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POAB KAIHIYHOI AIATHOCTMKM HEBPOAOTTYHMX
CUMITTOMIB ITPU TEHETHMYHMX XBOPOBAX

The neurological symptoms clinical diagnostics role
in patients with genetic diseases

Pe3srome

Mema po6omu. I[Ipoananisysamu ocobaiuocmi
nposaey He6pONOIYHUX CUMNMOMIE curHOpomy Oe-
@diyumy mpancnopmepa zawko3u I muny (Glutl
Deficiency ) ma itozo dugepenyiiiny diazHocmukry.

OCHOBHUMU KAIHIYHUMU CUMRMOMAMU CUH-
Opomy Glutl Deficiency € nanadu cydom, nopy-
UleHHA PYXY: napesu, napaniii, exkcmpanipamiona
cumnmomamurxa (napoxkcusmanvHi OuckKuHesii,
b6annizm, mpemop, amemos, OUCMOHRIL), nopyuLen-
Hs KoopOuHauyil (amakcii). 3ampumKu pyxoeozo,
ni3Ha8abH020 PO36UMKY, No6ediHK08i po3nadu,
2010811 60718 00NOEHIOIOMb KAIHIYHY CUMNMOMAMU-
Ky darnozo cundpomy. Cmynins eupaznocmi i msic-
Kicmb cumnmomie npu cundpomi Glutl Deficiency
HepisHOMIpHA npomszom 0o6u i nog’s3ana 3 nepio-
damu xapiyeanus nayienma.

B cmammi npedcmasgnenuil naan 0iazHoCMUKU
HellpodezeHepamu8HUX X80P00 ONsL NPOBeDeHHs X
Jugpepenyianvroi diazHocmuKku i HacmynHol i0eH-
mugirayii diazHo3y.

Kntouosi cnosa: diaznocmurxa Hellpodezenepa-
MmueHux x60po0, cundpom dediyumy mpancnopme-
py earwxosu I muny.

Abstract

The purpose of the study. The aim of the
publication was to make analysis neurological
symptoms peculiarities in patients with the
glucose transporter type I deficiency syndrome
and to make differential diagnostics with other
diseases. There are main clinical symptoms
in the patients with glucose transporter type I
deficiency syndrome. They include attacks of
seizures, movement disorders: paresis, plegia,
paroxysmal induced dyskinesias, ballismus,
tremor, athetosis, dystonia, ataxia. The glucose
transporter type I deficiency syndrome clinical
characteristics have been added by the delays of
the movement, cognitive development, behavior
disorders, head ache. Hardness of the clinical
symptoms may fluctuate during a day and
depends from the period of eating.

The plan for differentiation diagnostics and
identification of the neurodegenerative diseases
was presented in the article.

Keywords: neurodegenerative diseases
diagnostics, glucose transporter type I deficiency
syndrome.

BCTVII

IIpobaemu mudepeHITiaabHOI JiaTHOCTUKY CIa-
KOBUX MeTa0OiUHUX CUHIPOMIB, IO IPOABITIOThH-
Ccsd B OUTAYOMY Billi pyXOBUMU, IMOBEAiHKOBUMUI
Ta Mi3HaABaJbHUMU pPO3JaJaMHu, 3aJUIIAITHCA
akryanbHuMu [1, 15]. HoBi TexHOMOrii B rereTn-
1mi, soxkpema [THK — giarmoctmka, momomaramThb
BUSABJATHU OeJelii, aynaikamii Ta iHIri remeTuuHi
anomauii [7, 10, 17]. OgHak, aHais TaHUX aHAM-
He3y, KJiHiYHOro 00CTe)XeHHs, CIIiBCTaBJIEHHS
ocobauBocTell mebioTy, mepebiry, mporpecyBaHHS
CUMIITOMIB 3aXBOPIOBaHHA 1 pe3yJbTaTiB reHeTUY-

HOrO OOCTe)KeHHS € KJIOUYOBUM B IIiATBEePIKeHHi
IPaBUJILHOTO KJIIHIYHOTO ZiarHoay.

META POBOTH
IIpoanasizyBaTu 0COOJIMBOCTI IIPOSABY HEBPOJIO-
TiYHUX CHUMIITOMIB IpU CUHAPOMIi medinmuTty TpaH-
conoprepa riaokosu I tuny (Glutl Deficiency) Ta
#ioro nudepeHiaJTbHY JiarHOCTUKY.
AKTYAJIBHU TEKCT

B martorenesi pamy 3axBOpOBaHb IEHTPAJIbHOL
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"HepBoBoi cuctemu (ITHC), axi Ha mepimuit moryisan
MaloTh Pi3HY HPUPOMY, HAIIPUKJAJL AucMeTaboaiu-
HY, CIaJKOBY Ta iHIITY, KJIIOUYOBY POJIb Bifirpae cy-
OUHHUNA YMHHUK, AKUH 00YMOBJIEHUHN CTPYKTYPHO-
(GyHKIIOHAJIBbHUMU IOPYIIEHHAMMN BHYTPiIIHBOTO
miapy CyAuH — Iepe0dpaibHOTO eH0Te i,

B3moB:k cynmHHOTO JepeBa OpraHisMy JIIOOUHU
€HJIOTeJIili BUSABJISIE BHUCOKOTO PiBHA CTPYKTYPHY
Ta pyHKIioHasbHy rereporenHicts. B ITHC icuye
HOHATTA PO «HelpocyauHHy omuHUIo» (HCO) —
KOHIETITYAJbHY CTPYKTYPY, AKa IOB’sI3y€ MiKpO-
CYIWHU TOJIOBHOTO MO3KY 3 (DYHKI[i€I0 HEHPOHiB
Ta OOYMOBJIIOE BiATIOBiAL Ha yImKomkeHHs [18].
HCO crkaamaeTrbcss 3 MOHOINAPY €HIOTEJIiaJIbHUX
KJIiTHH, 3’€¢IHAHUX IIILHUMKA KOHTAKTaMM, SKi
3aJIATaloTh Ha 0asajbHill MeMOpawHi, NMepUIIUTIB,
rIafeHbKOM A30BUX KJITHUH, HiKOK aCTPOIIUTIB,
MiKporJii Ta HepBOBUX 3aKiHueHb. KiiTmHuU, 110
MUPKYJIIITh Y KPOBi, TaKi SK moiMopdHOAAepHi
KJITUHU, JiMOOIUTH Ta MOHOIIUTH TAKOXK € Uac-
turoo HCO, 3a paxyHOK IIiJibHOI B3aeMOAii 3 Jfo-
MiHAJbHOIO TIOBEPXHBOIO €HIOTEJiaJbHUX KJITUH
Ta ix poJnio y imyarHomy Hariaani. 'EB € inTerpo-
BaHow uyactuHoio HCO. 'EB yTBOpeHuii BUCOKOC-
meliajii3oBaHUMHU €HIOTeJiaJbHUMU KJIITHHAMH,
Hi)KKaMM acTPOIUTIB Ta IEepuIluTaMu, SKi pasom
CKJIamaloTh TUHAMIUHUI iHTepdeiic, 1110 BiToKpeM-
JII0OE MOBOK Bin cuctemu KpoBoobiry [11]. ITinbmi
kouTakTu (tight junctions) — ckiagaroTbes 3 TPHOX
OCHOBHUX I'PYII OiJIKiB — TpaHcMeMOpaHHUX OiIKiB
(KJIayauHiB Ta OKKJIIOLUHIB), OiIKIB 3 IUTOCKEIeTY
(axTuH) Ta JOTOMiKHUX 6inKiB. CTPYKTYpPHO BOHU
B3AaEMOJIIOTH i (DOPMYBAHHS MepesKi TpaHncMeMO-
pPaHHUX i MUTOMJIA3MATUYHUX OiJKiB, MOB’A3aHUX
3 IIUTOCKEJIETOM Ha OCHOBi aKTWHY, IO JO3BOJIAE
HMIiTbHUM KOHTAKTaM (hopMyBaTu 0ap’ep 3 MOKJIU-
BiCTIO IIBUAKOT'O MOJIEJIIOBAHHSA Ta PEryJI0BaHHSA.

Enporenianbui KiaiTmHu ApidHMX mapeHxima-
TO3HUX CYAWH T'OJIOBHOTO MO3KY € OJHi€I0 3 OCHO-
BHUX YacTuH remMartoeHnedaaiuaoro 6ap’epy (F’EB)
Ta MPeACTaBIAIOTH OCOOINBUI (DEHOTHUII KJIiTUH 6e3
(erecTp, 3 MIIILbHIMHI KOHTAKTAMH Ta He BUpPaKe-
HUM IiHOIMTapHUM TpaHcmopToM. Ileit 6ap’ep mo-
3BOJIAE€ CYBOPO KOHTPOJIOBATH OOMiH pO3UYMHaAMU
Ta KJIITMHAMHN Mi)X IJIa3MOIO Ta iHTEepPCTHUIliaJb-
HUM IIPOCTOPOM T'0JIOBHOTO MO3KY. IlepebpanbHuii
eHgoTeN il y Oinplmifi yacTHHI TOJTOBHOTO MO3KY
3’eqHaHU, 3a [SOIIOMOIOIO0 IIMIJIbHMX KOHTAKTIB
(tight junctions) Ta BuKouye QyHKIIiI0 «DisuuHO-
ro 6ap’epy», AKUH IONEpPeAKaE PYX MOJEKYJ MiK
KpoB’10 Ta rosoBHUM Mo3KkoM [16]. 'EB rakox Bu-
CTyIIae B POJIi «TpaHCIOpPTHOro Gap’epy», 3a pa-
XYVHOK cHenu@iuHuXx TPaHCHOPTHUX CUCTEM, SAKi
PeryJaolTh TPAHCIEJIOJAPHUA PYyX MaJUX Tigpo-
GinbHUX MOJEKYJI, a TAKO0MK, AK «MeTa0oJiuHuii
6ap’ep», 3a paxXyHOK KoMO6iHAaIlii BHYTPilIHBOKJIi-
TUHHUX Ta eKCTPaIeTIIAPHUX PepmMeHTiB [4].

T's10K03a € OCHOBHUM [I)KepesioM eHeprii y ro-
JIOBHOMY MO3KY CCaBI[iB, a IIOCTiliHA NPUCYTHiCTH
IaHOTO CyOCTpaTy € HeoOXiJHOI0 YMOBOIO JJIA HOD-
70

MaJbHOTO QYHKI[IOHYBaHHS MO3KY [2, 24]. B rosos-
HOMY MOBKY TVIIOK03a IITBUAKO OKUCJIIOEThCA (KaTa-
60J1i3y€eThCs), III0 00YMOBJIIOE SHUYKEHHS I'PASi€HTY
reKCco3u y HaOpPAMKY BiJf KPOBi 0 MiKKJIITUHHOI
pinguHN M0o3Ky. TpaHCIOPT I'IIOKO3U B MO30K 3a0e3-
IeyyeThbCcs OiIKaMU IIOJIETIIIeHOTO TPAHCIOPTYBaH-
HA. JlocTaBKa IJIIOKO3U 3 KPOBi BifOyBaeThCs uepes
eugorenionuru 'EB, masmatuuni MmeMOpaHu Hepo-
HiB Ta rii.

Icuye nmexinbka HAIPAMKIB B3aeMomil MizK HeWpo-
HamMu i actpormuramMu. A came, IJII0OKO3a, KA BU-
KOPHUCTOBYETHCS AaCTPOIUTAMU YTUIIBYETHCA [0
JaKTaTy, AKUHA B CBOIO UePT'y BUBLILHIOETHCA ¥ MiK-
KJiTuHHUHN npocTip [5]. JIakTaT 3 iHTepeTUIiaabHO-
T'0 IIPOCTOPY 3aXOILTIETHCA HEMPOHAMU i BUCTyIA€E
B AKOCTi JOJJaTKOBOTO JizKepeJsia eHeprii. AcTporuTu
GOPMYIOTh MePHINi KIITUHHUHA MIIAX TJIIOKO3U 0
MO3KY, dKi ilealbHO po3TallloBaHi AJsd 3abe3neueH-
HS COPSKEeHHS MisK aKTUBHICTIO HEMPOHiB Ta 3aX0-
IIJIEHHAM TJIIOKO3U.

B Mo3Ky BumindoTh AeKigbKa isodopm TpaH-
croptHux cucrem rioko3u GLUT, aki peryioioTb
PiBeHb IUIIOK03U y TOJI0BHOMY MO3KY, a came GLUT 1
(Human Genome Organization, HUGO, ckoanae
SLC2A1), 3 (SLC2A3) u 8 (SLC2AS8) [13]. GLUT 1
€ yHiBepcaJIbHUM NEePEHOCHUKOM TJIIOKO3U, AKUN
PSCHO IIpEeCTaBJIEHUN ¥ MO3KY; BiH €KCIIPECY€ETh-
csd eKCKJIIOBMBHO y MOBKOBUX 6ap’epax, 0co0Ju-
BO Ha JIOMiHaJbHiZI MeMmMOpaHi eHmoTemiadbHUX
KJiTHH IapeHXiMaTo3HUX CYJAUH MO3KY Ta XOpi-
HOimaJbHOTO ciyieTeHHsA. EKciipecia Ha meMOpaHi
GLUT 1 KOHTPOJIOETHCS TiIllOKCis-peryamoidyuM
daxTopom 1 (hypoxia-inducible factor 1 (HIF-1),
AKUI € KJIIOUOBUM PEryJIsiTOPOM ajanTallii KJIiTuH 10
3HUKEHOI'0 IapIiaJbHOro TUCKY KucHIo [22]. Bisok
HIF-1a mecrabinpuuit mpu (disiosoriunomy piBHi
KHMCHIO i TOCTiliHO PYHHYETHCS IiJ BIJIXBOM IIPO-
gin rigpokcuias [23]. Ilig uac rinokcii, 6imox HIF-1a
cTabiIisyeThCsA B pes3ysIbTaTi SHUMKEHHS aKTHUBHOCTL
MIPOJIiT TigpoKcuaas, 3B’s3yeThesa 3 Ginkom HIF-1f,
mepeMilyeTbcss B AAPO, B Pe3yJbTaTi YOTO aK-
TUBYETHhCA TilOKCifA-omOcepeqKoBaHi cis-eleMeHTU
(Bonu [IHK, AKi He KOAYIOTH, ajie PETyJIIOI0Th TPAH-
CKPHUIILif0 po3TamioBaHux mopsAf rexis) [8]. Takum
ynaoM, Oijok HIF-1 akTuBye OekinbKa reHiB, AKi
3aJIy4eHi o IIPoIlecy aHTioreHe3y i peryasilii mera-
00J1i3My, BKJIIOUHO 3 T€HAMU, SIKi PeryyiolTh 3aX0-
ILJIeHHA Ta yTuisalito rirokosu [22]. Taxk, € gaHi, 1o
TPaH3UTOPHA iIlleMiss MO3KY CYIIPOBOAIKYETHCA IIif-
putieHHaM piBHa HIF-1 Ta ekcrpeciero GLUT 1 [9].

Excnpecia GLUT 1 B I'EBP smaxoguThca mif
BIIMBOM aCTPOITUTIB i riIiaqbHUX KJIiTHH. [HIMIMUT
CcJIOBaMU, KOJIX MO3OK ITOTPEeOYE IIi IBUIIEHOTO BMicC-
Ty TaIOK03u, eKcnpecigs GLUT 1 Ha moBepxHi eH-
JOoTeJialbHUX KJIITUH MO3KYy 30iabIyeThcsA. Byso
BUABJIEHO, IO ACTPOIIMTH B yMOBax TimoKcii Bu-
BiIBHAIOTH I'yMopaJdbHUN (haKTOp, AKUIN MiABUIIIYE
excupecito GLUT 1 Ha moBepxHi eHAOTeNialbHUX
KJIiTHH MO3KY [21].

PiBeHp r1/II0KO3M y CHOUHHOMO3KOBIiN piawmui
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cryagae 50—60% Bix piBHA rII0K03U y IJIa3Mi Kpo-
Bi, IIIO0 CTBOPIOE Bif’e MHUH I'paJieHT KOHI[EeHTPAI[il
TJIIOKO03U Y JIiKkBopi. BeraHoBiieHo, 110 icHye Na+-
He3aJIe)KHa CUCTeMA IIEPEHOCY IVIFOKO3Y 3 KaIliIapiB
XOPiHOiTaJIBbHOTO CIIJIETEHHS y Ilepe0pocIliHaIbHY
pimuny [12].

Cungpom pedinmury TpaHCcIoOpTepa TIJIIOKO3U
Tuny 1 (B aHryjomMoBHi# JgiTeparypi — Glut 1 DS)
BiIHOCUTBHCA [0 TeHETUUYHUX XBOPOO, IPU SAKOMY
HOPYIIYETHCA TPAHCIOPT rioko3u uepes 'ED i Bu-
HHUKAOTh poO3JIaAu IepedpaibHOTO MeTaboJriamy.
Busasnenna myramnii reay SLC2A1 ua miacrasi cy-
YacHUX TeHeTUUYHHUX METOMIiB HiATBep:Kye TaHUU
miarmos. OgHak, y 10-15% Takmx XBOpHUX, 3a JaHU-
MU JiTepaTypu, 3a3HaueHa MYTallid 3aJUIIAETHCS
He imeHTudikoBanoiO [6]. CunTesd Glutl mporeiny
s3abesmeuye ren SLC2A1, AKuil 3HAXOAUTHLCA HA
nepmIiit mapi xpomocom. MyTarrii JaHoro reny mpu-
3BOaATH A0 cuHTe3y Glutl mporeiny B HemocTaTHil
KiJIBKOCTI 1 mepenyciM, 10 MOPYIIEeHHSA TPAHCIOPTY
riokosu uepe3 I'EB [2].

¥V 3B’A3KY 3 I[UM, Y XBOPUX 3 CHHIPOMOM JaediuTy
TPaHCIIOPTEPY IVIIOKO3U TUNy 1 BifOyBalOThHCA 3HAUH
MeTaboJIiuHI po3iagn Y BUIVIALI HeJOOTPUMAHHS I'0-
JIOBHAM MO3KOM TJIIOKO3HU, II[0 IPU3BOAUTE 0 HOPY-
IIIeHb HOro HOpMaJIbHOTO POCTY Ta (GPYHKIIOHYBaHHS.
Hacurigkowm mepedpaibHOTo AedilluTy III0K03H1 Y ma-
Ii€HTIiB € HAIaAU CyJOM, aJIbTePHYIOUa reMiIreris,
TOJIOBHUM 6ifib, AM3apTPisf, OMCOKJIOHYC, MiKpoIlle-
darisa, mopyIlIeHHA KOHTPOJII0 PyX0BOi aKTUBHOCTI,
B TOMY YMCJi aTaKcifg, TPyAHOIII HaBUaHHSA i KOMY-
HiKaIliii, rimepKimesu mo TUIy Xopei abo AUCTOHII.
Taki cumnToMy (QOPMYIOTH KJIIHIUHY CUMITOMATH-
Ky cuagpomy Glutl Deficiency [6]. YMoBHO KiriHiY-
HY cuMmnrToMaTuky cuagpomy Glutl DS mo:xkHa pos-
OOiINTU Ha TaKi KaTeropii:

1. EninentuuHi npunanku;

2. Ilopy1ieHusa pyxy;

3. Ilopymrenusa misHaBaJbHUX (PYHKIIIHN i moBe-
TiHKU.

OngHak, He BCi mallieHTHM 3 JaHUM CUHIPOMOM
MalOTh OJHAKOBY YaCTOTY i TAMKKICTh 3a3HAUEHUX
CUMIITOMiB.

KJITHIYHI XAPAKTEPUCTUKN

CreKTp IpoABiB CHHAPOMY MedilluTy TPaHCIIOPTE-
py DIroKosu Tumy 1, 3a ()eHOTHUIIOM BKJIIOUAE KJIACHY-
HUU CUHAPOM, IaPOKCU3MAJIbHY (POPMY (TUCKUHE3id,
sAKAa MPOBOKYEThCA (hisMUHUM HaBAHTAYKEHHSIM), €ITi-
JIeTIcito (TIEPBUHHO BifioMy sK aucToHisa 18 — DYT 18),
TIapOKCU3MAaJILHUI XOPeoaTeTo3 3i cCracTUYHicTIO (pa-
Hime Bigomwuii, Kk auctoHia 9 — DYT 9), arumnosy au-
Tauy ¢opmy 6e3 emiserncii, MiOKJOHIUHY acTaTUUYHY
eIiJIercito, MapoKCU3MaJIbHI HEeITiJIeNTUYHI SBUIIA,
BKJIIOUAIOUM TUMUYACOBY aTaKCiio, XOpeoaTeTos, TUCTO-
HiIO Ta IepeMiKHY reMiILierio.

Knacuuna ¢popma xapaKTepus3yeThCA PAHHIM TO-
YaTKOM cyaoM (mo 6 MicsIliB), 3aTPUMKOIO HEBPO-
JIOTIYHOTO PO3BUTKY, HAOyTUMU MiKpoiledaiaMmu

i ckmagHMMU pyxoBuUMHU posaazamu. CygoMu mpu
i popmi MaroTh AeKiIbKa THUIIIB: reHepajisoBa-
Hi ToHiuHi abo KJoHiUHi, ()OKaJIbHI, MiOKJIOHIUHI,
aTturoBi abcaHcu, aTOHiUHI Ta Ti, 110 He KJaacudi-
KYIOTbCA. Y NeAKUX HEMOBJIAT eIli30AU aIlrHoe Ta
aHOMAJIbHI eIi3oquUHi pyXu oueil, momiOHi 10 omco-
KJIOHYCY, MOJKYTh IIepelyBaTH IIOYATKY CYZOM.
Ilpunangku wHaityacriie BUABIAIOTHBCS Y BUTJISATL
KHMBKiB i cTpiMKux pyxiB Tyayba i KiHIiBOK, Mio-
KJOHycy. HacToTa, TSAKKIiCTh 1 TUII CyJIOM Bimpis-
HAIOTHCS cepel XBOPHUX 1 He IOB A3aHi 3 TAXKKICTIO
3axBoproBaHHA [6]. Bigzomo, 1110 1i1a emienTuyHMX
npunaakis npu cuuaapomi Glutl Deficiency e xa-
paxkTepHOIO (apMaKOPE3UCTEHTHICTh OO aHTUEi-
JIENITUYHUX ITpenapartis [6, 14].

TunoBUM € KOTHITUBHI IOPYIIIeHHA, TOYNHAIOYN
BiJT HeBHAUHMUX TPYAHOIIIB y HAaBUYaHHI O BasKKOIl
iHTeJIeKTya/JIbHOI HENOCTATHOCTi, CHCTEMHOTO He-
IOpO3BUHEHHA MOBJeHHA. CKIagHI posjagu pyxy,
110 XapaKTepusyKThCA aTaKCielo, JUCTOHIEIO i X0-
peeio, MOXKYTh BUHUKATH B OyAb-AKill KomOimarrii
i MOKYTBH OyTU Ge3lepepBHUM, MapPOKCU3MAaIbHUM
a00 MOCTIMHUM 3 KOJMBAHHAMU TAMKKOCTL, HA AKi
BILIMBAIOTH (DAKTOPU HABKOJIUIITHBOTO CEPEOBUIIIA,
TakKi K roJiogyBauHsa a00 iHPeKITii.

IToBenminkoBi pos3jagm yacTo BKJIIOYAKOTH medi-
IIUT yBaru, JeBiaHTHI ¢opMU MOBEAiHKU, III0 00Y-
MOBJIIO€ CKJIaHOIII BUXoBauHuA fAiteii. CoriasrizoBa-
Hi 1 HecoriaysrizoBaHi (popMu MOpyIeHb ITOBEIIHKYT
YaCTO CYHPOBOIKYIOTHCA €MOIIifHO — BOJHLOBUMU
posiazamu.

ITopymenusa pyxoBoi GyHKIII v xiTeit 3 cuHApO-
moMm Glutl Deficiency cmocrepiraersca B ¢opmi
posnaniB GYHKIIN ekcTpamipamingzoi cuctemu (na-
POKCU3MaAJIbHUX MUCKUHE3il, OayaisMy, TpemMopy,
aTeTo3y, AWCTOHIil), MOPYIIeHb KOOpAMHAII py-
xiB (aTakcii), AKi BOJIMBaIOTH HA AKiCTH MOTOPHUX
dyHKIiA. 3aTPUMKN PYXOBOTO PO3BUTKY AiTeit, 06-
MesKeHHs aKTUBHOCTI HOBiIBbHUX DyxiB (mapesu),
3HMKEeHa M g30Ba CHJa 1 maTosoriuHi pediexcu,
TOPYIIIeHu# M’ A30BUM TOHYC (HaliuacTiie y BUTJIA-
Oi rimepToHyCy, CIIACTUYHOCTI M s13iB, QUCTOHIiH,
pifie — M A30B0I TiMOTOHIT), BININBAIOTH HA PO3BHU-
TOK i piBeHb (PYHKIIIOHAJIBHOI aKTHUBHOCTI JUTUHU
Ta opMyBaHHA HABUUOK CAMOOOCIyrOBYBaHHA.

TakkicTe 1 CTymiHb BUPa3HOCTI 3a3HAUEHUX
CUMIITOMiB KOJIMBAETHCS IIPOTATOM 00U i BaIeKUTH
Bim wacy mpuiiomy i»Ki AMTHMHOIO, 30KpeMa Halbiab-
ma oOMe)KeHIiCTh PYXO0BOI aKTHUBHOCTI IAIli€HTIB
3 cuaapomoMm Glutl Deficiency cmocrepiraerbcs
BPAHIIi HATIIIeCepIle micaa npooymKeHHA [6].

Kainiuno npexacraBieHUII CUMITOMOKOMILIEKC
00TPYHTOBYE HeoOXimHicTh nudepeHIianbHOI mia-
rHoctuku cuapomy Glutl Deficiency 3 inmoro
maToJioriero. CTpaTeriuio B AiarHOCTHIIL Heiipoze-
TeHEePATUBHUX XBOPOO MAarOTh OyTH 3[ificHEeHi Taki
KPOKU:

1. AHasisz aHaMHECTUYHUX NaHUX i YTOUHEH-
Ha iHGopMmarii mono mepebiry mepmHaTaJIbHOTO
nepioxy (BariTHOCTi, HTOJOTiB, HEOHATAJLHOIO
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mepiony), yCKJIAAHEHHA SAKOTO HEPIAKO € mpuyu-
HOI0O 3aTPUMOK DPYXOBOI'0O, MOBJEHHEBOrO, IIi3Ha-
BaJIbHOT'O PO3BUTKY AUTUHU. 30KpeMa, IepeauacHi
IIOJIOTY B aHaMHe31, HapOYKeHHA HeMOBJIAT 3 O3HA-
KaMM HEe3pPiJIOCTi CBiIUNTh HA KOPUCTb M€ HETUUYHUX
a00 MeTabOIIYHNX CHATKOBUX XBOPOO.

2. BusgBieHHsA TPOBIJHOTO HEBPOJOTiIYHOTO
CUMIITOMOKOMILJIEKCY Y BUTJALL IOPYIIEeHb PYXY,
a came Iape3iB, mapajiuiB, TinepKUHETUYHOTO
CUHAPOMY, IIOpPYyIleHb KoopAawmHarii (cratTuuHa i
IVHaMiuHaA aTaKcis) B IMOeTHAHHI 3 MOPYIIEHHAMU
3IaTHOCTI A0 Mi3HAaHHA i MOBHOTO PO3BUTKY. ¥YIIO-
BiJIbHeHHS TEeMIY 3POCTaHHS 00’€MYy T'OJIOBU JUTH-
Hu (Mikporedasisa) € 03HaKOI iCHYIOUOI IPUUYUHUI
3aTPUMOK PO3BUTKY JiTeN.

3. B nudepenmianbHiil fiarHOCTUIII CIIaAKOBUX
MeTaboiYHUX XBOPOO HAA3BUUANHO BAIKJIUBUM €
YTOUHEHHA (PAKTy HNporpecyBaHHS CUMITOMIiB 3a-
xBoploBaHHA. HaaBHiCTH IporpefieHTHOCTI mepe-
6iry — mosABa HOBUX KJIHIUHUX CHUMITOMiB XBOPO-
01, mOTJIMOJIEHHA CTYIEeHIO BUPA3HOCTI iCHYIOUMX
NPOsBiB 3aXBOPIOBAHHSA, BTpaTa IAIliEHTOM PYXO-
BUX HABUWKiB, HAPOCTAHHSA Mi3HABAJbHUX, MOBHUX
Ta iHIMUX po3JjajJiB € BaKJIUBOIO KJIiHIYHOIO O3HA-
KOO IPOTPECYI0UNX TeHeTUUHUX XBOPOO.

4. IToetHAHHS HEBPOJIOTIYHUX CUMIITOMIB 3 iHIITH-
Mu nopyiteHHaMu. O3HaKKU ypakeHHs BHYTPIiITHIX
OpraHiB, HAIPUKJAM, IPU XBOpoOaX HAKOMUUYEHHS
i merabosmiunux cunapomax. IlosgBa aTtpodii sopo-
BOTO HEpBa, IIIrMEeHTHOI JereHeparlii ciTkiBku, ma-
IiHHA TOCTPOTHU 30PY B IMOEAHAHHI 3 (hOpMyBaHHAM
napesiB i mapasiuiB, MOPYIIEeHHAMU KOOpPAMHAIIL
PYXiB Ipu HeUpPOHANBHUX IePOIAHUX Jinodyciu-
HO3aX € BAKJIUBUMU KapAUHAJIBHUMU CUMIITOMA-
MU AaHOI maToJiorii. 3 MeTo0 AiarHOCTUKU XPOMO-
COMHUX CUHAPOMIiB BasKJIMBO OI[iHIOBATH (DEeHOTHUII
nalieHTa, HagBHICTh 03HAK AucMOpPdisMmy.

5. PesyabTaTit 1OJaTKOBUX METOIB 00CTEKEHHA:
KT i MPT no3BoiAOTh IiATBEPAUTY CTPYKTYPHI 3Mi-
HU MO3KYy. llamieHTH mepeBakHO 3 PYXOBUMU DPO3-
JajmaMu, O3HAKaMMU He3pijocTi mpu HapoA:KeHHi abo
NepUHATAJBHUMU YCKJIQMHEHHAMU MAalOTh PU3UK
TIepUBEHTPUKYJIAPHOIL Jelikomanaiii. IIpusnauennsa
MPT namae MOKJIUBICTD ieHTU(IKYyBATH NPUUUHY
ypasKeHHA MO3KY. AHaJIi3 pe3yJbTaTiB eJeKTPOeH-
mnedasorpagdii y BuriIAmi 3mi 6ioeIeKTPUYHOI aK-
TUBHOCTI MO3KY [OIOBHIOIOTH iH(popmaIlito, 3a pe-
3yJIbTaTaM KJIiHiYHOTO 00CTEKEeHHA XBOPOTO.

6. Metonu imenTudikarii, 10 AKUX BiTHOCATHCA
KapioTunyBaHHA, (hpepMEeHTHA IiarHOCTUKA, aHaJi3
merabodaitie, [THK — miarmocTuka, mopiBHAJIbHA
TeHOMHA ribpuamsartisa Ti iHimi HagaoTh MOMKITBOC-
Tell Bepugikarii kainiuyHOrO fiarHO3Y.

Hiarmocruka cuuagpomy Glutl Deficiency mepes-
0auae OIiHKY PiBHA TJIIOKO3W B JIIKBOPi: 3HMIKEH-
HA PiBHA CHiBBiJHOINIEHHSA TJIIOKO3U JIIKBODP/KPOB
mewntre 0,4, TUIIOBO IJiA JaHOTO AiarHosy. Jliarmos
Glutl DS BcramoBsioeThess y mpobaHIiB 3 Biamo-
BiIHUMMY KJIIHIYHUMHN CUMIITOMaM”, HOPMAaJIbHOIO
KOHIIEHTPAI[I€I0 TJIIOKO3U B KPOBi, KOHIIEHTPAI[IEIO
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TUIIOKO3H ¥ JIiKkBopi < 60 mMr/mi, Ta izenTudikairieio
reTepo3UTrOTHOTO BapiaHTa (abo pifiie, KBOAJIENb-
HUX naToreHHuX BapianTiB) B SLC2A1 muiaxom mo-
JIEKYJIAPHOTO TEeHETUYHOT'O TeCTyBaHHA. [[ogaTKOBO
MOKe OyTH TPOBEAEHO MOCTiIKEeHHSA IOTJIMHAHHSA
3-O-meTusi-D-TII0K03U B €PUTPOIIUTAX ; PE3YIBTATHA
B Meskax 35—74% maroTh JiarHocTuyHe 3HAYCHHS.
IIporueninentuuni npemapatu Hepigko OyBa-
I0Th Hee()eKTUBHUMU IIPU JIKyBaHHI emijgenTud-
HUX NPUNIAAKiB, 00YMOBJIEHUX HEUpOJeTreHepaTUB-
HuUMHU xBopobamu [6, 14]. Bigomo, 110 KeTtoreHHa
IieTa BUABIAETHCA e(EKTUBHUM aJbTePHATUBHUM
MeTOLOM Tepamii paxy dapMaKopesucTeHTHUX (hopM
emijenciii [3, 6]. CBoeuacHe mpu3HaUEeHHA KETOT€HHOT
nmietu mpu cuaapomi Glutl Deficiency samo6Girae 3a-
TPUMKaM PO3BUTKY, PO3JajaM IIOBETiHKU, 3abe3rre-
Uye TMTOKPAIeHH PYX0BOi aKTUBHOCTI i mMisHaBAJIbHUX
(QYHKIIH miTeli, crpude HOCATHEHHIO KOHTPOJIO €Ili-
JIENTUYHUX IPUIAJKIB y TAKUX HAIli€HTIB.

BIICHOBOKU

Hiarmos crmagkoBUX MeTabOJiUYHUX CHUHIPOMIB,
3okpema cunapomy Glutl Deficiency e xainiunum,
a cyJacHi MeToau AiarHOCTHUKHM Ta AaHi JabopaTop-
HOTO 00CTeKeHHS JIIKBOPY IiATBEPKYIOTE HOTO.

HudepeHmniaibaa giarHOCTUKA 3aTPUMOK pPO3-
BUTKY i HOPYIIIEHb PYXY YV XBOPUX MOTpebye yToU-
HEHH eTiosorii, B 3B’ A3KY 3 UMM MalOTh OyTHU IPU-
3HaUYeHi 1oAaTKOBI MeTonu igenTudikamnii giaruosy
ImicsIs aHaIisy aHaMHECTUYHUX TaHUX i pe3yJIbTaTiB
KJIiHiYHOIr0 00CTE)KeHH A JUTUHA.

HudepennianbHa AgiarHOCTMKA CUHAPOMY me-
dinuTy TpaHcmoprepa riaoko3u tumy 1 (Glutl DS)
BKJIIOUA€E TaKe:

1. THmi mpuuwHM HEHPOIVIIKONEeHil, BKJIIOYAIOUN
YMOBH, II[0 BUKJIMKAIOTh XPOHIUYHY a00 IIepepuBUYACTY
rinmonTikeMito (HaIpUKJIad, CiMelHui rinepiHCyTiHiZM);

2. Bci npuuvHM BUHUKHEHHS HOBOYTBOPEHD
Y HOBOHAPOMKEHUX Ta TpuAOaHOi MiKporedasii;
30KpeMa, PaHHIA pPO3BUTOK cuHApoMy Perra, cuH-
Ipomy AHresbMaHa Ta iHGaHTUILHUX (HOPM HEHPO-
HaJIBHOTO IIePOiA-JTimo(QyCIInHO3Y;

3. CurapoMm omcokJoHyCc-MiokJa0oHYC [19, 20];

4. KpunrorenHi emisenTuuHi enmedasonarii i3
3aTPUMKaMU PO3BUTKY;

5. CimeiiHi emiyenicii 3 ayTocOMHO-TOMiHAHTHUM
THUIIOM YCHATKyBaHHS;

6. Emizomu mapoKcu3MaabHOI HEBPOJOTiuHOL
Iuc(YHKILI, 1110 TOB’ A3aHa a60 11 MOKJIMBO YHUKHY-
TU TPUHOMOM BYTJIEBOJIB, OCOOJIMBO IPU IOABI Ie-
peMikHOr0O reMinapesy, aTakcii, KOTHITUBHOI AuC-
dyukrii abo cygom.

7. TlopyirenHs pyxoBoi (QyHKIII, BK/IOUAOUMN
IMCTOHIiIO.

ITpusnaueHHsa ajabTepPHATUBHUX METOHIB JiKy-
BaHHA (KeTOTeHHOI mieTn) Ta ii eeKTUBHICTH IpU
TeHETUYHUX XBOPOOaX, 30KpeMa y XBOPUX 3 CHUH-
apomom Glutl Deficiency, miaTBepm:xye HeobXin-
HIiCTH i BayKJIMBiCTb IPAaBUJIBLHOTO iarHORY.
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