TE3UN HAYKOBO-MPAKTUYHOI KOH®EPEHLI

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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T. I. Cmeuenxo
HauioHanbHa meduyHa akaoemis nicnaounioMHoi ocsimu
imeni I1. J1. Wynuka (m. Kuis)
Bunapok ¢okanbHOi NO6HOI eninencii
y AUTUHU TPbOX MicALiB 3 myTauielo reHy NRPL3

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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Xapbko8cKul HAUUOHAbHbIU yHUBEpcUumem
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MeTa6013M aHTMINUIENTMYECKMX NPenapaTos,
accoUMMpPOBaHHbIN C FeHETUYECKUM nonnumopdusmom

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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