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Pestome. B cmamove npedcmagnaeno cogpemenHoe cocmosanue npoosemsvl Hacae0CmeenHoll 601e3Hu 00MeHa —
adperoneiikoducmpoguu. Onucan peokuil KAUHUYeCKUl cAy4ail adperHonelikooucmpoguu 6 couemaruu ¢
adperomuenoHesponamueil U npedcmasaeHsl pe3ynrbmamol AA60PAMoOPHO20, UHCMPYMEHMANbHO2O 00CAe008aHUS
nayuenma, 0aHHble KAMAMHECMUYeCK020 Ha0A00eHUs Ha (oHe NPOBOOUMO20 NAMOLEHEeMUYEeCK020 Ne1eHUs

0016H020 NEPOPANLHBIM NpUeMoM macaa Jlopenyo.

baazooaps smomy macay s cetinac c amu.
Glenn Stafford (2000 r.)

X-cueruieHHast anpeHoneiikonuctpodus (X-AJI[1) — Ha-
cJeACTBeHHAs 00JIe3Hb 0OMEHa, XapaKTepU3YIOILAsICs JeMUe-
JIMHU3UPYIOLIMM MOPakeHUeM HEPBHOM CHCTEMbI B COYeTa-
HUM C XPOHUYECKOI HaAMOYeYHUKOBOI HETOCTATOYHOCTBIO.
X-AJIJI TpUHAUIEKUT K OTHOM 13 TPYII O0JIE3HE KIIETOYHbBIX
OpraHeJu1 — MepOKCUCOMHBIM OOJIE3HSIM U CBsI3aHa C HAKOTLIe-
HMEM B TKaHSIX M XKUIKOCTSIX OPraHM3Ma HAaChIIIEHHBIX SKUPHbBIX
KHUCJIOT C OYeHb JUIMHHOM yriepoaHoii tenbio (ZKKOJILI).
3aboJieBaHUE Pa3BUBACTCSI TIPEUMYIIIECTBEHHO Y MATbYMKOB
BCJIEAICTBUE TEHETUYECKOTO JiehekTa Ha X-XpoMOCcOoMe, HOCH -
TeJISIMU TeHA SIBJISIIOTCS XKEHILIMHEI [6, 7].

B 1976 rony BriepBble OBUIO YCTAHOBIEHO HAKOIJIEHHE
2KKO/I L B immmmax roIoBHOTO MO3ra M KOpe HaATIOYeUHNKOB
y 0onbHBIX ¢ X-AJIJI. B 1980 romy moBbIIeHHAs KOHIICH-
tpanust 2KKOJILI 6puta otMedeHa B (pmuOpobIacTax Koxu, a
B 1981 romy — B 1u1azMe KpoBM, YTO 0OECTIEUMIIO HAJIEXKHYIO
ouoxumuieckyto auarHoctuky X-AJIJI. B 1993 romy uneH-
TUhUIMPOBaH TeH, o0ycioBauBaommii passutue X-AJIJl.
OnHaKO TOYHBIE MEXaHU3MBI ITOBPEKIECHST HEPBHOM CUCTEMBI
B cBsi3u ¢ HakorieHueM 2KKO/I L ocTatoTcst HepaCKphITHIMMU.
ITpu X-AJIJ1 BbISIBISIIOT HanboJIee BhIpaKeHHbIE U3MEHEHUST
B LIEHTPAJIBHOI ¥ MepudeprdecKoit HEpBHOM CHCTeME, KOpe
HaIMOYeYHNKOB. XapaKTepHbI ITACTUHYATBIE BKITFOYEHHST, CO-
CTOsIIIIME U3 XoJlecTeprHa, actepuduiipoaHHoro ¢ 2KKO/JIL.
OHM 0OHapYyXUBAIOTCA B Makpodarax TOJIOBHOTO MO3Ta,
IIBAHHOBCKMX KJIeTKaX M KieTkax Jleiaura.

TpaguimoHHOe MHEHME O PEIKOCTH 3TOTrO 3a00JeBaHMS
okazaock HeBepHbIM. K KoHITy 1996 Tozia B MUpe BBISIBICHO
6omee 3000 maumenToB ¢ X-AJIl. B CIUA u Hunepnanmax
MMEIOTCSI MHCTUTYTHI IO M3YYEHUIO 3TOTO 3a0oseBaHus. B
Ykpaune B 2003 rony C.K. EBryiienko [ 1] BriepBble ObL1 orcaH
ceMeiHbIii cirydaii X-ClLeTIeHHON aapeHoJieiiKoaucTpobun
y JIByX JIeTell U POHOTO JSIIM 1O JIMHUU MaTepu. TeueHue
00J1e3HU Y 3TUX JIETEl HOCUJIO TTPOTPECCUPYIOLLINIA XapaKTep 1
3aKOHUYMJIOCH JIETATbHBIM McxoaoM. OHAKO TOT/Ia BIIEPBbIC B
YkpauHe 1151 JieueHust ObUIO UCTIONIb30BaHO Macio JIopeHto,
nepenaHHoe npod. Xeroro MosepoMm u3 CIILIA gepe3 xpuctu-
AHCKYIO MUCCHIO.

X-AJIJl mompa3nernsaroTr Ha 7 (DeHOTUIIOB: IepeOpaTbHBIC
dopmel (merckas ([11), ToHoIIecKast 1 B3pociast), aipeHOMU-
€JIOHEeBpOTaTHSI, N30JMPOBAHHASI HAAMOYSUHUKOBAsT HEI0-
CTaTOYHOCTh, OecCUMNTOMHAs (hopMa TIPU HATUIUU OMOXH-
MUYecKoro aedekTa, atunmaHasi hopMa, CUMITTOMaTUIECKast
X-AJIJl y rereposuror |2, 3].

Bospact nebrorta demckoil yepedpanvHoii hopmul 3a6051€Ba-
Hus nipuxoautcs Ha 7,2 £ 1,7 rona. B 86 % citydaeB HeBpoJio-
TMYECKUE U TICUXUYECKKE PACCTPONCTRA YaCTO MPEIIIECTBYIOT
KJIMHUYECKMM U JIAOOPATOPHBIM MIPU3HAKAM HAATIOYEYHUKO-
Bolt HeocTatoyHocTu. Hanbosee yacto OCHOBHBIMU CUMIITO-
MaMU B 3TOM BO3PACTe SIBJISIIOTCS: TUTIEPAKTUBHOE WU, Ha-
000pOT, ayTUCTUYECKOE IMOBEACHUE, STTM30/1bI arPECCUBHOCTH,
MPOOJIEMbI O0YUEeHMST, CHIDKEHIE TTAMSITH,, Ie(DUIINT BHUMAHUS,
Mporpeccrpyolias IeMEeHIIMS U HapyllieHre Moxoaku. MeHee
YaCThIMU CUMITTOMAMU SIBJISTIOTCS HAPYILLIEHWSI 3pEHUST U CITyXa;
MPU3HAKW HAATIOYEYHUKOBOM HemoctarouHocTu. [1o mepe
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MporpeccupoBaHusl 3a00J1eBaHMs pa3BUBAETCS CIIACTUUECKUIA
TeTparnapes, CIernoTa, IyxoTa, CyIoporu, He OTBevalolre Ha
AHTUBIICTITUYECKYIO Tepanuio [4, 5].

FOsenunvras gpopmavanudectupyet B Bo3pacte 10—21 roma
M 10 KIMHUYECKUM MposiBIIeHUsIM cxoaHa ¢ A1 — mporpec-
cupyloIIast AeMeHIIMsI, CIIaCTUIECKHU i TeTpanapes, CHIXKeHUe
OCTPOTBI 3PEHUS U CITyXa, CYIOPOTH.

Bspocaas yepedpanbras BCTpeaeTcsl NOCTATOYHO PEIKO U
cocrasisieT 3 % ot Bcex hopm X-AJI/I. Bospact MaHubecTa-
1IMM OCHOBHBIX KJIMHUYECKHUX CUMIITOMOB UMEET IOCTATOUHO
LIMPOKUIA AMANAa30H U KoJiebaeTcs OT Havajaa 3-ro 10 5-To
necsaTuieTust. Yacto nepBbIMU MPU3HAKaMU 3a00J1eBaHUS
SIBJISTIIOTCSI TIPOTPECCUPYIOLIAsT AEMEHIIMS 1 11U30(DPEHOIT0-
JIOOHBIM CUHAPOM.

Adperomuenonesponamus siBsieTCs HauboJee 4acToii hop-
moii X-AJIJ1 y B3pocibix. Bo3pact Hauaza 601e3HU KonedeTcs
B LIMPOKOM Auaraszone ot 12 go 50 set. [uneprnurmeHTaryst
KOXXHBIX TIOKPOBOB MHOTAa MaHUMECTUPYET B PAHHEM JIET-
CTBe, HAMHOTO JIET ornepeskast MosiBlIeH|e HaMmoYeYHUKOBOI
HEIOCTaTOYHOCTH 1 HEBPOJIOTUYECKHX paccTpoiicTB. B 40 %
cJlydyaeB HaMOYEYHUKOBAsI HEOCTATOUHOCTD MPENIIeCTBYET
HEBPOJOTMYECKON CUMMITOMATHKE WM COBMANaeT ¢ Heil.
I1pu HEBPOIOrMYECKOM HCCAEAOBAHUM Ha HAYIBHBIX ATarax
BBISIBJISIIOT HUXKHMIA Maparapes, CHUXeHre BUOpalMOHHOM
qyBCTBUTEILHOCTH. [To Mepe nporpeccupoBaHusi 3a001€BaHUs
pa3BUBAeTCsl CMIACTUUECKUI TeTparapes3, HapyllleHue Bcex
BUJOB YYBCTBUTEJILHOCTU U (DYHKIIMU TA30BbIX OPraHoB. Y
OOJILIIIMHCTBA MALMEHTOB ¢ TEUEHUEM BPEMEHU MPUCOeIU-
HSIIOTCSI TICUXMYECKUE HapYILEHUsI B BUIEC SMOLMOHAIBHBIX
W JCTPECCUBHBIX paccTpoiicTB. [TpoaoKuTe IbHOCTD KU3HU
OYEeHb IIIMPOKO BapbMpyeT M MHOTIa BOOOIIIe He M3MEHeHa [5].

H3oauposannas nadnoveyHukosas Hedocmamo4HOCmMs
BcTpevaeTcs ¢ yactotoi 10 %. Ipu HeBpOJIOrnuecKoM Hccie-
JTIOBaHMU YaCTO OOHAPYKMBAIOT TTieppedIeKCHio, HapylieHe
BMOPALIMOHHOI YyBCTBUTEIbHOCTY B HYDKHUX KOHEYHOCTSIX U
MHTEJJIEKTyaIbHbIC HApYIICHUSI.

B 10 % cnyuaeB Habmonalotcst beccumnmommvie X-AJ1J]
(py HATMYUK OMOXMMMUECKOTO nedheKTa) Cper POACTBeH-
HUKOB OOJIBHBIX C CUMITTOMATUKOM, HO BOBMOXKHO, UTO 3TH CO-
CTOSTHUSI OTHOCSITCSI K JOCUMITTOMATUYECKOM CTaIuu OOJIe3HU.

Bonpocsi o Tepanuu X-AJI1 cTosIT 0C0OEHHO OCTPO, TaK Kak
JIMarHo3 MHOTMM OOJIbHBIM MOKET OBbITb ITOCTABJICH 32 MHOTHE
ronbl 10 Havyasa 3aboeBaHus. [lepBoHAYaIbHO IS JIeUeHUST
00J1bHBIX ¢ X-AJI 1 Mcnob30BaIA IIMLEPOTPHOIEaTHOE MacCIo,
MpY TPUMEHEHUH KOTOPOTO OTMEYAIOCh CHIKCHUE YPOBHS
KKOJ LI Ha 30—40 %. CremyrolyM 3TarioM ObUTO Ha3HAYCHIE
3pykoBoii Kucothl (C22-1) B coYeTaHUM C OJIEMHOBOI B CMeCH
1 : 4. Dra cMech M3BECTHA IO Ha3BaHKEM MacJia JIopeHi1io.

B nutepaType Mbl He BCTPETHIIM YeTKHUX JAHHBIX O BO3MOX-
HOM COYETaHMM TaKuX (popM, KaK afapeHoIeiKoaucTpodust u
aJIPEHOMUEJIOHEBPOIATHSI, 2 TO COYETAHKE BITOJIHE BO3MOXKHO
1 MOKET ObITb BBIIEJICHO KaK cCaMOCTOsITe/IbHast (popma — anpe-
HoJelikomuenoauctpodus. Huke Mbl IpUBOAMM OMUCAHUE
cJIy4asi IMarHOCTUKK COYETaHUsT aapeHOIeKOIMCTpoun 1
aJIpeHOMMEJIOHEBPOIIATUM ¥ BO3MOXHOCTH JICUCHUST MaclIOM
Jlopentio.

[Manuent, 20 neT, mpoxusatoiuii B Yepkacckoit 001acTu,
MOCTYMWUJ B KIMHUKY HeBpojoruu ['Y «MHCTUTYT HeoT-
JIOXKHOM 1 BoccTaHOBUTeNbHOI xupypruu um. B.K. Iycaka
HAMH Yxpautbl» B utoHe 2011 roga ¢ xkajnobamu Ha CHU-
JKEHUE MaMSsITH, U3BMEHEHMSI peut, cJ1ab0CTb B KOHEUHOCTSIX,
1IaTKOCTh MPU XOAK0e.

C paHHero Bo3pacrta oTMedanach aud@y3Hasi TUIIepIIur-
MeHTaLus1. Pa3Butue o Bo3pacTy. B 1eTckoM Bo3pacTe yacTbie
ateroHemuueckue coctostHus. C 14 j1eT HabmoaaeTcst y 3HA0-
KPHMHOJIOTA 10 ITOBOJTY XPOHWYECKOI HAATIOYEYHUKOBOM HE0-
CTaTOYHOCTH, C 15 JIeT mpuHKUMaeT KOPTUHED 1 ITPEeTHU30JI0H.
C 16 1leT MOCTENEHHO HAPOCIIU BBIILIEU3TOKEHHBIE KATO0bI.

[Ipu oGcnenoBaHUM: CO CTOPOHBI BHYTPEHHUX OPraHOB
TaTOJIOrMUECKMX U3MEHEHUI He BbIsiBIeHO. OOpaliaeT Ha ceOst
BHUMaHue Auddy3Hasi MUTMEeHTALMs] KOXU 10 TUITy MHTEH-
CUBHOTO 3arapa, 0COOEHHO JIOKTel, KOJIeH, SITOJUI], YCUIEeH
JIQJIOHHBIA PUCYHOK, KPBLTOBHMIHBIE JIOMATKH (puc. 3—6).

OO01IMii aHATN3 KPOBU, MOYM, OMOXMMUYECKHE TIOKA3aTe TN
CBIBOPOTKM KPOBU B HOpMe. KopTH30/1 ChIBOPOTKM KPOBU B
muHamuke — 20,6—160—195 HMonb/1 (Hopma — 190—750),
17-OKC cyrouHoit Mmoun — 5,8 (Hopma — 3,6—20,7). Y3U
HA/MOYEYHUKOB U3MEHEHUI He BbIsIBUIO. OCTpOTa 3peHUst
VOD —0,5; VOS — 0,5; mma3Hoe 1HO 6€3 BUAMMOIiA TaTOJIOTMH.

OHMI npu nocTyIruieHUu: CKOPOCTh MPOBEIECHUS BO3-
Oy>KIeHUs TIO IBUraTeIbHbIM BOJIOKHAM IPAaBOro JIOKTEBOTO
HepBa — 45 M/c, JIeBOro CpeIMHHOTO HepBa — 37 M/C, TIpaBoOro
00sTbI1IEOEPIIOBOTO HepBa — 12 M/C, JIEBOTO OOJIbIIEOEPLIOBOTO
HepBa — 16 M/c, MpaBoro MajooepIoBoro Hepsa — 24 M/c,
JIEBOTro MaJiobepIioBOro HepBa — 16 M/c, 10 YYBCTBUTETbHBIM
BOJIOKHAM JIEBOTO CPEAMHHOIO HepBa — 48 M/c, JIEBOro Majio-
GepLioBoro HepBa — 6 M/c (puc. 1, 2).

DHMI gepes 6 MecsitieB — 6e3 OTPUILIATETFHOM JMHAMUKH.

OBTI: peructpupyeTcst JOMUHUPYIOLIUI MaTOJOrMUYECKUIA
BBICOKOAMILTUTYIHBII PUTM JeJIbTa-JArana3oHa IperumMyilie-
CTBEHHO B TEeMEHHO-BMCOYHO-3aThUIOUHBIX OTBEIACHMUSIX CIICBA,
(boToCTUMYJISILIVSI M TUTIEPBEHTWISILIVIST BBISIBJISIET HapacTa-
Jfollee KOJTMYECTBO CIMAKOB M KOMITIIEKCOB «OCTpast — MeJl-
JIEHHAsT BOJTHA», CBUICTEJILCTBYIOIIMX 00 SMIeNTH(hOPMHOIA
aKTUBHOCTU MO3Ta.

52,5 60 67,5
75mc 7,5mB
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TokTeBoi crnb
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KBII — 3axkmoueHue: ymmiHeHne komruiekca P200-N200 —
HapylIeHle KPaTKOBPEMEHHOM MaMsTH, MEXaHU3MOB OpUEH-
TalMy ¥ BHUMaHUS W MPOLIecca CpaBHEHUS C U3BECTHBIMU
00pa3aMu NpY MCCIEA0BAHUM MTPOCTPAHCTBEHHOTO 1 MaTe-
MaTUYeCKOro rnaTTepHa.

Vammnenue P300 — HapyieHue riepepaboTku nH(popma-
LMY M MOIAJIbHO-CIIeLIM(prIeCcKoii paboueii maMsITU B IIPOLIeC-
cax IMPUHSITHS PElIeHNs TIPY UCCIENOBAaHNM BCeX MAaTTEPHOB U
CHCTEM TTaMSITH.

Vnnunenue N400 — HapylieHHEe CEMaHTUUYECKOTO U
aCCOLMATUBHOIO (3MU30IMYECKOr0) MTOHUMAHUS U MaMsITH.
OrcyrerBre P600 cBUAETEIBCTBYET O MOPAKEHNH MTOAKOPKOBBIX
CTPYKTYp TaHIJIMEB.

VinrHeHre BpeMeH CEHCOMOTOPHOI peakIiuu.

OrcyrcrBre auddepeHIMam Mexxay 3HAaYMMbIMU U He-
3HAYMMbIMU CTUMYJIAMU TIPU UCCIIEIOBAHUY SMOILIMOHATBHO-
00pa3HOro MaTTepHa v AMM30ANYECKOM MaMsITH.

JlaHHbIe CBUAETENBCTBYIOT O BHIPAXKEHHOI TeMEHHO-100-
HO-TUIIIOKAMITAIbHOM KOTHUTUBHOM AUCHYHKITUU.

MPT rosnoBHOTro MO3ra: B6€710M BELECTBE TEMEHHO-3aThI-
JIOYHOM 00J1aCTH C ABYX CTOPOH, B MO30OJIUCTOM TeJIe, 2 TAKXKE
B [JIYOMHHBIX OTAeSaX Oeoro BellecTBa BUCOUYHbBIX J0Jeil
BU3YTM3UPYIOTCS 30HbI C HEUETKUMU, HEPOBHBIMU KOHTY-
pamu noBbllieHHoro MP-curHana, yyacTok aHaJlOrMYHOTO
MP-curHana Bu3yaausupyercsi B KoJieHe MO30JIMCTOro TeJia,
HOXEK MO3ra U OCHOBaHUSI BapoJiMeBa MOCTA.

MPT ronoBHOTro Mo3ra CIycTst 6 MecsiLeB — 0e3 OTpulia-
TebHON TMHAMUKHY.

Ha ocHoBaHUM kajio0, pe3yJIbTaToB JUTMTEIbHBIX 00CIe-
JIOBaHM, KITIMHUUECKOTO MOHUTOPUHTA, KOHCYJIBTAIlUi OKY-
JIMCTA, TeNaToJiora yCTaHOBJICH AMArHO3: aIpeHOJICHKOMUEIO-
JIUCTPOdUsI C TTOJIMHEBPOIIaTUEl, yMEPEHHBIM TETPAIiape3oMm,
aTakcueil, TUCIeKCUel, KOTHUTUBHBIMU HAapyLICHUSIMU.

Bbu1a rnpoBeneHa 1e3MHTOKCUKAIIMOHHAsT (PEOCOPOMIIAKT)
U MeTabosmueckast (HeipoTpOnuH, THOTPUA3OIMH, TeNTpa)
Teparst. B TeueHMe mocie Iy ommx 6 MecsILeB MalyeHT TPUHU-
maut macio JlopeHtio (puc. 7, 8) B coueTaHUU C HU3KOXUPOBOI
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3 AAPEHOMieAOHEBPOI'IAIiGIO TA AiK\__/_BAHHSl
XBOPOI'O MNEPOPAABHMM MPUMOMOM OAIl AOPEHLIO

Pe3tome. Y crarTi HaBeIeHMIA CyJaCHIIA CTaH IPOOJIEMU CTIAIKOBOI XBO-
pobu 0OMiHy — anpeHosnelikoaucTpoddii. OnmcaHni piIKiCHUI KITIHIYHWIA
BUMAIOK aIPpeHOEMKOMUCTPOodil B MOEMHAHHI 3 aIPEHOMIEIOHEBPOTIATIEIO
i HaBelleHi pe3y/IbTaTh JJabOPaTOPHUX Ta iIHCTPYMEHTATbHUX OOCTEXEHb
TIALEHTA, JaHi KATAMHECTUYHOTO CIIOCTePEKEHHSI Ha TJTi TIPOBEICHOI T1a-
TOTeHETUYHOI Tepartii XBOPOro nepopaibHUM MpuitoMom MaciaJlopeHLo.

KawuoBi ciaoBa: anpeHoneiikoauctpodisi, agpeHoMieno-
HeBpoIaris, oist JJopeHI1o.

nueroit. Ha hoHe ieueHust oTMevaeTcst CrabrIn3arivs mpoliecca
W yJTyYIlIEHUE COCTOSTHUSI B BUIC YMEHBILICHUS BBIPAXKEHHOCTH
aTaKTUYECKOTO CUHIPOMA, YITyJILIEHUS TTaMsITU U1 BHUMAaHUSI.
B HacTosiiiee BpeMst alMeHT NpoaoJrKaeT npreM macia Jlo-
PEHIIO, TAOJIETOK IIMLIEpHHA, 00J1a1atoIlero KOpTUKOTPOITHOM
U HaJINMOYEYHNKOBOI aKTUBHOCTBIO, U KOpTHHe(da. KaramHes
yepe3 | ron: KOTHUTUBHbBIE (DYHKIIMU U TIOXOIKA HECKOJIBKO
YAYYILIWIUCh, aTAKCUU ITPAKTUUECKU HET. Tepariio mponosrkaer.

Taxkum o6pa3om, Halll OIbIT HAOTIOACHUS 32 TOJOOHBIMU
0OJIbHBIMU TOKA3aJ1, YTO PaHHSISI TOCTAHOBKA JIMarHo3a 1 ra-
ToreHeTuueckas reparus (Macyio JIopeHI0 U KOPTUKOTPOITHAST
Teparivs) CyILIECTBEHHO 3aMeUISTIOT pa3BUTHE MHBATUIN3UPY-
FOLLIMX CUMITTOMOB.
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ADRENOLEUKODYSTROPHY IN ASSOCIATION
WITH ADRENOMYELONEUROPATHY AND TREATMENT
OF PATIENT USING LORENZO’S OIL ORALLY

Summary. The article deals with present-day state of the problem of
hereditary metabolic disorder — adrenoleukodystrophy. Rare clinical
case of adrenoleukodystrophy in association with adrenomyeloneuropa-
thy is described, and findings of laboratory, instrumental examination of
patient are presented, as well as data on catamnestic follow-up second-
ary to pathogenetic treatment of a patients using Lorenzo’s oil orally.

Key words: adrenoleukodystrophy, adrenomyeloneuropathy,
Lorenzo’s oil.
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