMM pe3ncTeHTHI 40 CTaHAaPTHUX NPOTUHANaA0BUX NpenaparTis i MOXyTb 4e0i0TyBaTh eninentuyHM CTaTyCcoM. Bik MaHidpecTauir
€ KMOYOBUM AIarHOCTUHHUM OPIEHTUPOM. LliarHOCTUYHWIA anroputy nepeadadac Tpu piBHi: 6a308BY GIOXIMIYHY NaHe b, CrnewuianizosaHi MetaboiyHI
TECTU Ta MONEKYNAPHO-TEHETUYHE AOCAIAKEHHSA. Y CiM HOBOHAPOLKEHNM i3 PE3UCTEHTHUMI CyOMaMKU HEBIAOMOT ETIONOT T MOKa3aHO eMNipUYHy
npooy NIPUAOKCUMHOM. Y HaBeAeHOMyY B1Naaky B reHi ALDH7AT BuaBNeHO ABa NaTOreHH BapiaHTn B KOMMNayHA-reTepo3nroTHOMY CTaHi, 3aBOAKM
YoMy BepuikoBaHO AiarHo3s M3E. MNpr3HaverHA TapretHol Tepanii (NipYaAOKCUH, apriHid, PONIHOBa KNCNO0Ta, Ai€Ta 3 OOMEXEHHAM Mi3nHY) 3a0e3-
NeYynno CTiky PEMICIIO I HOPManisaLito NCUXOMOTOPHOIO PO3BUTKY.

BucHoBKMW. PaHHE BUABNEHHA METa00NIHYHOIrO AedeKTy BIOAKPUBAE MOX/IMBICTL NATOreHeTMYHOT Tepanil, 34aTHOI KapAWMHAIbHO 3MIHWTY MPOrHO3.
HyTpuTVBHa i BITaMIHHO-MIKpOE/IEMEHTHa Tepania € e(heKTUBHUM METOLOM NIKYBaHHA KypadenbH1X (hopm MeTabonivHol eninenci.

ABTOPU 3a9BNSI0Tb NPO BIACYTHICTL KOHMAIKTY iIHTEpeCiB.

Knto4oBi cnoBa: BpoxeHi NopyLIeHHA MeTabonismy, eninentnyuHa eHuedanonartia, MetabosiuHa eninencid, NipnaoKCrH-3anexHa eninencig, rex
ALDH7AL, NipuaoKCWH, HeoHaTanbHi CyaoMN, PE3NCTEHTHA eninencid, 4iTh PaHHBbOr 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-
H7A1 gene — 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 IEM 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 a 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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neonatal seizures, drug-resistant epilepsy, young children.
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Beryn

MHIJIEIITUYHI HAllaJy € OJHUM 13 HAWUIIOIIU-

PEHINTNX HeBPOJOTIUHUX PO3JIA/IiB JUTS-

YOro BiKy. 3a TaHUMHU JIOCTIKEHb, CyIOMU
BUHUKAIOTh MPUOJIU3HO B 5% JiTell pAHHBOTO BiKYy
(cmiBBimHOMmeHHS — 1:20), TOMI 5K emizerncisg po3Bu-
BaeTbest B 0,0% (1:200) i3 Hux [3]. Hesaxkaroun Ha
Te, 1110 BPO/KeHi mopyuients metabosizmy (BIIM)
TPAJUIIITHO BBAKAJINCS PIIKICHOIO TPUUWHOTO eTTi-
JIeTicii B JiiTel, cydacHi reHeTUYHi A0CTiKeHHS Kap-
JIIMHAJIbHO 3MIHUJIN 1110 KOHIIeT1it0. BcTanosiieHo,
110 3 880 reHiB, acoliioOBaHUX i3 PO3BUTKOM eIlijIel-
cii, 373 (42%) € renamu BIIM [17]. Eninentuuni
Harazu, 1oB’si3ani 3 BIIM, motpebyroTh HeBiIKIaI-
HOTO JIiarHOCTYBaHHA 1 cieluivHOoTOo JIKyBaHHS,
OCKIJIbKU JIMIIIe CBOEYACHA TEPAITis 1a€ 3MOTY YHUK-
HYTH TIOBTOPHUX €I1i30/1iB MeTab0JIi4HOI IEKOMITEH-
callii Ta HelmoONPaBHOIO YPasKeHHSI HEPBOBOI CHUCTe-
mu. Hattuacrinte BIIM cirig mizo3pioBaT B IiTel i3
PE3UCTEHTHOIO JIO JIIKYBaHHS eMiJIENTUYHOIO eHIle-
dasnonariero.

KonexTus BiftiieHHs ICUXOHEBPOJIOTIT Ta ophaH-
HUX 3aXBOpioBanb y Aiteit /1Y «Bceykpaincbkuil
1eHTp MaTepuHcTBa Ta AnTHHCTBAa HAMH Yrpainu»
MOHA/T 23 POKiB BUBYA€E OphaHHy MATOJIOTiI0 HEPBO-
BOi CICTEMU B JIiTe, 30KpeMa, eliJIeNITHYHI eHIeda-
Jionarii pidHoro rere3dy. Hakonnuenuit kiainiyuuit
TOCBIJT JTIKYBaHHSA [iTel i3 pe3ncTeHTHIMU (hopMaMu
erriJierncii, y Tomy 4ucJii 3 BepudikoBaHow MeTabo-
JIIYHOIO €TIOJIOTIEI0, CTaB MiATPYHTSM JIJISI CUCTEMA-
TH3aIlii 3HaHb Y il TaTy3i Ta MPaKTUIHUX PO3POOOK
IiIXO/IIB /10 liarHOCTyBaHHs KypabeabHuX (popM 3a-
XBOPIOBaHb. BIIPOBA/IIKEHHST B KJIIHIUHY MPAKTUKY
Bi/IIiJIEHHS Cy4YaCHUX METO/IiB MOJIEKYJISIPHO-TeHe-
TUYHOTI'O /1iaTHOCTYBaHHS, 30KpeMa, CEKBEHYBaHH S
HOBOT'0 IIOKOJIIHHS, /14710 3MOT'Y CYyTTEBO PO3IIUPUTH
MOXKJIMBOCTI BepriKallil MeTaboIIYHUX elriIernciit
Ta 3a0€3MEeYNTH TTATOTEHETHYHO OO PYHTOBAHY Tepa-
IO TIAI[iEHTaM, SKi paHillle pOKaMyu OTPUMYBAJIH He-
edeKkTUBHE CUMIITOMATHYHE JTiKyBaHH:. Came mMoe-
HaHHs 6araTopivyHOTO KJAIHIYHOTO AOCBiLy
3 MOXKJIMBOCTSIMU Cy4aCHOI HEUPOTEHETUKN 3yMOBHU-
JIO aKTYaJIbHICTb TTATOTOBKH TIi€l myOTiKaliii, cripsi-
MOBAHOI Ha I IBUIIEHHS 06I3HAHOCTI IPAKTUKYIOUMX
JIiKapiB 1010 MeTAOOIYHIX TPUINH PE3UCTEHTHOI
eIiJIeTICii B [IiTeil PAHHBOTO BiKY.

Mema nocniikeHHs1 — CUCTEeMaTU3yBaTH CY4acHi
JlaHi I0/10 eMiIenTUIHNX ennedanonaTiii mpu BIIM
y [iTell paHHBOTO BiKY; BUCBITJIUTHU MMaTOTEHETUYHI
MeXaHi3MU, KJIiHIYHI 0cOOJIUBOCTI, MMAXOAM 0 Iia-
THOCTYBaHHS 1 TIKYBaHH4, 2 TAKOXK MTPOITIOCTPYBATH
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KAIHIYHMI BUTTAAOK

OTIMCaHI CTaHU KJIIHIYHUX BUTI/IKIB i PUIOKCHH-3a-
nesxxnoi eritenicii (I13E) 3 BepudikoBannm Mosrexy-
JITPHO-TEHETUYHUM JIIaTHO30M 1 CITPUSTJINBUM pe-
3yJIBTATOM JIiKyBaHHS.

CucreMaTn30BaHO Cy4acHY HayKOBY JIiT€paTypy
3 IUTaHb MeTa0OIIYHIUX eIeNTHYHUX eHIedaona-
Tiit y miTell, 30KpeMa, JaHi MiKHapoaHOI Oa3u
«PubMed/MEDLINE» Ta 6a3u ganux «OMIM»
3 aKkIeHToM Ha myOrikartii ocransix 10 pokis. Buko-
PHCTAHO PE3yJIBTaTH KOMILJIEKCHOTO KJITHIYHOTO 00-
CTEKEHHS JIBUNHKH BIKOM 3 MiCSIIi 3 Pe3UCTEHTHOIO
JI0 CTaHAAPTHOI TePallii HeOHATAJIBHOIO EITIJIETICIETO.

Y nositTHBOMY OryIAMi A. Sesse Ta cmiBaBT. [12]
npoanasizoBano moHaa 600 MeTaboTYHIX PO3JIAIiB,
10 CYTIPOBOJIKYIOTHCS EMIJIETICIEI0. ABTOPU HATOJIO-
IIYIOTh, 110 TPUOIM3HO KOKHA 1IocTa (hopMa MeTa-
GOJIIYHOI ermiJIerncii MOTEHIHTHO MiIa€ThCs JIIKyBaH-
HIO, CTIPSAMOBAHOMY Ha TEPBUHHY NPUUYUHY
(treatable), Toxi six pemrra (6m3bK0 83—85%) He
miggaoThes JikyBaHHio (non-treatable) i craHoB-
JISITh 3HAYHY KJITHIYHY Ta HAyKOBY MTPOOJIEMY.

Jlo kypabebHux (hOpM HaJIEKATh: i PULOKCHH-
3ajieXKHa emiJierncis, nipumokrcasb-5'-docdar-
3ajie’kHa elriJienicis, panHs BiTaMiH-Be-3amexna
emniencis, qedinut 6ioTuHigazu, 1ediluT roJoKap-
60KCHIa3-CUHTEeTasH, epebpanbuuii gedinut o-
JIaTiB i gedinmuT TpancrnopTepa rioko3u turmy 1. 11
cranu no0pe pearyioTh Ha crenudivHy Teparimo
(BiATIOBiIHO Ha MiPpUAOKCUH, TIPUIOKCATB-5 -
dochat (PLP), 6iotut, hogiHOBY KUCTIOTY Ta KETO-
TeHHY JIIETY).

Jlo HekypabeabHux (hop™m HaeKaTh: gedinut
afeHisocykinuuat-miazu, aedinutr TAMK-
TpaHcaMiHasu, eiluT TUTI PO PUMIAH-IETIAPO-
reHasu, AeiluT AUTiAPONipUMigHa31, XBOPOHa
Tomre Tumis 21 3 i nedpinut cyabdir-oxcunasu. I1i
pO3JIajii XapaKTepU3yIOThCs TSKKUM Tepebirom,
pedpakTepHICTIO 0 aHTUEMJIENITUYHUX TPerapaTiB
i mporpecyiouoio HelpojiereHepalti€o.

3a ZI01I0MOroIo aHajidy MeTaboIuHNX IIISXIB
6a3u JaHnx «Reactomes BUSIBIEHO CYTTEBI BiMiH-
HOCTI MiXX IIUMU IBOMA TPyTIaMU;

* reHu KypabeJbHUX MeTaOOJITHUX eIiIernciii
HaifyacTilie acoliitoBani 3i mugxamu « MeTtabo1ism
aMIHOKUCJIOT Ta IXHIX MOXiAHUX>, «MeTabomisM»,
«Meta6oJ1i3M BiTaMiHiB Ta KOGaKTOPiB»

* reHy HeKypabeabHKUX (POPM JacTilie 1oB’a3aHi
3 TopyIeHHsIMU IsAXiB « MeTtabotism», « MeTabo-
Ji3M GLIKiB», «AepoOHe AMXaHHS Ta TPAHCIOPTY-
BaHH eNeKTPoHiB», «IIponecunr TPHKy, «Mito-
XOHJIiaJIbHA JIeTpajiallisl ITPOTEiHIBY.
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Tabauys 1

MaToreHes eninencii npu BpogXeHUX NopyLIeHHAX MeTabonismy

MexaHizm

Mpuknagu

EHepreTnyHa HefoCTaTHICTb

[inornikemid, aediumt TpaHcnopTepa rioko3u-1, ae@eKTn AnxanbHOro naHuiora, AediunT ni-
pyBatgerinporeHasn, nedexktn umkny Kpebca, nediunt kpeatnny

ToKCHMUHNIA ehekT

AMIHOaUMAoNaTil, OpraxiuHi aumaypil, AeeKTr UMKy CEHYOBUHN, AediUnUT KOhakTopa Monio-
AeHy, AediunT CyNbdITOKCKAa3M

[opyLUEeHHS (DYHKLUIT HEMPOHIB

XBOPOOW HAKOMNYEHHA

[oOpyLLEHHS CUCTEM HENPO-
TpaHCMITEPIB

HekeToTnuHa rinepraiuvHeMis, atnnosa geHinkeTorypia, aediunt FAMK-TpaHcamiHasu, ae-
QiunT cykumHaTceMianbaerigferigporeHasn

Manbhopmauii MO3Ky

MepokcucomMHi po3naav (cvHapom Llensserepa), Aediunt AvxansHOro naHuora, AediunT ni-
pyBataerigporeHasu, gedekT O-rniko3naBaHHsS (BpOaXKEH M'a308i AUCTPOdII)

3anexHiCTb Bifl BiTaMiHiB a00
KO(haKTOPIB Ta AedekTn TpaHc-

Hediunt 6ioTrHIAa3n, NipUaOKCKH-3a1eXHa Ta NipUAoKCcanb-5-hochar-3anexHa eninencis
(Cyoomu, wyTvBi 4O PONHOBOI KUCNOTH), AedILNT TpaHCNoPTEPa TiaMiHy, XBopoOa MeHkeca,

nopTepiB BiTAMIHIB

nedekxT TpaHcnoprepa ponatia, AediunT anrigpodonatpeayKrasm

BusiBieno suiie 17 crmibHUX MeTabOIYHUX ILIS-
XiB MIJIAXiB MiXK IBOMA TPyIaMH, IO CBITYATH TTPO
[PUHIIUIIOBY PI3HUIO B TTaTOreHesi. 3pobJieHo BU-
CHOBOK, 10 KypabeibHi (OPMHU MmepeBakKHO
MOB’s13aHi 3 MOPYIIEHHAM KO(haKTOPiB i BiTaMiHiB
(1110 JIETKO KOPETYETHCS ), TOMI SIK HeKypabebHi —
3 6111 TTTMOOKUMIY TOPYIIEHHSIMU €HEPTeTUYHOTO
06MiHy Ta 61JIKOBOTO FOMEOCTa3Yy, IO MOSICHIOE iXHIO
pedpakTepHicTb /10 JIKYyBaHHS.

[Tarorenes emisienTuynux HanaAiB npu BIIM e re-
TEPOTEHHUM i peasli3yeThCs yepe3 KiJibKa B3aEMO-
noB’si3anux MexanismiB (Tabur. 1). [leHTpasbre Miciie
nocizae roctpa abo XpoHiuHa 1epedpajibHa eHepre-
THYHA HEJIOCTATHICTh — CTaH, 32 IKOTO MOPYIIEHHS
BUPOOIeHHsT ab0 yTUJTi3allii eHeprii B HelpOHaX 3HU-
JKYE CYZIOMHU TIOPIT i CTBOPIOE YMOBH JIJIs1 BUHUK-
HEHH$I CIIOHTAaHHUX PO3pAiB. Kiacuunum npukia-
7oM € fediluT TpaHcopTepa TaoKo3n Tuiy 1, 3a
SKOTO TOPYIIEHHS HAJXO/ KEHHS I'JTI0OKO3U Yyepe3
rematoeHniedaniynuii 6ap’ep 6esmocepesHbO
110306aBJIsIE HEFPOHU OCHOBHOTO €HEPTeTHYHOTO CY0-
ctpaty. [lapasyesbHo /i€ MeXaHi3M TOKCUYHOTO ypa-
JKEHHST: HAKOITUYEHHSI aTOJIOTTYHIX MeTaboJIiTiB —
gk 1e BigbyBaerbes npu [I3E 3 akymyJsiieio
OL-aMiHOAIMIIIHOBOI CeMiaJib/IeTiIHOT KUCJIOTH Ta
A1l-minepuaein-6-kapOoKCcHIaTy — MPU3BOAUTH 110
inakrusaitii PLP i rpy6oro mopyiieHHs: HeiipoMe/ti-
aroproro oominy [2,5,14].

He menmm BaskmBUMY € TOpynieHHS (DyHKITI1 He-
POHIB Ha PIBHI CHHAIITUYHOTO TIePe/IaBaHHs i He-
lipoMeiiaTopHOTO cuHTE3Y. JleinuT KII0U0BUX KO-
daxropis, 3okpema, PLP, ¢ponary abo Giotuny,
6J10Ky€ (hepMeHTaTHBHI peakilii, HeoOXiTHi It CUH-
Te3y ramma-aminomacssguoi kucaot (FAMK), ce-
POTOHIHY Ta IHITUX HEUPOMeAIaTOPIB, 10 MOPYIITYE
GaJratic 30yKEHHS Ta raJibMyBaHHs B MO3KY. OKpe-
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MY POJIb BilirpaioTh CTPYKTYPHI aHOMAJIii PO3BUTKY
MO3KY — 30KpeMa, (hoKayIbHa KOPTUKAJIbHA IUCILIA-
3is1 Ta iHIi MaabhopMallii KOpH, Mo MOKYTh OyTH
HACJITKOM MeTabOoIIYHOTO YpakeHHs] B KPUTHYHI
nepioau Heliporenesy. HaperiTi, mopyIiiieHHs TpaHC-
MOPTYBaHHS MeTa0OJIITIB 710 MO3KY — TJTIOKO3H, Kpe-
aTuHy, Qosaty — hopMye OKpeMuii maToreHeTUYHI I
KJIacTep, 3a SIKOr0 HEMPOHU CTPaK/IaloTh He BiJ| Ha-
KOTIMYEeHHS TOKCMYHUX PEYOBUH, a Bijl gedinuty
eceHItiitnux cyoerparis [5,12].

Kniniuna kaptuaa BIIM y giteil paHHBOTO BiKy
€ TT0JIIMOP(MHOIO 1 PiIKO 0OMEKYETHCS JIMIIIE EITiIer-
THIHUMY HanaglaMu. CUCTeMHi TPOSIBU — 3aTPUMKa
(hiznuHOTO PO3BUTKY Ta POCTY, BTpAaTa MacH TiJa,
ITi/IBUTIIEHA BTOMJIIOBAHICTB, TU(y3HA M'S30Ba TiTI0-
TOHisT, TOPYIIIEHHS Xap4yBaHHsl, OJTF0BaHHST Ta OiJTh
y JKUBOTI — HEPIZKO MepeayioTh MosBi cyaoM abo
CYTIPOBOIKYIOT iX, POPMYIOUHN XapaKTePHUI KJTi-
HiYHUHT (PEHOTHUTI, 0 MA€E HACTOPOKUTHU JIiKaps
111010 MeTaboJIIYHOI IIpupoAu 3axBopioBanis. Oco-
6JIMBO BasKJIMBOIO JIATHOCTUYHOIO O3HAKOIO € CXUJTb-
HICTb JI0 TOCTPUX MeTabOJIYHUX JeKOMIIeH CAIiil
(xpu3), IKi MOXKYTb IPOBOKYBATUCS IHTEPKYPEHT-
HUMM 1H(DEKIISIMU, TOI0yBaHHSIM a00 HaJMipHUM
O1KOBMM HaBaHTa)keHHAM. Enisentruni Hanmaan
npu BIIM xapakTepusyoTbcs 3a3BUYaii pe3UCTEHT-
HICTIO /IO CTaHJIaPTHUX aHTUEIIJIENTUIHUX TTpera-
paTiB, a B 1e6I0TI JIeTKUX HO30J10Ti i — 30KpeMa, [13E
Ta eheKTy TpaHCIIOpTEPA TiaMiHy — MOKe PO3BU-
BATHCS EMIJIENITUYHIIT CTATYC, 10 TOTPeby€e Heraii-
HOTO crenuigHOTO JIKYBaHH i € TPSIMOIO 3arPO-
3010 JIJIs1 JKUTTSI AUTUHHA [ 2,5].

3a JaHUMU BEJTUKOTO OTJISIAY MeTabOoiuHuX
emisiencii, omy6ikoBanoro B. Tumiene Ta criBaBT.
y 2022 p., cepest CynyTHIX KJIIHIYHUX ITPOSBIB Y AiTel
i3 MerabosiyHO0 emijencieo HaiiyacTimie
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Tabruys 2

Meta6oniyHa eTionoria eninenTM4YHUX HanagiB y PisHMX BiKOBMX rpynax

BikoBa rpyna

Etionoria

HeoHaTanbHuin nepiof,

[inornikemid, aedexTy UKy cevyoBuHu, MN3E (30kpema, CyaomMn, UyTamei 40 (DONIHOBOT KACIOTW),
aediunt Nipyaokc(amiH)-5-thocdaty, HekeToTruHa rinepraiuvHemia, AediunT ronokapOoKcKnasm
CUHTa3wu, aediunT Kkoaktopa MonidaeHy, AediunT Cynb@ITOKCUAa3M, OpraHiyHi aumaypil, CMHAPOM
LleneBerepa, HeoHatalbHa aapeHonernkoancTpodid, AediunT adeHinocykumHaTtiiasn, 4ediunt An-
rinpochonaTpenykrasm

HemoBnaunii Bik

Hacnigku TaXKOT rinoraikemil, aediunt TpaHcnoptepa roko3u-1, Aediunt KpeatuHy, aediunt 6ioTw-
Hinasu, amiHoaumAaonaTil, opraHivHi aumaypil, BDOMKEHI NOPYLUEHHS FiKo3unioBaHHA, [13E, antaua
hopma HeNPOHaNBHOTO LEePOIAHOMO NINOMYCUMHO3Y, AedilnTi TPAHCNOPTEPIB PONATIB i TiaMiHY,
NepPOKCUCOMHI pO3N1aan, XBOpoOa MeHkeca

JOoWKiNbHWA BIK

[i3Ha auTaya opMa HENPOHaNBHOro LEPOTAHOrO NINOMYCUMHOIY, MITOXOHAPIaNBHI PO3naan, 30K-
pema xBopoba Anbrnepca, Ni30COMasbHi HaKOMMUyBa/IbHI 3aXBOPIOBAHHA, AeDILUT TpaHCcnopTepa Ti-
amiHy, aediumt TpaHcnopTepa gonaTis

LLIKINbHWA BIK I NigNiTKO-
B BIK

MiToxoHAapianbHi po3naaun, BEHINbEHa (POPMa HEMPOHANBHOMO LIEPOIAHOTO MINOMYCLUMHO3Y, NPO-
rpecytoyi MIOKNOHIYHI eHLedanonarii, 1iI30CoMansHi HaKoMMYyBasbHi 3aXBOPIOBAHHS, AediunT
TpaHcrnoptepa Tiaminy, xBopoba Jladgopa, xBopooba [ ouwe, xBopoba HivaHa—[lika tnny C

CIIOCTEPIraloThCsl 3aTPUMKA IICUXOMOTOPHOTO
PO3BUTKY i/ab0 iHTeseKTyalbHa HEJOCTaTHICTh
(66,0%) i M’s130Ba rinoToHist (64,5%), 1110 T IKPECITIoE
CUCTEMHUH XapaKTep YpaskeHHsS HEPBOBOI CUCTEMU
npu BIIM. Mikponedanis BUABAIETbCS MailxKe
B KOJKHOTO fpyroro matienta (40,5%), atakcis —
y 26,0%, noBeiHKoBi a60 euXiaTpUYHi CUMIITOMM —
y 21,0%, nucronisi — y 17,0%. Ilopyiienns cayxy
dikcytorbes y 14,0% BunaakiB, MaToIoTiss HUPOK —
y 12,0%, xapmiomionatis — y 6,0% narienTis [16].
Taka Bucoka yacToTa o€/[HaHUX HEBPOJIOTIYHUX 1 T10-
JIICUCTEMHUX TIPOSIBIB € BAXKJIMBUM KJTIHIYHUM OPi€H-
TUPOM: BUSIBJIEHHS B IMTUHU 3 PE3UCTEHTHOIO elliJierl-
ci€elo Oy1b-SIKOi 3 IepepaxoBaHuX O3HAK MA€E CYTTEBO
MiIBUIIYBATH HACTOPOXKEHICTD MO0 MeTabOJIUHOT
ITPUPO/IU 32XBOPIOBAHHS Ta CHHOHYKATH [I0 TiJIeCITpsi-
MOBAHOTO /IiaTHOCTUYHOTO TOTITYKY.

Bix moyaTky 3aXBOPIOBAaHHS € Ba’KJIUBUM
JIaTHOCTHYHUM OPIEHTHPOM HPU MeTabONiIUHUX
eTIiJIeTICisIX, OCKIJIbKYM Pi3HI HO30JI0TiuHI hopMH
BIIM wMamoTh xapakTepHi BiKOBi «BikHa»
MaHidecrTallii — BiJi HEOHATAaJIbHOTO TIEPiOY, KON
Haituacrime ge6ioryiorh I13E, nedexrn mukny cevo-
BUHM, HEKETOTUYHA TilMepTiiuHeMis Ta nedinuT
KodakTopa MoJTibIeHY, 10 MIKiIBHOTO i I TKOBOTO
BiKY, IJIs1 IKOTO OL/IBII TUIIOBI MiTOXOH/PiaIbHi PO3-
Janu, 1OBeHiNbHA (GopmMa HEeUPOHAJIBHOTO
nepoizHoro JinodyciuHosy Ta xsopobda Jladopa
[13]. HdeTanpuuii po3nomis HO30J0TiYHUX (hOpPM
BIIM 3a BikoBUMU IpyliaMU — HEOHATaJbHUN
Tepior, HEMOBJISTYNH BiK, IOMIKITBHUH 1 IMKITBHUY/
Ii/TITKOBUH BiK — HaBeJIeHO B Tab/uIl 2.

Heiiposisyanizaitisi Bifiirpa€ Ba;KJIUBY TOTTOMIMKHY
POJIb y [arHOCTYBaHHI MeTaOOIYHUX eMiJIenCiil, o71-
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BiJ HO30J0TiuHOI popMu. MaruiTHO-pe3oHaHCHA
tomorpagis (MPT) roloBHOro MO3Ky MOKe BUSIB-
JIITU 9K crienniuHi 3MiHK (HAPUKIa1, CAMETPUY-
He ypakeHHs 6a3a/IbHIX TaHIJIIIB Ipy AediluTi Ko-
dakTopa mMomibmeny abo xapakTepHy KapTUHY
iHCYJIBTOTIOAIOHUX €MMi30/[iB TPK MiTOXOH/IPia/IbHii
naroJiorii (xBopoba Asbniepca, Myraiiii rera POLG)
(puc. 1)), Tax i Hecnieruivni 3HaxXiKy (TiMOMIA3i10
a0 areHesiro MO30JIMCTOrO Tijla, 3aTPUMKY Mi€JIiHi-
3artii, AndysHy aTpodito Kopu Ta 61101 PEIOBUHM ).
[IpuHLIMTIOBO BasKJIUBUM € Te, 1110 HOPMAJbHI pe-
gyaprati MPT X0omHUM YMHOM HE CITPOCTOBYIOTH
HasgBHOCTi BIIM, ocKisibK1 Ha pPaHHIX CTafisX 3aXBO-
pIOBaHHSI MOJKe He OyTH CTPYKTYpPHUX 3MiH. /ani
esekTpoennedanorpadii (EEI) Takox He € maTo-
THOMOHIYHMMHU: X04Ya PU MeTaOOIUHIX eTTiJIeCisx
xapakTepHe nudy3He yIoBiJbHEHHS (DOHOBOI aK-
TUBHOCTI Ta crienniuni maTepan (TpudasHi XBuUJi,

Puc. 1. AkcCianbHi MarHiTHO-pe30HaHCHi TOMOrpamu rosIoBHOro
MO3KY OMTUHW BIKOM 2 POKU 3 NIATBEPAXEHUMM MyTaLiaMu
reHa POLG y pexumax T2/FLAIR: Bi3yanisytoTbCcsa 4iTKO
o6MeXeHi rinepiHTeHCUBHI AINAHKK, WO BignoBigaoTb
iHcynbTOonoAi6bHMM enisopam (stroke-like episodes) (A —
roctpuii nepiod; b — anHamika 3a 3 micaui)
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reHepajizoBaHa pPUTMiuHa JIeJTbTa-aKTUBHICTD),
y 3Ha4yHo1 yactuny nanienTiB EET 3anunaerses ne-
3MiHEHOIO Ha ITOYaTKY 3aXBOPIOBAHHS, 1110 10/1aTKO-
BO YCKJIA/IHIOE jiiarHocTyBanus [ 1,5,15].

JlaboparopHe 06CTeKEeHHST € KJIIOYOBUM €TaliOM
JIaTHOCTUYHOTO AJITOPUTMY B pasi MiJjo3pu Ha
Metabosiuny mpuponay emimencii. baszosa
JMiarHOCTUYHA TaHes b rnepeabadyae BU3HAYEHHS
piBHS TJTIOKO3M, aHaJi3 KaliJgapHUX Ta3iB KPOBI,
JIAaKTaTy Ta MipyBaTy B IJIa3Mi i CHUHHOMO3KOBIH
PiAVHI, CITIBBIIHOIIIEHHS JIAKTAT /I PyBaT, amMiaky,
TOMOIIMCTEiHY, TIeYiHKOBUX | HUPKOBUX TIOKA3HUKIB,
aMiHOKHMCJIOT KPOBi, OpTaHIYHUX KHUCJOT Ceyi,
AIUJIKAPHITUHOBOTO PO Ta JIITiI0TPaMU.

Y1ponoB:x OCTaHHIX POKIB MiAXOAU /10 JIIKyBaHHS
MeTabOTIYHIX eTTiJIeNCiil 3a3HaJIN CYyTTEBOI €BOJIIOIIII:
Bi/l CAMIITOMATHYHOI TIPOTUCYAOMHOI TePartii /10 Tap-
FeTHUX MATOTeHETUYHO OOTPYHTOBAHUX BTPYYaHb,
1110 6a3yI0THCSI Ha Pe3yJIbraTaX TeHeTHYHOTO JIiarHOC-
TYBaHHSI Ta CIIPSIMOBaHi 6e3110cepeIHbO Ha TIEPBUH-
HUN MoJIeKyJIaApHUil nedekt. [l KypabeabHuX
(op™m Teparist HepiZKO € IPOCTOIO, TOCTYIIHOIO Ta
BUCOKOEe(EKTUBHOIO: 32 JAHUMU CUCTEMATUIHOTO
orsisimy Lin Lin Lee ta criiBaBt. (2018), 59% MeToiB
JIKyBaHHS MeTaOOJIIYHKX elliIenciii 6a3yioThes Ha
HYTPUTHBHUX BTPYYaHHSX (Ji€TOTEPAITist, 0OMEKEH-
Hs1 260 30araueHHs IeBHUX cyOcTpaTiB), a 32% — Ha
3aMiCHIif Teparii BiTaMiHaM# Ta MiKpoeJeMeHTaMu.
OcHOBHUMU TepanleBTUYHUMU MillIEHSIMU € 110PY-
IIEHHS eHEPreTUYHOr0 0OMiHY, MeTabo/Ii3MY CKJIal-
HUX MOJIEKYJT, (DYHKITit opranest i HelipoTpaHcMiTep-
Hux cucreM. [Tormnbiene po3yMiHHST MOJIEKYJITPHIX
MeXaHi3MiB PO3BUTKY MeTaOOJIUHKX eITiIernciii Bi/-
KPUBAa€ MepCIeKTUBU NepcoHaTi30BaHOl Teparlii,
31aTHOT KapAMHAJIBHO 3MiHUTH 1epebir i IporHo3
3aXBOpIOBaHHs [7,8,12].

Hagenenuii Hk4ye KIiHIYHUHT BUTIAIOK 17TIOCTPYE
OJIHY 3 HAFOLIBII KITIHIYHO 3HATY X KypabesTbHIX
dhopM MeTaboITYHNNX eMiIeNCiil — MiPUIOKCHH-3a-
nesxHoi eriericii (II3E) 3 1ebioToM y HeoHaTaIbHO-
MYy TIepio/Ii.

Hompumannsa emuunux nopm. ABTOPU pyKOIUCY
CBiJIOMO 3aCBIIYYIOTH, 1110 TiITOTOBKY PYKOITUCY
3/1iiCHIOBAJIM BUHATKOBO Ha OCHOBI BI/IKPUTO OITY-
6JIIKOBaHNX HAYKOBUX [iKepesi. Y poboTi He 3aCTO-
COBYBAJIU TIEPCOHI(DIKOBAHUX JIAHUX TAIlIEHTIB, pe-
3yJIBTATiB MEPBUHHUX KJITHIYHUX 200 JOKTIHIYHUX
JIOCJIJIKEHb. ¥ 3B’3KY 3 IUM OTPUMaHHS CXBaJICHHS
KoMicii 3 muraupb GioeTrku He OyJ10 moTpibHO. J{o-
CJTi/KeHHST BAKOHYBAJIH 3 IOTPUMAHHSIM TPUHITHIIIB
HaJie;KHOT HAYKOBOI MPAKTUKY Ta BiJIMTOBIAHO 10
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MIKHAPOJAHUX €TUUYHUX CTAHAPTiB, 30KpeMa, PEKO-
Menganiii Komitery 3 myOaikamiiinol eTuku
«COPE» (Committee on Publication Ethics).

Kiniynuii BUnaaox

JliBunnKka BikoM 3 MicsI1i, Hapo;KeHa BijI mepIioi
BaritHocTi y Matepi 30 pokis. Ilepebir BaritHOCTI
YCKJIQTHUBCA IBOMA €MTi30/JaMU TOCTPOI pecripaTop-
Hoi BipycHoi indexiii Ha 25 i 30-My THKHSIX TecTa-
1ii. [Tomoru mepimi, Tepminosi, Ha 40-My THAKHI, ca-
MOCTifiHi, YCKJaJHEHI PO3PUBOM IPOMEXKUHU
IepIIOTo CTYIeHs. AHTPOIIOMETPUYHI ITOKa3HUKHU Ha
MOMEHT HapOJI’KEeHHSI BiJ[ITOBiZlaji HOPMi: 3picT —
51 cM, maca tisa — 3210 1, 06Bix To10BU — 36 ¢M; Ha
MOMEHT BuTucku Maca tijia — 3670 r. Cran qutuau
Ha MOMEHT HapO/KeHHs OYB 3a0BiabHMIT (OLIHKA
3a mKajxo Anrap — 9 6aiiB), 3akpruyasa Bigpasy.
TaxuMm uyHOM, TEpUHATATLHUIN aHAMHE3 He MiCTUB
OYEeBMJHUX TATOJIOTIYHUX YMHHUKIB, IO MOTJIH
6 MOSICHUTHU MOJAJIBIINI PO3BUTOK PE3UCTEHTHOI
erriJiencii, i came 1ie poOUTH JaHUI KJIIHIYHIIT BUTIA-
nok tunosuM 71 [I3E — 3axBopioBanHs, 3a SKOro
CyZIOMU BUHUMKAIOTb Ha TJIi 30BHI HEYCKJIAHEHUX
MOJIOTIB 1 33/I0BIJIBHOTO CTaHy HOBOHAPO/ZKEHOTO
[4,14].

HesBaxatoun Ha 3a/10BiThHUI CTaH HA MOMEHT Ha-
POJIKEeHHS, B:Ke 32 3 TOJIMHU ITiCJIS TIOJIOTIB Y IMTUHN
BUHUK €I1i30/] TOHIYHUX CY/IOM KiHITIBOK i3 BUPaske-
HOIO JlecaTyparti€eio 10 72%, mo Tpusas 10 10 ¢ i mpu-
MMMHUBCS CAMOCTIMHO 3 BiJITHOBJIEHHSM PiBHS HACH-
yeHHs KpoBi KucHeM 710 95-96%. BpaxoByioun
TSKKICTB CTaHy Ta PU3UK MTOBTOPHUX HAMAJIiB i3 PO3-
BUTKOM aITHOE, IMTUHY TePEeBEJIN /10 BiJ/liJIeHHS
aHecTe310JI0Til Ta iIHTEHCUBHOI Tepallii HOBOHAPO-
JUKEHUX JIJIST TO/IAJIBIIIOT0 MOHITOPUHTY 1 JIIKYBaHHS.

[Ti gac orssity y BifiztiieHHI iHTEHCUBHOI Tepartil
CTaH AMTUHMU PO3IIHUIIN K TSKKUIL: CBiZoMicTh 30e-
pesxeHa, mpoTe diziosoriudi pediekcu HOBOHAPO-
JI’KeHOTo TIPUTHIYEeH1, Ha OTJIsA/l Pearye pyXoBUM He-
criokoeM. Bennke tim’stako posmipom 3,0%3,0 cm,
posTaloBaHe Ha PiBHI KiCTOK uepera, He BUOyXa€,
He HalpysKeHe; peakilisl 3iIHuIb Ha CBITJIO 30epeske-
Ha, D=S; okcureHorepariis He IOTpiOHA. 3BEPTAIOThH
Ha cebe yBary CTUrMu [u3eMOpioreHe3y: MOHTOJIO-
iHWI PO3pi3 Ouel, TinepTesopru3M, IMUPOKe Tepe-
Hiccd Ta MIKPOTHATIA HUKHbBOI 1esienu. Bigznaunamn
IITUPOKOPO3MAITUCTUI TPEMOP YChOTO TiJia i 11J1a4 32
TUTIOM <KOTSTYOTO KPUKY .

32 peKOMeH/IaIli€10 HeBPOJIoTa IUTHHI PO3MOYasn
Teparifo heHobapbiTamoM, IpU3HAYNIN L-KapHiTHH
i mouiTopunr EEI. 3a pesyisraramu ananisy rasis
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Puc. 2. MarHiTHo-pe3oHaHCHa Tomorpadis AUTUHN BikoM 3 MicALi 3 NiPMAOKCUH-3a/1EXHOI0 eninencieto (MaToreHHi BapiaHTu
B reHi ALDH7AT)

KPOBI BUSIBUJIN TEHAEHIIIIO 10 METa0OIYHOIO ally-
NI03Y; Y 3B’SI3KY 3 MOSIBOIO TEMHO-KOPUYHEBOTO BMiC-
Ty 110 HA30TaCTPAJIbHOMY 30H/LY 3 TeMOCTaTUYHOIO
METOIO BBEJIM CBiko3aMopokeny miasmy. [lompu
36isbIeH s 103U eHoOapbiTany 10 20 Mr/Kr Ha
HACTYIHY 100y, CyIoMHU 36epirajaucs, 1o € Xapak-
TEPHUM IIPOSIBOM PE3UCTEHTHOCTI JI0 CTAaH/IaPTHUX
AHTHENLIeNTUYHKIX [IPenapaTiB Ipyu MeTaboiuHIX
emizericigx. [Iporpecytoue HapoCTaHHS PiBHS JIaKTa-
Ty 3 3,2 110 6,6 MMOJIb /1 Ha TJIi METabOJIIYHOIO JIaK-
TaT-aIU03y CIMIOHYKAJIO 0 BUITYIeHHS aMiHOKWC-
JIOT 13 MapeHTepaJbHOr0 XapuyBaHHS Ta /0
36iabienns 103u L-kapuiTuny 1o 100 Mr/Kr, 1110
CYIIPOBOJI)KYBaJoCcsd 3HUKEHHSIM JaKTaTy /0
1,5 MmO /71 1 HOpMaUTi3allieio ra3iB kposi. Bupi-
MIATbHUM J[iaTHOCTUYHO-TEPANIeBTUIHUM KPOKOM
craJio npusHavyeHHs Bitaminy Bey 103i 100 Mr/mo06y
s cripoctyBanus [13E: Bike HeBIoB31 Ticist movyaT-
Ky Teparii IMTUHA CTaja IIOMITHO CIOKIMHITIOW,
BHUK IPyOMii TpEeMOP, TIOAOBILUIKCS Tiepioan ¢isi-
OJIOTIYHOTO CHY — KJIIHIYHA KaPTUHA, 1110 € TUTIOBOIO
BiamoBi0 Ha mipuaokcud nipu [I3E i cayrye no-
TYKHUM JiaTHOCTUYHUM apTYMEHTOM Ha KOPUCTh
1boro giaraosy [14,18].

3a maaumu TpuBasoro Bineo- EET-moniTOpunry
BepudikyBaJu Ba TUIK IKTAJIbHUX MATEPHIB:
i A — (okayspHi Hamay 3 TOYATKOM y TIpaBiit
CKPOHEBI [iJISTHIT 3 TOIMPEHHSIM Ha ITapacariTajb-
Hi BiyIi/i TIpaBoi MiBKYJIi TPUBAJIICTIO /10 25 ¢; THII
B — dokanbhi Hanaau 3 J1iBO1 CKPOHEBOI iIJISHKA
3 0OMeskeHUM 200 Bi/ICYTHIM TTONTUPEHHSIM TPUBA-
gictio 710 30 ¢; KITHIYHO HATQ/IA TTPOSIBIISLINCS Bijl-
KPUBAHHSIM OY€li, PyXOBUM HECITOKOEM, HATTPY>KEH-
HAM i MOCMMKYBAaHHAMM HUIKHIX KiHI[IBOK.
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B inTepikTasmbHOMY 1epiojli peecTpyBaJKCs YyacTi
pUTMiuHi TeTa-POOIKKY B CKPOHEBUX Bi/IBEIEHHSIX
T3-T4, mynbsTrdOKaIbHI TOCTPI Ta 3aTOCTPEHI XBU-
Jii i1 yac cnasaxis poHoBoi akTruBHOCTI. HailGiab
JIIarTHOCTUYHO 3HAYYIIIOI0 3HAXI/IKOIO CTaJa IMHAMI-
Ka ()OHOBOI aKTUBHOCTI: Ha MepIITy 100y PeECTpyBaB-
Cs TIaTEPH «ClajaX-MPUTHIYeHHSI» — XapaKTepHa
03HaKa TSKKOT HEOHATATBHOI eMiJIeNTHYHO] eHtleda-
Jionarii, skuit 6yB MTOBHICTIO KYTOBAHI MTiCJIsI TIPH-
3HaYeHHs Bitaminy Be; Ha 2-Ty 100y BigsHavyamacs
nepepBHa aKTUBHICTD 3 MiKCITAJITaXOBUM iHTEPBAJIOM
8—21 ¢ ta amrutiTynoio mennie 25 MxkB, a Ha 3—4-Ty
100y — GesnepepBHa aKTUBHICTD y cTaHi 6abopPOCTi
Ta nepepsHa yBi cHi 3 MBI 110 8 ¢, 1110 cBifumio mpo
[OCTYIIOBE JI03PiBaHHS Ta BiAHOBJIEHHS Oioesek-
TPUYHOI AaKTUBHOCTI MO3KY Ha TJIi crerndivyHoi Te-
parrii [5,14].

3a pegyasratamu MPT rorosroro mo3ky (puc. 2)
BUSIBJICHO ITOE€/THAHHS CTPYKTYPHUX aHOMaJIiif PO3-
BUTKY Ta TOCTPUX 3MiH: y OLJIill PeYOBUHI TIpaBUX
JIOOHUX BiAJi/TiB BU3HAUAIACS 30HA MABUIICHHSI
curHany Ha T11 FLAIR 3 rinoiHTeHCUBHUM CUTHA-
JioM Ha T2 po3amipom 10 3 MM Ta 0OMEREHHSM Y-
3ii Ha DW1, 1o BiAimoBi1asi0 MiKpOKPOBOBUJINBY.
Haii6ib1 3HAYy MU CTPYKTYPHUMH 3HAXIIKAMU
CTaJIu areHesis MO30JIMCTOTO Tijia, arias3is MO304YKa
31 3MeHIIIeHHAM 00’eMy HOr0 IiBKYJIb i 3rJIaKeHic-
TIO 3BUBUWH, PO3ITUPEHHS BEJUKOI ITUCTEPHU MO3KY
Ta Ha/IMO30YKOBOI cuctemMu. Bussieni maibhopma-
11ii — are’esist MO30JIMCTOTO Tijla Ta arjasisi MO304-
Ka — € 100pe Bi/IOMUMU CTPYKTYPHUME O3HAKAMH,
1110 MOKYTh aCOLIIOBATUCS 3 METa0OIYHIMU €HIle-
(asmonarismu, 3oxkpema, 3 [I3E Ta inmumu BIIM,
110 MaHi(hecTyI0Th Yy HEOHATAJIBHOMY TePio/Ii, 1 CBijI-
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YaTh [IPO BILIUB MATOJOITYHOr0 MeTaboIiYHOrO ce-
penoBuia Ha GOPMYBaHHS CTPYKTYP MO3KY B KPH-
TUYHI TIepioin BHYTPIIIHBOYTPOGHOIO PO3BUTKY.

3a MaHUMU MOJIEKYJSIPHO-TEHETUIHOTO
JOCJIPKEHHA B JJabopaTopil MeANYHOI TeHETUKH
«YaprpareHoM» MeTOIOM TTOBHOEK30MHOTO CeKBe-
nyBanss (WES) nanesni CarrierSeq (420 renis) Be-
pudikyBanu giarnos: y reni ALDH7A 1 (TpancKpunT
NM 001182.5), acouiiioBanomy 3 I[I3E (OMIM
#266100), BUsgBWIM IBA TATOTEHHI BapiaHTU B KOM-
MayHJ-TeTepo3uToTHOMY cTaHi — c.902A>T
(p. Asn301Ile) ta ¢.328C>T (p.Argl110*), obuasa
3 AyTOCOMHO-PEIeCUBHUM TUIIOM yCHAJIKyBaHHS.
BusBienHs KoMIIayHI-TeTePO3UTOTHUX TTATOTEHHUX
BapianTiB y redi ALDH7A1 € ocTaTOYHUM MOJIEKY -
JISPHUM TiATBEPKeHHsIM AiarHo3y [I3E ta moBHic-
TIO Y3TO/KYETHCS 3 KIIHIUHOIO KAPTUHOIO: PAHHIM
HEOHATATBHIM JIe0I0TOM PE3UCTEHTHHUX CYIOM i ipa-
MaTUYHWM TIOJIMIIIEHHSIM CTaHy Ha TJIi TPU3HAYEHHS
BiTaminy B, [14]. JuTuny KOHCYJIBTYBaIu MeANYHI
reaeTnku TOB «Yaprparenom», aki miaATBEpANIN
niaruos [13E.

Ha momenT orsisany y Biili 3 MicsIli IMTHHA OTPH-
MyBaJIa KOMILJIEKCHY TTATOTEHETHYHO OOIPYHTOBAHY
Teparriio: mipugokcut (150 Mr Ha 106y ) sIK OCHOBHUI
cuenudivamii 3aci6 aikysanus [13E, resinuram
(40 mr/xr Ha 100y), apririn (1000 mr Ha 1006y ) 3 Me-
TOTO 3HMKEHHS HAKOTTMYEHHS TOKCUIHUX TTPOMIK-
HUX IPOAYKTIB KaTaboJ1i3My Ji3uHy, (POTIHOBY KHC-
nory (400 Mkr wa mo0y), a Takox Ji€Ty
3 0OMEeKEeHHSIM JII3UHY — BiIMOBITHO /10 Cy4aCHUX
pexkomenaitiii 3 Begerns [13E. KombinoBanuii mij-
XiJ1, 110 TIOEJTHY € 3aMiCHY Tepaltifo iPUJIOKCUHOM i3
JIETHYHUM OOMEKEHHSIM JII3UHY Ta TIPU3HAYEHHSIM
apriHiHy, CIPSIMOBAHUI Ha 3MEHIIIEHHsI CyOCTPAaTHO-
ro HaBaHTaKeHHs Ha JeeKTHUI (DepMEHT aHTHKBI-
THH 1 € cydyacHUM cTanzaptom Jikysanus [I3E. Pe-
3yJIBTaTOM CBOEYACHO BCTAHOBJIEHOTO /IiaTHO3Y Ta
posMoyvaToi crernu@ivHoi Teparii cTajgo MOBHE pH-
NUHEHHS eMiJeNTUIHNX HaMaiB i HopMasi3allis
IICUXOMOTOPHOTO PO3BUTKY IUTUHU — HAOYHA Jle-
MOHCTpAILisI TOTO, 1[0 PAHHE BCTAHOBJICHHS /1iarHO3Y
KypabesbHOT MeTabo I YHOT ermiiercii 3/1aTHe Kap/Iu-
HAJbHO 3MiHUTHU IIPOTHO3 3aXBOpIOBaHH: [18].

Oo6roBopeHHs

OT:xe, HaBeJleHWH KTiHIYHUI BUTTQ/IOK SCKPABO
imocTpye kaouoBi ocobsmmBocti I13E — piakicroro
ayTOCOMHO-PEIeCUBHOIO MeTab0IIYHOTO 3aXBOPIO-
BaHHs 3 momwupeHicTio npubansuo 1:20 000—
1:600 000, cipyunMHEHOTO TATOTEHHUMH BapiaHTaMu
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rena ALDH7A1, inentudikosanoro y 2006 p. 3axso-
PIOBaHHS e0I0TYE PENMINBHIME CYZIOMaMK BiKe
B IIpEHATaIbHOMY 200 PAHHBOMY HEOHATATHLHOMY
Tepio/Ii, € PE3UCTEHTHUM /IO CTAHAAPTHUX aHTHUETTi-
JIENITUYHUX TIperapartis, IpoTe IeMOHCTPYE IBUJIKY
Ta BUPA’KEHY BiJINIOBi/Ib HA BBE/IEHHSI IIiPUJOKCUHY;,
110 1 MATBEP/KEHO B HABEJIEHOMY BUIIAJIKY: KYITY-
BaHHS MaTepHa «cHajax-npurHivenud» Ha EET Ta
KJIIHITHE TOJITIIeHHS BKe TiCJIs TePIoro Mpu3Ha-
JeHHd BitaMiny B BaximBo 3azHauunTy, 1o MyTairil
B reHi ALDH7A1 MOXYTb 3yMOBJIIOBATH CY/IOMH,
YYyTJIMBI He JIUTIIE JI0 T PUIOKCUHY, aJie i1 /10 (hoJiHO-
BOI KHUCJIOTH, IO PO3UITUPIOE TEPATIEBTUYHI MOKITU-
BOCTI 32 HEZIOCTATHHOI BiIMOBiIi HA MOHOTEPATIiI0
MiPUIOKCUHOM; I1e BPaXOBaHO B CXeMi JIIKyBaHHSA
HaBe/IeHOI HAMU TTAIT€EHTKY [4,14].

MounexymnspHoto ocHoBoto [I3E € natorenHi Bapi-
antu reda ALDH7A 1, o npusBoagTh 10 Aedinuty
(bepMeHTy 0i-amiHOAIUTTIHCEMiAIBIETIIIETIIPOTEHA
31 (QHTUKBITHHY ) — KJIIOYOBOIO EH3MMY KaTaboIi3-
My JIi3UHY B MO3KY. B ymoBax edinuty aHTUKBITH-
HY B 1epebpasibHill TKAaHWHI HAKOMTUYYIOThCS [Ba
TOKCHYHI MTPOMIKHI MeTabOMITH: o.-aMiHOA T H-
cemianpneriy (AASA) i A-1-minepunuu-6-
kapOokcumat (P6C), Mixk AKMMU iCHY€E CTaH XiMid-
Hoi piBHoBaru. Hakonunuyenuit P6C BcTymnae
B peakiliio KoHzeHcailii 3 PLP — aktuBHO10 KODep-
MeHTHOIO (hopMoIo BiTaminy B, HeobopoTHo inak-
tuBytoun ioro. Came gedinut PLP € 6esnocepe-
HBOTO MPUIMHOIO €MJIEITUYHNX HATTA/liB, OCKIJIHKI
PLP € HesaminHUM Ko(haKTOpOM OiJbII HixX
140 hepmeHTATUBHUX peakKIliii, BKIIOUAIOYN CUHTE3
T'AMK, ceporoniny, 1odamMiny Ta iHITNX HelipoMe-
JaTOPiB; MOPYIIEHHS 1UX IIPOIECiB IPU3BOJAUTD /10
nucbanancy 30yKeHH i ralbMyBaHHS B MO3KY Ta
3HUKEHHS cyJoMHOro nopory. Ilapasenbno
HakommyeHHsA AASA Ta minmexkosaiHOBOT KUCJIOTH —
JIPYTOTO MapKEPHOTO METAOOITY, IO YTBOPIOETHCST
3a aJlbTePHATUBHUM IILJISIXOM KaTaboIi3My JIi3UHY,
TaKOX POOUTH CBill BHECOK y TaTOTeHE3
3aXBOpIOBaHHs Yyepes 6e3rocepeHiil TOKCUYHUIA
BIJIUB Ha Heliponu [12,14].

Kniniuna kapruna [I13E xapakTepusyerbcst Ha-
camIiepe/I eriJienTUYHUMU HaTla/[aMy, Pe3UCTeHTHU-
MM JI0 TPAJUIIHHUX TPOTUHAIIAIOBUX TTPenapaTiB,
110 € i HaibGIIbII A1arHOCTUYHO 3HAYYIIIOI0 O3HA-
Koto. Hamasim MoKy Th PO3IIOUMHATHUCS TITe BHYTPITll-
HBOYTPOOHO — ¥ BUTJIS/II HAAMIPHUX Pi3KUX PyXiB
IJI0JIa B OCTAaHHBOMY TPUMECTPI BaritHocTi — abo
MaHiecTyBaTH B HEOHATATTHHOMY YN PAaHHBOMY /1~
TagoMy Bitli. CeMioIoris Harma/iB € Pi3HOMaHITHOIO:
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(boxaspHi MOTOPHI, TeHEPAJTI30BAHI TOHIYHI, MiOKJIO-
HiuHi, ckJa/iHi (hOKaJIbHI, iIHQAHTUIBHI CTa3MU Ta
pENVAMBHUN eniienTuaHuM ctatyc. OKpemy mia-
THOCTUYHY CKJIQJIHICTh CTAHOBJIATH aTUTIOBI (hOpME
3aXBOPIOBAHHS: 3 MI3HIM [10YAaTKOM, 3 [I0YaTKOBOIO
BiZITTOBII/IT0 HA TPOTUHATIA/IOBI TPerapaTy Ta mo-
JIAJIBIITUM PO3BUTKOM PePaKTEPHUX CYIOM, & TAKOXK
i3 BiZICYTHICTIO KOHTPOJIIO TIiCJIS TIEPIIIOi TO3U Mipu-
JIOKCUHY 3 HACTYITHOIO TIO3UTUBHOIO Bi/IIOBII/TIO HA
TTOBTOPHE BBEJICHHS — TaKi BapiaHTU HEPIJIKO MPU-
3BOJISITD /IO /IIarHOCTUYHUX 3aTPUMOK 1 BKa3yIOTh Ha
HeoOXiHiCTh akTUBHOTO cKpuHiHTY Ha [I3E y Beix
JIiTel i3 Pe3UCTEHTHOIO eITiJIeTICiEI0 PAHHBOTO BiKY
He3aJIesKHO Bijl XapaKTepy BiAIIOBi/lI Ha I0YaTKOBY
BiTamiHHY Teparito [4,20].

Oxkpim cynom, [13E xapakTepusyeTbest MMPOKUM
CIIEKTPOM CYITYTHIX ITPOSIBIB, 110 Bi06PakaioTh CHC-
temHN BIuuB fedinmuty PLP na M030K, 1110 po3Bu-
BA€ETHCS. Y HEOHATATLHOMY TIEPio/li 3aXBOPIOBAHHS
MO’Ke MaHihecTyBaTH KapTUHOIO eHTledasonarii
3 IIJIYHKOBO-KUIIIKOBUMU CUMITTOMaMU — OJIIOBAH-
HAM 1 3[yTTSIM )KMBOTQ, TI0BE/[IHKOBUMU TTOPYIIIEH-
HSIMU Y BUTJIsII O€3COHHS, TiepaKTUBHOCTI Ta Jpa-
TiBJINBOCTI, @ TAKOXK OKYJIOMOTOPHUMU PO3J1aJlaMu1
3 aHOMaJIbHUMU pyXxaMu oueil. Heiipopo3BuTkoBi
HACJI/IKY € HeBil eMHOI0 yacTuHOIO heroTumy [13E:
MaIli€EHTH, HAaBiTh Ti, Y KOTO CyZIOMU KOHTPOJIOIOTHCH,
HEPIZIKO MAtOTh 3aTPUMKY TICUXOMOTOPHOTO PO3BU-
TKY Pi3HOTO CTYTEHS TSIXKKOCTi, IPU 1bOMY Hali-
GiJIbIIT BPA3JIMBUMHK € €KCIIPECHBHE MOBJICHHS Ta
3arasibHUl KoTHITUBHUE po3BuTOK. Ha EET xapak-
TEPHUMU € T y3HE YIOBiJIbHEHHS (POHOBOI aKTUB-
HOCTI, IBOOIYHI He3a/IesKHI My IBTH(HOKAIIbHI eTTijTer-
TU(hOPMHI pO3psin, TeHepasi30BaHi criajaxu
HOJIiCIIaKOBUX MOBIIBHUX XBUJIb, (DOKaAbHI 200
reHepaJsii3oBaHi TOCTPi XBUJIi, TaTEPH «CIIajaX-TIPH-
THiYeHHsI» — caMe BiH 3adikcoBaHNM y HABEZIEHOMY
HaMU BUNAJIKY B MAIIIEHTKU Ta KyMOBAHUHN TTiCJIs
npusHadyeHHd Bitaminy Beé. MPT rosioBHOTO MO3KY
MOJKE BUSIBJIITH yPaskeHHsI 01101 PEYOBUHU, TeHepa-
JIi3oBaHy aTpodifo Ta aHOMaJIi1 MO30JIUCTOTO TiJa,
110 TAKOXK ITi/ITBEP/’KEHO B OIIMCAHOMY KJITHIYHOMY
BUNAAKY [4,14,18,20].

Cxpuninr Ha [13E nokasanuii ycim gitsm i3 pan-
HIM [MOYaTKOM CYJIOM HEBiZIOMOi eTioJIoTii Ta Hefl0-
CTaTHBOIO BiAAIOBIZ/IO HA CTAHAAPTHI TPOTUHAIIA/IO-
Bi npenapatu. /liarHOCTYBaHHS IPYHTYETHCS Ha
BU3Ha4YeHHi crenuiyHnx 6i0XiMIYHUX MapKepiB:
AASA i P6C € nepBuHHUMM 1 HAIOLIbII HAATHHIMMI
NIaTHOCTUYHUMU MapKepamu, 1O BUMIiPIOIOTHCI
B ceui, m1a3mi Ta/a6o nepebpociinaabHil pignHi
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KAIHIYHMI BUTTAAOK

1 3aJIUTIAIOTHCS MiIBUNIIEHUMU HABITh Ha TJIi JIiKY-
BaHHSI i PUOKCHHOM, 1[0 POOUTD IX MPUAATHUMU
JUUISE JIlaTHOCTYBaHHs Ha Oy/(b-sIKOMY eTalli 3aXBOPIO-
BanH4. [limexosiHOBa KMCIOTA, SKa paHile ITMPOKO
BUKOPUCTOBYBAJACh SIK CKDUHIHTOBUI1 MapKep, BU-
SABUJIACH MEHII HA/[IHOIO Yyepe3 OOMEKEeHY dyTIH-
BiCTb i crienu@iyHiCTh, TOMY HUHI PO3IJISIAETHCS
JiiTile Ik BTOPUHHUN MapKep 1 Ma€ iHTeprpeTyBaTu-
csI BUKJTIOUHO B ToeiHanHi 3 piBHeM AASA. Ocra-
TOUHUM IiATBEP/KEHHAM /[IaTHO3Y € BUSBJIEHHS
nmaToTreHHWX BapianTiB y redHi ALDH7A1 3a pe3yib-
TaTaMH MOJIEKYJISIPHO-TEHETUYHOTO aHaJli3y — caMe
1ei miaxiz peasizoBaHO B HaBeJAECHOMY KJIIHITHOMY
BUTIAJIKY, JIe KOMITAYH/-TeTePO3UTOTHI MyTaIlii
c.902A>T rta ¢.328C>T nigrBepansu niaraos [13E
[11,20].

Ocnosoto nikysanud [I3E € noxkurresa carie-
MEHTAIlisl M PUIOKCITHOM Y (DapMaKOJIOTIYHUX J032aX.
[Tpu rocTpux cymromax moyaTkoBa /1032 CTAHOBUTH
100 Mr BHYTPIIIHBOBEHHO OJTHOPA30BO; BBEIEHHS
3/IIICHIOETHCST B YMOBAX MOHITOPUHTY Yepe3 PU3UK
PO3BUTKY allHOEe — MOTEHIIHHO HeOe3MeUHOTOo
YCKJIQTHEHHS, 1110 MOKe BUHUKATH Ha TJIi ITBUAKOI
HOpMavtizaliii HeiipomeiaTopHoro 6asancy. ITixrpu-
MYBaJIbHa /103 /IS IEPOPATBLHOTO TPUBAJIOTO 3aCTO-
cyBaHHs ctaHOBUTD 15—30 Mr/Kr/m00y, po3iiena
Ha 2—3 3aCTOCYBaHHS; IPU ITbOMY B HEOHATATTbHOMY
nepiozi 1060Ba m03a Moske csratu 200 Mr, a B cTap-
mux giteit — 10 500 Mr/mo6y, OHAK MTePEBUIIEHHS
I[bOTO MOPOTY € HeOAKAHUM YePe3 PU3UK PO3BUTKY
ceHCOpHOI rTepudepuIHOI HeWPOTIaTii, 10 € 10303a-
JIESKHUM YCKJIQTHEHHAM TPUBAJIOI Tepartil mipuaoK-
CUHOM. BaskyiMBO HArolocuTH, 1O MPUTTMTHEHHST 3a-
CTOCYBAHHS MiPUJOKCUHY HaBITh Ha KOPOTKUI
TEePMiH TTPU3BOAUTD /10 PEIUUBY CYIOM, TOJIi SK
BiJIHOBJIEHHSI Tepallii 3a3Br4aii 3a0e31euye ix mBu/-
Ke KyImyBaHHs — 11eli (peHOMeH € 0JTHOYACHO i Jlia-
THOCTHYHWM KPUTEPIEM, 1 HaraJlyBaHHSIM ITPO HE0O-
XiJTHICTb CyBOPOTO IOTPUMAaHHS PEKUMY JIIKYBaHHS
MPOTATOM YChOTO KUTT martienTa [ 14,18].

Y vacTtunu fitelt i3 pepakTepHUMH CYZIOMaMHU,
110 HE Bi/INOBI/IAI0Th HA MIPUIOKCUH, MOKE CIIOCTE-
piraTrcs no3uTuBHA Bi/ioOBiAb HA PLP — akTuBHY
KoepMmeHTHY (hopmy BiTaminy Be, 1110 6e3mocepe-
HBO JIOCTYTHA st (hePMEHTATUBHUX Peakiriit 6e3
MOTEPEHBOTO METabOTIYHOTO MEePETBOPEHHSI.
Y GisIbIIOCTI TAKMX BUITAIKIB IIPUYMHOIO € AeDilluT
dbepmenTy mnipumokcun-5’-dochaTorcumaasu
(PNPO), mo xaTasnisye nepeTBOpeHHs MipUIOKCUHY
Ha PLP. Ockisbku PLP € notentiitHo echekTHBHUM
gk ipu gedinuti PNPO, tak i nipu [13E, psag nposiz-
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CLINICAL CASE

HUX MEJIMYHUX 1IEHTPIB PO3TJsAIA€ OTO0 K TpernapaT
MepIoi JiiHii B pasi mizo3pu Ha Be-3amexxny eriser-
cito B 103i 30 Mr/Kr/m00Y; iHIII IEHTPH PEKOMEH LY -
I0Tb TTOCIIOBHUM TiaXia — mpusHauerHs PLP gumie
3a Hee(PeKTUBHOCTI M PUAOKCUHY TTPOTATOM TPhOX
HOC/IIOBHUX Ai0, 3 IIPOAOBKEHHSM TePAIIii 10 OTpH-
MaHHSI Pe3yJIbTaTiB MeTaboJIYHIX JOCTIIKEHD i MO-
nexyJssipHoro ananizy rena PNPO. Cuig onnak
mam’saTaT mpo BaxanuBi oomeskenHst PLP-repanii:
BUCOKI KOHI[eHTPaIllil mpenapaTry B MO3KY MOXYTh
cami 1o cobi CIPUYNHATH CYIOMU Ta TEMaTOTOKCHY-
HICTB, a ioro BapTicTh y 6—10 pasiB nepeBuiiye Bap-
TiCTh 3BUYAITHOTO 11 PUIOKCHHY, 110 HEPIZIKO 0OMEK-
Y€ WOTo MpaKTUIHe 3acTOCyBaHHs [9].

Oxpeme Miciie B TepanieBTuaHoMy apcerani [I13E
nociziae hoiHoBa KUCJI0Ta, TTO3UTUBHA Bi/IMOBi/Ib HA
SKy BUSBJIEHA B MAII€EHTIB 13 MiITBEPXKEHNUM Jlia-
rao3oM [13E, mo crioyaTky moraHo pearyBajiu Ha
MiPUIOKCUH, X04a TOUHUIN MOJIEKYJISIPHUI MEXaHi3M
11bOTO eheKTY /10Ci He BCTAHOBJIEHUH. Y HOBOHAPO-
TKeHUX (DOJIIHOBY KUCTIOTY MOYKHA 3aCTOCOBYBATH
SIK JIOJIATKOBY TePalliio B 71031 10 3—5 Mr/Kr /100y,
0COOJIMBO 32 HETTOBHOI Bi/IMTOBI/Ii HA M PUIOKCHH; ISt
CTapIINX Ialli€EHTIB pEKOMEH/I0BaHa /1032 CTAHOBUTD
10—30 mr/m06y. Bogrouac ciij roTpuMyBatich obe-
PEKHOCTI: MUTAaHHS PO OIIJIbHICTh TPUBAJIOTO 3a-
CTOCYBaHHS (POJIIHOBOI KUCJIOTHU TICIS TOCATHEHHS
KOHTPOJTIO HAJl CYy/IOMaMU 3aTUTIAETHCS BIIKPUTHM,
a HallBayKJIMBIIIIMM 3aCTepeKeHHSIM € 3/1aTHICTDb BU-
COKO/JI030BO1 Teparlii (hoJIiHOBOIO KUCIOTOIO TIapa-
JOKCAJThHO TIOCUJTIOBATH HATIQIN — 11eH e(heKT moTpe-
O6y€ peTesbHOr0 KJIIHIYHOTO MOHITOPUHIY Ta
IHAMBiyaJbHOTO 3BA)KyBAaHHS CIIBBIHOIIECHHS
KOPUCTh/PUBUK JIJIs KOSKHOTO TattienTa [14,18,20].

Xoya Teparist mpuaOKCHHOM e(heKTUBHO KOMITeH-
cye inakTuBaiio PLP i 3abe3nedye KOHTPOJIb Hal
CyZIOMaMH1, BOHA HETOCTATHbO 3HMKYE HAKOTIMYEHHS
MOTEHITIHO HEUPOTOKCUIHUX MTPOMIXKHUX MTPOJYK-
TiB Karaboismy Jisuny — AASA i P6C. Came niep-
CUCTYIOYa TOKCUYHA JIisl ITUX CIOJIYK, IMOBIPHO, T10-
SICHIOE HECIPUSITINBUN HEHWPOPO3BUTKOBUI
IIPOTHO3, [0 CHIOCTEPIraeThest B 75—80% marlienTis i3
[13E y Bursisgi 3aTpuMK# ICUXOMOTOPHOTO PO3BU-
TKY Ta iHTeJIeKTYaJIbHOI HeZIOCTAaTHOCTI, He3BasKatoun
Ha a/IeKBaTHUM KOHTPOJIb cyzioM. [le naTodisiomnoriu-
He OOTPYHTYBaHHSI 3yMOBIJIO BBEJICHHS JIETUYIHOTO
0OMEKEHHSI JIIBUHY 10 CYYaCHUX TePANeBTHYHUX
ITPOTOKOJIIB: 3HUKEHHS HAJIXO/KEHHS JII3UHY 3MEeH-
mye cybcTpaTHe HaBaHTaKeHHs Ha geeKTHUI (ep-
MEHT aHTUKBITHH i, Bi/IIIOBiJ{HO, HAKOITMYEHHS JIi31H-
MOXiIHUX TOKCUYHUX MeTabOoJIiTiB, 1[0 MOTEeHITHHO
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Hnokpaiiye 1epebpaibHy (QYHKIIIO — PO3BUTOK, I1i3-
HaHHsI, IOBE/IIHKY Ta KOHTPOJIb cynoM. [lieTa 3 06-
MEKEeHHSIM JII3UHY PEKOMEH/I0BaHa TTOKUTTEBO KOK-
HOMY TaiienToBi 3 miareepakenoio [13E, y sxkoro
CY/IOMU He TIOBHICTIO KOHTPOJIIOIOTHCST aO0 HAsIBHI
MIOPYIlIeHHST HEHPOPO3BUTKY, 1110 i Peasli3oBaHo B CXe-
Mi JIiKyBaHHS HaBeZIeHOi HaMu TartienTky [ 6,18].

[TepcrieKTUBHUM JOTIOBHEHHSIM 10 6a30BOI Tepa-
TTi1 MPU0OKCUHOM € TTPU3HAYEHHS ApPTiHiHYy, MeXa-
Hi3M J1i1 9KOTO IPYHTYETHCSA Ha KOHKYPEHTHOMY aH-
TaroHi3Mi 3 JII3UHOM 3a TPAHCTIOPTYBaHHS Yepe3
remaroeHiedaniaauii 6ap’ep (3a 10MOMOTOIO Tiepe-
nocauka CAT1) Ta yepe3 BHYTPINIHIO MiTOXOH/IPi-
anbHy Memb6pany (tpancmoprepu ORNT1 Ta
ORNT2). 3mennryioun HaIXOKEHHS JI3UHY B MO-
30K, apTiHiH OTIOCEPEAKOBAHO 3HIKYE HAKOTTMUEHHS
HelipoTokcrurux cyocrpariB AASA i P6C, cipuum-
Here gedinuToM anTUKBiTHHY. [lokazoBa 6Gasa 1jis
TAKOTO MiIXOy TiAKPITJIeHa JOCBI/IOM JTIKyBaHHS
TyTapoBOi anuaypii Tuny I, mpu AKift KOHKypeHT-
HUI aHTarOHI3M apriHiHy Ta Ji3uHy 3a 1iepedpasibHe
TPAHCIIOPTYBAHHSI € I00pe T0BEIECHUM TEPATIEBTHY-
HUM IpuHIIMIIOM. Ha npakTuili 3acTocoByIOTb J1Ba
peskuMu KoMOiHOBaHOI Tepariii: MoABIHY Tepartito
(aprinin 400 mr/Kkr/no0y + mipugokcun 6e3 aieTuy-
HOTO OOMeKeHHsI JTI3MHY ) Ta MOTPIiHy Tepartito (ap-
rinin 150 Mr/Kr/no6y + mpuaOKCHH + gieTrdHe 00-
MeXeHHS Ji3WHY); OCTAaHHIO i 3aCTOCOBAHO
B HaBeJIEHOT HAMU MAIIEHTKH, 110 3a6€3MeYrIo mo-
BHE IIPUITMHEHHSI CY/IOM Ta HOPMaJIi3allito ICUXOMO-
TOPHOTO PO3BUTKY [6,14].

Y 6ibinocTi Bunaakis emniserncii mpu BIIM crenu-
(biuHa TaTOreHeTHYHA TEPATTisi TOTPEOYE TOTTOBHEH-
HS CUMITOMATUYHUMU IMPOTUHANAJOBUMU
MIperapaTaM, 110 3aCTOCOBYIOTHCS B paMKax KOMOi-
HOBAHOTO Mi/IXo/y. I1pu 1boMy IPUHIIUIIOBO BasKJIN-
BUM € BUOIp Ge3MeYHNX JIJIst MITOXOH/IPii TIperaparis:
CJILJT yHUKATH BaJIBIIPOATIiB, KapbaMasertiHy, OKCKap-
Gaseriny, penobapbitany Ta 6eH301ia3€eIiHIB Yepes
IXHIO TIOTEHITIHY MiTOXOH/IPia/IbHY TOKCUYHICTb, 1110
MOZKe TIOTiPIIUTH Hepebir MeTabo IiuHOr0 3aXBOPIO-
BaHHsA. ONTUMATBHUMY MTperapaTaMu BUOOPY € Jia-
MoTpukuH (1-15 Mr/Kxr/moby y 2 3acTocyBaHH:),
seserupareram (20—60 mr/xr/mo6y y 2—3 3actocy-
BaHHs ), raGanenTus (10—50 mr/kr/m00y B 3 3acTocy-
BaHHs) i akocamiz (2—10 mr/kr/moby y 2 3actocy-
BaHH: ) — yCi BOHU He YNHATH HETAaTUBHOTO BIINBY Ha
MITOXOH/IPiaJIbHY (DYHKIIIO i MOKYTh OE31IEeUHO 110-
eIHyBaTuc 3i crenudivyHo MeTaboIIYHOIO Tepalli-
€10. CJ1ij1 3a3HaUNTY, 1110 B HABEIEHOI HAMU IAIllEHTKU
Ha TI0YaTKOBOMY €eTalli JIiKyBaHHs 3aCTOCOBAHO (heHO-
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Gapbitas, mpote micss Bepudikarii giarnosy I[13E
10TO 3aMiHEHO Ha JieBeTHparieTaM (JeBiruTam) y 1031
40 mr/kr/n00y stk 6e3nedHy st MiTOXOHIPIl ajbrep-
HatuBy [5,10].

BucHoBku

Bpo/pkei mopyiieHHst MeTaboJ1i3My B [iTel paH-
HBOTO BiKYy € BaXKJUBOIO Ta HEPIJIKO HEIOOI[IHEHOTIO
IPUYMHOTO eMiJIENTUYHUX eHIledanonarii, mo xa-
PaKTePU3YIOTHCS TSDKKUM 1epebiroM i3 pe3rcTenT-
HUMU /IO CTAHJIAPTHOI Tepaltii Hana/[aMu i 3aTPUM-
KOI0 IICMXOMOTOPHOTO po3BUTKY. HaBenenuii
KJTIHIYHUH BUTIAJZIOK € HAOUHOTO IEMOHCTPAITIEIO TOTO,
1110 HaBITh 3@ HASABHOCTI CYIYTHIX CTPYKTYPHHUX aHO-
Mauliii MO3Ky MeTabo IiuHa IIPUPO/IA ellijIencii MoKe
3aJIMIIATHCST €MHOIO KypabeJbHO0 CKJIaI0BOIO 3a-
XBOPIOBaHHS, 1 caMe i cBoeyacHe BUSIBJIEHHS] BU3HA-
Yae MOJAJIBIIUI IPOTHO3 JIJIST AUTUHU.

PanHe BusiBjieHHsI 1 Bepuikailist MeTaboigHOTO
nedeKTy BiIKpUBAIOTh MOKJIUBICTh TTPU3HAYEHHS
creru(ivHOTO TATOTEHEeTUYHOTO JIIKyBaHHS, 3/1aT-
HOTO KapANHAJIbHO 3MIHUTH 1epebir 3aXBOPIOBaH-
HS — JIOCATTH KOHTPOJTIO HAJl CyJI0MaMH, 3a1100irTi
[IO/IAJIBIIOMY YPaXKeHHIO HEPBOBOI CUCTEMM Ta ITi/l-
TPUMATH HEHPOPO3BUTOK AuTUHU. CaMe TOMY aK-
TUBHUI giarHocTyHuil norryk BIIM € 060B’s13k0-
BUM Y KO)KHOMY BUIIQ/IKY B IMTUHU 3 PE3UCTEHTHOIO
€IIiJIeTICIEI0 PAHHBOTO BIKY.

HytputusHa i BiTaMiHHO-MiKpoeJeMeHTHa Tepa-
Mist € e(heKTUBHUM Ta HEPIJIKO EAMHUM TTATOTeHETUI-
HO OOTPYHTOBAHUM METOJIOM JIIKYBaHHsI TPH jedi-
1uTax KohepMeHTiB, aMiHOKUCIOT 200 BiTaMiHiB.
ITokazoBo, 1110 HalfyacTiIIe BOHA € IPOCTOTO, BiTHOC-
HO JIOCTYITHOIO i 6e31eYHOI0; a Iie 0COOIUBO BaKJIMBO
JUIS TiefiaTpUIHOl mpakTuku. JlocBix JikKyBaHHS
Be-3amexHoi emisiericii € HalsICKpaBilliuM ITATBEP-
JUKEHHSIM 11bOTO TIPUHITHILY.

Ycim miTam i3 hapMakope3nCTeHTHIMU HallalaMy
HEeBiJIOMO1 eTi0JIOTi1 CJIi/l IPOBOIUTY 1arHOCTUYHY
TeparneBTUYHY IPOoOY MiPUIOKCUHOM; Yy Pasi Mmo3u-
TUBHOTO e(PeKTY TiITPUMYBAJIbHY TEPAITIO CJIiJT TIPO-
JIOBSKYBaTH JI0 OTPUMaHHSI Pe3yJIbraTiB 6i0XiMiuHO-
ro i MOJIEKYJISIPHO-TEHETUYHOTO JOCTI/I’KEHb.
[TlipuokcuH € mpenapaToM MepIiioi JiHii B pasi mij-
o3pu Ha [I3E i 3acToCOBY€ETBCA TTOKUTTEBO B 1031
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15-30 mMr/xr/moby nns HemMoBAAT abo 10
500 mMr/mo0y aist cTapuinx narieHTis. Bukmaneni
B 11ii1 cTaTTi JaHi MaoTh 6E3M0CEPEHE IPAKTUYHE
3HAYEHHS JIJIST TUTSIUX HEBPOJIOTIB, TIeiaTpPiB i HEO-
HATOJIOTIB: came 11i (paxiBIli TEPIIUMU 3yCTPIYAIOTh
JNMTUHY 3 PE3UCTEHTHUMHU CY/IOMaMU, TOMY BiJl iX
HACTOPOKEHOCTI 1010 MeTabOIIYHOT TIPUPO/IH €TTi-
JIETICi1, TOTOBHOCTI CBOEYACHO TPU3HAYUTHU BiTaMiH-
Hy npoly Ta iHinioBaru noranbaeHnii MeTadoTiv-
HUI CKPUHIHT 3aJI€KUTh Te, YU OTPUMAE IUTHHA
ITaHC Ha MTOBHOIIHHWI HENPOPO3BUTOK. 3aTPUMKa
JiarHO3Y HaBiTh Ha KiJIbKa TUKHIB ITPU KypabebHiit
dhopmi MeTaboIiuHOI emijiencii Moxe MaTh HeIo-
MPaBHI HACJIJIKY JIJII MO3KY, 1110 PO3BUBAETHCS. Toi
CBOEYACHO BCTAHOBJIEHU J[iarHO3 i MPaBUJIBHO ITi/Ti-
Opana creriivHa Teparris, SK I[e HaBeJeHO B HaBe-
JIEHOMY KJIIHIYHOMY BUIA/KY, 3/aTHI 3a0€31eUnTH
JIUTUHI IIOBHOIIHHE JKUTTS.

Aemopu 3as61510mb NPO GIOCYMHIC® KOHGIIKMY
iHmepecie.

BukopucraHHs IITYYHOTO iHTENEKTY. ABTOPHU py-
KOTIUCY CBiJIOMO 3aCBiIUYIOTH, 1[0 B IIPOIIECi JOCTi-
JKEHHS Ta TM/ITOTOBKH 1TbOTO PYKOTIMCY He BUKOPHIC-
TOBYBaJIM JKOJHUX IHCTPYMeHTIB ab0 cepBiciB
reHepaTUBHOTO IITYYHOTO IHTEJIEKTY /7151 BAKOHAH-
Hs1 Oy/Ib-sIKUX 3aB/aHb, epesideHnx y TakcoHoMii
JleJieTyBaHHS 3aB/laHb TeHEPATUBHOMY IITYYHOMY
intenexry (GAIDeT, 2025 p.). Yci eranu pobotu —
Bi/l KOHIIETITYasi3a1tii /10 (hiHaJIbHOTO pe/laryBaHHS —
BUKOHaHI 6€3 3a/Iy4eHHsI FeHEePaTUBHOTO IITYYHOTO
IHTeJIeKTY, BUKJIIOUHO aBTOPAMU.
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TUKY Ta Tepallilo CTpec-iHyKOBaHUX PO3JIa/liB y Ji-
Teil paHHBOTO Ta JAOIIKIJIBHOIO BiKy 3 XBOpobaMu
HEPBOBO1 CHCTEMHU B YMOBAaX BOEHHOTO CTaHY»,
Ne nepsk. peectparii 0121 U0058, Tepmin BUKOHAH-
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