TE3WN HAYKOBO-MPAKTUYHOT KOH®EPEHLLI

3YMOBJIOIOTb OCHOBHI $i3i0N0riuHi KOHCTaHTU HEeNpoOHa,
MeMOPaHHUN, CTPYKTYPHWUIA Ta eHepPreTUYHUiA NOro CTaH.
OT1xe, 6yno obpaHo 20 cniBBiAHOWEHDb MiX efleMeHTaMMu,
AKi BUBYanuM B rpynax nauieHTiB, chopmoBaHuX 3a BCiMa
MOXNMBUMU NpuHUMNamun. BignosigHun aHanis BnABuB,
WO y AiTen 3 eninenciAamMmm Ha piBHI NOKa3HUKIB rpynu KOHT-
ponto 36epiratoTbca cniBBigHoweHHA Zn/P, P/Fe, Zn/Fe, To6TO
CMiBBiAHOLIEHHSA MiX efleMeHTaMu, AAKi NOB’A3aHi eHepreTny-
Holo Ta epMeHT-perynaTopHOLo B3aeMopicto. BctaHoBneHo,
WO Y MauieHTIB 3 eninenciAamun BiporigHO HUX4Ye KOHTPOJIO
cnisBigHoweHHsA: Ca/K (p < 0,001), Ca/Na (p < 0,001), wo xa-
paKTepur3ye NopyLIeHHA NpoLecis 36yaKeHHA/ranbMyBaHHsA
npwu eninenciax. B rpyni nauieHTiB BiporiagHo BuLLe KOHTPOIO
cniBBigHoweHHA P/Mn (p < 0,001), Ca/Mn (p < 0,001), Fe/Mn
(p<0,01), Cu/Mn (p <0,001), ue cBiAUMTb NPO Te, O HANBINbLL
CcKNagHol npobnemoto aganTtauii B pi3HMX NlaHKax 06MiHy
npu eninenciax € Mn-3anexHi Ta Mn-KOHTPONbOBaHi nNpo-
Lecu, Bil AKX 3anexaTtb AK CTPYKTYPHI, TaK i eHepreTuyHi
CUCTEMU OpraHismy.

OTe, BCTaHOB/EHO CYTTEBIi 0COBNMBOCTI CMiBBIJHOWEHD
6i0NOriuHO aKTUBHUX €NeMEHTIB, XapaKTepHi Ana giten
3 eninenciamn. OTpuMaHi pe3ynbTaTi CBig4aTb Ha KOPUCTb
Heob6XigHOCTi ypaxyBaHHA MOKAa3HWKIB €NEMEHTHOrO CTaTyCy
nig yac po3pobneHHA TepaneBTUUYHUX CTPaTerin Ana umx
nauieHTIB.
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XapaKTepucTuKka KiiHiKo-HenponcuxonoriyHoro
nonimopdismy fiten 3 3aTPUMKOIO NCUXOMOBHOIO
pPO3BUTKY

B ocTaHHi poKM cnocTepira€TbCa NporpecusHe 36iNbLieH-
HA KiNbKOCTI fiTel 3 03HakaMu 3aTPUMKM MCMXOMOBHOIO PO3-
BUTKY (3MMP). [Jlo po3B’A3aHHA i€l Npobnemu akTUBHO A0-
Ny4aloTbCA Pi3Hi ANTAYI CneuianicTu: HeBponoru, ncuxiatpu,
NCUXONorK, a TakoX negiatpu, noronegmn Ta gedexkTonoru.

B noBcAKAEHHIN NpaKTULi CnocTepiraeTbca AKicHa Heo-
JHOpigHICTb 06cTexyBaHumx giten 3 3[MP 3 nornagy Ak Kni-
HIYHUX iT NPOABIB, TaK i MPUYNH, AKI CNPUYNHUAN LEeN CTaH.
Mw o6cTexunm 70 gitein y Biui Big 2,5 [0 5 pokiB. Xnonunku
ctaHoBunK 70 % nauieHTis, giByatka — 30 %. PeTenbHo 6yno
npoaHani3oBaHO aHaMHe3 Ta KJiHIKO-HEeNPONCUXONOTiYHI
CMNTOMM y BKa3aHOI KaTeropii nauieHTiB. TakoX BCiM AiTAM
6yno npoBefeHo enekTpoeHuedanorpadiuHe AOCNiAKEHHS.

3a pe3ynbTatamMu KJiHiKO-HENPOMNCMXONoriYHoro o6-
cTeXeHHA 6ynun BU3HauYeHi 03HaKW He3pPinocTi eMouiiHO-BO-
NboBOI chepu: emouiltHa NabinbHICTb, HEMOXMBICTb KOHT-
ponioBaTU CBOK NOBEAIHKY, arpecuBHICTb, KOHONIKTHICTD,
NpVAYPKYBaTiCTb, HEMOTMBOBaHI NOPYLUEHHA HacTPOLo, Mpu-
MXJIMBICTb, 3arajibHa pPO3rasbMOBaHiCTb. Po3nagu iHTenekTy
nonArany B NOpPyLIEHHAX MOBY, 0OMeXeHOCTi CIOBHUKOBOIO
3anacy, HepO3yMiHHi 3BYKOBOI CTPYKTYpU CIOBa Ta HEMOKNU-
BOCTI il 3anam’ATOBYBaHHA, HEPO3YMiHHI MPOCTUNX IHCTPYKLiN,
HECTIIKOCTi yBarn — cnocrepirannucb TPYAHOLL il KOHLeHTpa-
Lii Ta ¢pparmeHTapHICTb CNIPUNHATTA NOAPa3HUKIB; BUABNA-
NNCA NOPYLLEHHA 30POBOI, C/TYXOBOI Ta CJTyXOMOBHOI NaM'ATi;
6ynn BU3HaYeHi po3nagn CAIOBECHO-IONYHOr0 MUCTIEHHA.
[iTn 5-piyHoro Biky manu 34e6inblworo HN3bKUI piBeHb Nig-
rOTOBKM [0 LWKOAW, BifPi3HANNCA BiJ CBOIX 340POBUX OOHO-
NIiTKIB HECAMOCTIMHICTIO, HAIBHICTIO, HEBMEBHEHICTIO B CObI,

HU3bKMM TEMMOM CNPUNHATTA Ta NnepepobneHHs iHpopmalii,
niABNLLEHOI BTOMJTIOBAHICTIO.

BHacnigok aHanisy otpumaHux gaHumx 6yno BuaBneHo,
wo 3ae6inbloro y obctexeHnx aiten (78%) cnoctepiranaca
6aratopakTopHa aHaMHeCTUYHa CKnagosa YactuHa 3MMP.
MNepBMHHa 3aTPUMKa NCXOMOBHOTO PO3BUTKY, KON B aHaM-
He3i ¢irypyBanu faHi Npo NaTonorivyHi ycknagHeHi nomnoru
Ta CKNaAHICTb BHYTPIWHbOYTPOOGHOrO po3BUTKY, ane 6e3
dopmyBaHHA opraHiuHoro gedekty, cnoctepiranacb y 11 %
nauieHTiB. BropuHHmin BapiaHT 3IMMP, Wwo BNHUK BHaCNifAoK
LOBroTprBanymx abo XpOoHiYHNX 3aXBOPIOBAHb Ta BU3HAYEHMX
po3napie metaboniamy — y 8 %. 3aTpumKa pPoO3BUTKY, AKa
noeAHyBanacb 3 AMCOLINOBAHICTIO Ta ANCTAPMOHINHICTIO
PO3BUTKY OKPEMUX NCUXIYHMX GYHKLi (3 @y TUCTUYHUM CUH-
LpoMoMm) Byna BM3HaueHa y peluTu giten (3 %).

OTxe, KNiHiYHa KapTnHa 3aTPYMKU MCUXOMOBHOIO PO3-
BUTKY MaLi€HTIB 3 KilbKOMa HECNPUATANBUMU YNHHUKAMMN
B aHaMHe3i 6yna Hanbinbl HeOAHOPIAHOK Ta NpoABAAnaca
AK NOPYLUEHHAM eMOLil, TaK | MOPYLUEHHAM iHTENEKTY 3 No-
JanbWUM 3HUKEHHAM GOPMYBaHHA WKiNbHUX HAaBUYOK.
3a nonepeHiMun JaHMK, NOPYLLEHHSA B eMOLiNHI cdepi npe-
BaNlloBanu y fiitei i3 BTOpUHHMM BapiaHToM 3MMP. 3aTpumka
PO3BUTKY AiTeN 3 ayTUCTUYHUM CUHOPOMOM CYMPOBOIXKY-
Banacb BUABMEHUMU iHTENEKTYaNnbHUMK pO3nagamMu Ta no-
PYLUEHHAM KOMYHiKaTUBHUX HaBUYOK.

MynbTrancumnaiHapHUn Nigxiag y aiarHocTyui Ta Kopekuii
3aTPUMKM NCUXOMOBHOTO PO3BUTKY [03BONAIOTb CBOEYACHO
Ta KOMMMEKCHO OLHWUTW CTaH PO3BUTKY AUTUHU Ta HagaTtu
7 NOTPiIOHY JONOMOry 3 nonepenXeHHAM BUHUKHEHHA Y-
Manoi WKinbHOT ge3aganTauil.

YK 616.831-002-097-053.2-06+616.831-053.2

T. I. Cmeuenxo ', T. II. Isanosa 2,

O. I. Casuenxo >, I. M. Pedywxa *
"HayioHaneHa meduyHa akademis nicnadunaomHoi
ocsimu imeHi [1. J1. lLlynuka;
2HauioHanbHa dumaya cneyianizosaHa JiKapHa
«Oxmamoum» (M. KU'I'B)

Bunapok aytoimyHHOro eHuedanirty
3 ypaXeHHAM MO304Ka, acolifioBaHN 3 aHTUTINamMm
o rmioTaMmataeKkap6okcunasu (aHTu-GADG65)

y AUTUHN

AyTOiMYHHi XBOpOOM HEPBOBOI CMCTEMI B AUTAYOMY BiLli
B OCTaHHI pOKM [iarHOCTYIOTb BCE YacTille, BiAKPMBaOTb HOBI
i HOBI @aHTUTINA NPOTU HEMPOHIB, ane Ha »asb AOCi He Bigoma
TOYHa NpuyMHa 36010 B PoHOTi IMyHHOI CMCTEMU OpraHi3my.
Y piteii, 30e6inbworo, BUABNAETbCA NapaiHGEKUiNHUN reHe3
ayTOIMyHHMX 3MiH B HEPBOBI cncTemi. Xoua ypaKeHHA Mo-
304KOBOI CCTEMU YaCTiLle NOB’A3aHO 3 MapaHeoNIaCTUYHUM
reHe3om (HepobnacToMa cepefoCTiHHA NPY ONCOKIOHYC-
MIOKNOHYC CUHAPOMI), ane BUsABNieHa iMyHoonocepeKoBaHa
aTaKcia yepes aHTUTINIA Ao rtoTaMaTAeKapboKCcmnasu, oaHoOro
3 depmeHTiB AN1A yyacTi B CUHTE3i y-aMiHOMAaC/IAHOI KNCNOTK
(TAMK, GABA) [Mitoma H., 2019]".

HaBoanmo BMnagok imyHoonocepenKkoBaHOi MO30YKOBOI
aTaKcii, NoB’A3aHOI 3 aHTWTINaMK 40 roTamaTaeKapbokcuna-
31 B AUTAYOMY Billi.

Xnonuuk 3 pokis, 3axBOpPiB PanToBo. 3'ABUIOCA MOPYLUEH-
HSl XOAW — XWUTaHHA Ta CNabKicTb B Horax. MpoTsarom 5 gHis
CTaH noripwysasca. iIutnHa nepectana xogutn. COoMmaTnyHo
AnTuHa byna 3p0poBa. JlIuxomaHku He 6yno. 3 aHamHesy
BiZJOMO, WO 3a TXKAEHb Yy AUTUHU BYyNIN CUMNTOMW 3aCTYAMU.
OnTnHa Hapoamnacsa 340pPOBO, Bif 340p0BMX HaTbKiB.
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Po3BUTOK AUTMHMK 6YB B HOPMI. [lnTNHA rocniTanizoBaHa
B HEBPOJIOTiYHe BigAineHHs obnacHoi nikapHi, ae Bigku-
HYNN repreTUYHNn eHuedanit. JliombanbHa nyHKUis 6yna
B HOpMmi. MPT ronoBHOro Mo3Ky noka3syBana nerky BeHTpu-
KynogunaTtauito, 3MiH Mo304Ka He 6yno. licna npoBefeHoro
NiKyBaHHA aUMKNOBIipOM 5 AHIB, a fani — nynbc-Tepani€io
MeTUNNpPeaHi301I0HOM BHYTPIlUHbOBEHHO, CTaH AUTUHNU
noninwmnBecA Ta BOHa BMMNMCaHa 340poBoI0. Ane yepes mi-
CAUb, TaK CamMO MicnA CMMMNTOMIB 3aCTyAu Ta JIMXOMaHKN
8o 39 rpagycis 2 AHi, AMTMHA 3HOB NoYana XxmuTaTmca nig vyac
xoaw. focniTanizoBaHa B HeBposoriyHe BiggineHHa HACJ
«OxmatanT». Nig Yac HapXo[KeHHA B HEBPOJOTiYHOMY CTaTy-
Ci — B CBiJOMOCTI, afleKBaTHa NoBefiHKa, BUKOHYE KOMaHAW,
NCUXIYHUIN PO3BUTOK — 3a BiKOM, IerKunil ONCOKMOHYC OYei.
Xopa — aTakTuyHa. M'asoBa cuna — 4 6anm B Horax, 5 6a-
nis B pykax. M’'a3oBa rinotoHia — HeBennka. CyXoXunnkosi
pednekcn — xBaBi, cuMeTpuyHi. Cumntom babiHcbKoro —
HeraTusHuUn. CepueBa Ta gnxanbHa CUCTEMU — B HOPMiI.
AHani3um KpoBi Ta ceyi — B HOPMi. T-KNITUHHWI Ta B-KNiTUHHIN
iMyHIiTeT He nopyLweHwuiA, imyHornobyniHu M, A, G — B HOpMi.
Komn'toTepHa Tomorpadia cepefoCTiHHA Ta OpraHiB yepes-
HOT MOPOXHWHY 3 KOHTPACTOM He B/ABWIa HOBOYTBOPEHHA.
BuasneHo aHTUTena fo rnotamaTtaekapbokcmnasm (aHTm-
GAD) — 376 IE/ml (Hopma — po 10).

[VTrHa OTpUMana Kypc BHYTPILLHbOBEHHOTO iMyHOT00Y-
NiHy B CTaHAAPTHIN A03i 2 r/Kr NpoTAroM 5 AHIB, NicnAa AKoro
OVTUHA BUAY»Kana Ta BUMrMcaHa AOAOMY Mid HarnAag negiatpa
Ta AUTAYOro HeBposora.

Y BUTUHK 6yB TUNOBUI Nepebir napaiHdeKuinHOro imyHo-
onocepeaKkoBaHOMo 3aXBOPIOBaHHA HEPBOBOI CUCTEMU 3 Ypa-
KEHHAM MO304Ka, ane Brneple My NigTBEpPANIN naToreHes
LibOro CTaHy, BUABUAM aHTUTINA A0 rtoTamaTaekapbokcunasm,
BMICT AKX 306ibLIYETLCA MPU ayTOIMYHHMX 3aXBOPIOBAHHAX
HepBOBOI CMCTEMU Ta NPY LyKPOBOMY fiiabeTi 1 Tuny, ane MeH-
woto Mipoto. Ller Bnagok Bkasye Ha HeOOXiAHICTb BUABNATM
crneundivHi aHTMTINA 1O HEPBOBOT TKAHMHY Ta BUBYATU CTaH
iMyHHOI cucTeMn nauieHTa.
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leH NRPL3 € ogHMM 3 MaTOreHHUX reHiB KOMMnieKkcy
GATORT1 i nos’A3aHuUin 3 po3BUTKOM doKanbHOI eninencii
y OiTe, TaKoX Moxe 6yTV NpUUNHOD GOKANbHUX KiPpKOBUX
avcnnasin. Onncanuii 2015 poky Ricos M. G. et al.

HaBoanmMo KniHiuyHWI BUNagok ¢poKanbHOT NO6GHOT eni-
nenciiy autnHn 3 myTtauieto reHy NRPL3, akun snepue gia-
rHOCTOBaHUM B YKpaiHi.

OnTnHa — pgpyra B poAviHi (Mepwa AnTnHa — cecTpa,
3 poKu, 310p0oBa), Hapoaunaca B 340poBKX 6aTbKIB, AKi
He € pofnyamu, 30opoBoto. Y Biui 1 micAub BUHUKAN eninen-
TUYHI Hanagn — cna3mu Ta GoKasbHi TOHIYHI afBepPCUBHI
Cypoporn yBi CHi, 3 yactototo Ao 10 Ha Hiy, TpMBanicTio
fo 1—2 xBunuH. Mig yac HEBPONOTiYHOIO OOCTEXEHHSA 3MiH
BUABMEHO He 6yno. [IuTrHa po3BMBAETLCA BIAMOBIAHO 0 BiKY.
Ha enektpoeHuedanorpame BuaBfieHi poKanbHi 3MiHN —
6inblie B No6HMX AinaHkax. Ha MPT BuasneHi HefiarHoCToBaHi
3MiHW B IOGHNX Ta CKPOHEBIX YaCTKax KOPU FOSIOBHOTO MO3KY,
B MOJaNbLIOMYy MU MIAaHYEMO MPOBECTU HOBE JOCHigXeH-
HS 3 METOI BUKIOUEHHA POKanbHUX KipKOBUX AMChNasin

abo TybepciB. B nikyBaHHi Hanagw 6ynv pe3ancTeHTHUMM NpK
BMKOPWCTaHHI Banbnpoaris (arpasalia — y pasi 36inbLueHHA
no3n) Ta 50 % edpeKkT Ha Manux go3sax BirabatpuHy. 100 %
edekT O6yB OTPUMaHMIA Ha KapbamaseniHi Ta TPMBaE BXe 6 Mi-
CALiB Ha MaKCManbHNX Ao3ax, AKi AUTUHA NepeHoCUTb fobpe
i po3BMBaAETLCA 3a BikOM. byB NnpoBeeHNin FreHeTUYHNIN TecT
3 BU3HayeHHAM 187 reHiB npu eninencii i BUABNeHa natoreHHa
myTauia reHy NRPL3, wo moxe nigTBepAnTX Hal AiiarHo3.

BuABneHHA reHeTMYHNX MyTaLi 4O3BONAE YAOCKOHANN-
TV OiarHOCTUKY KipKOBMX aHOManii Ta CniaHyBaTu TakTUKY
NiKyBaHHA Ta NPOrHO3 XXNTTA NOANHMU.
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MccnepoBaHmA nocnegHux AecATUNeTU nokasanu, Yto
HeManoBa)Hyto Ponb B 3PPeKTUBHOCTY NeUYeHNA SNUNEencui,
OTBeTe Ha NPUMEHEeHMEe aHTMINUIENTMYECKX NpenapaToB
(A3M) nrpatT reHeTnYeckme ocoH6EHHOCTN NMaLUEHTOB,
B YaCTHOCTU aKTMBHOCTb pepPMEHTOB CMCTEMbI LIUTOXPOMA
P450, yyacTBytowmx B X meTabonunsme.

M3 cyuiecTByoWmMX LUTOXPOMOB B OpraHM3me YenoBeka
Havnbonee BaxHoe 3HauyeHune B 6uoTpaHchopmauum A3
nmetot cnegyowme — CYP2C9, CYP2C19, CYP3AA4.

Tak, reHoTunbl CYP2C9*1, CYP2C19*1, CYP3A4*1 cBA3blBa-
10T C HOPMaJibHbIM MeTaboIM3MOM 1 XOPOLLVM TepaneBTU-
YeCcKnM OTBETOM Ha fleyeHune ¢ nomolubio A3,

Hanunune pedektHbix annenenn CYP2C9*2 n CYP3A4*1B
NPYBOAAT K 3aMefJSIeHNI0 MeTabo/M3Ma U NOBbILEHWIO KOH-
ueHTpauuio AN B KpoBu. VX Hannume TpebyeT HazHauyeHNn
60s1ee HU3KMX, YEM OOLLENPUHATBIE TepaneBTUYECKME, [03.

Hanbonee HebnaronpuaTHbIMU, C TOUYKN 3PEHUA BAUAHNA
Ha NepeHOCUMOCTb MPOTUBOCYAOPOXKHbIX MPENapaToB 1 Be-
POATHOCTb BO3HUKHOBEHA HeXenaTeNlbHbIX MOOOUYHbIX 3¢-
dekTOoB, ABnATCA annenn CYP2C9*3, CYP2C19%*2, CYP2C19*3,
CylWecTBEHHO 3ameanawWwme bnoTpaHchopmaymio AN
(Garcia M. et al,, 2014).

YacToTa, C KOTOpPOW BCTpeYaloTCcA annefibHble NONNMOp-
bur3mbl, oTMyaeTcA y Niofeln PasNnUHbIX STHUYECKUX TPy
(McGraw J., Waller D., 2012).

Lenb nccnepoBaHna — onpenenvtb 4acToTy reHeTu-
yeckux nonmmopousmoB CYP2C9*2, CYP2C9*3, CYP2C19%*2
n CYP3A4*1By petein ¢ bapMakope3UCTEHTHbIMY 3MK-
nencusamu.

QapmaKkoreHeTUYeCkoe TeCTUpPOBaHMe 6blSI0 BbIMOSIHEHO
y 83 peten (Manbunkos — 49; neBoyek — 34), B Bo3pacTe
oT 11 mecAaues go 17 neT, CNaBAHCKOW HALUMOHANbHOCTN,
Xutenen YKpauHbl, cTpagalowmx ¢apMakopesncTeHTHbIMM
anunencuamn. Bce getTn Haxogunucb Ha 06CciefoBaHNN U Ne-
YeHWU B OTAENEHU AeTCKOM MCUXOHEBPOIOTNM 1 MAaPOKCU3-
MasibHbIX COCTOAHUN [Y «MIHCTUTYT HEBpOIOrnK, NCUXNATPUK
1 Hapkonorum HAMH YkpaunHbli».

BbiABNeHO, UTo OTAENbHble OQHOHYKNEOTUAHbIE NMONK-
MOpbM3MbI 1 MX KOMOMHauuW, BAAlOWMe Ha MeTabonnsm
A3I1, 3amegnan ero, BCTpeUaTcA OYeHb YacTto — Yy 72,29 %
o6cnenoBaHHbIX NALMEHTOB C GAapPMaKOPE3NCTEHTHBIMM
anunencuamn. O6HapyXeHbl MyTaHTHbIe afnenn reHos, obe-
cneuvBawoLwme 3amennieHre metabonmsma A3l y petein ¢ dpap-
Makope3ncTeHTHbiMM snunencuamn: CYP2C19*2 —y 39,76 %;
CYP2C9*2 n CYP2C9*3 —y 20,48 %; CYP3A4*1B —y 12,05 %;
KombrHauwma 3Tux nonumopdunsamos — y 10,84 %.
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