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OP®AHHOE 3AB0JIEBAHUE — A/IPEHOJIENKOMUEJIOHEBPOIIATUA
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Pecnyb.aukaHckas demckasl KAuHu4eckas 60abHuya 2 2. loneyk

Pe3iome. B cmambe npedcmas/ieHo co8peMeHHoe cocmo-
sIHUe npobieMbl HACAe0CMBEeHHOU 60.1e3HU 06MeHa —
adpeHoelikoducmpoguu. OnucaH pedkull KAUHUYE-
cKull cay4atl adpeHoelikoducmpoguu 8 cOMemaHuu ¢
adpeHoMmuesoHesponamuell u npedcmasieHbl pe3ynb-
mamol 1a60pamMoOpPHO20, UHCMPYMEHMANbHO20 06C1e-
dosaHusi nayueHma, OaHHble KAMAMHECMU4YecKo20
HabaodeHust Ha oHe npo8oduMo20 namozeHemu4e-
CK020 /1e4eHUs1 60/1bH020 NePOoPANbHbIM NPUEMOM MAC-
sa JlopeHyo.

Kawuesvle caos8a: adpeHoselikoducmpogus, adpeHomu-
esl0Hesponamusi, mac/10 JlopeHyo.

BBegeHue. X-clielJileHHass  aJipeHoJIeNKo-
auctpodus (X-AJ1/]) — HacsieAcTBEeHHAst 60J1€3Hb
06MeHa, XxapaKTepH3yoLasacs JeMUeJTUHU3UPYIO-
UM [TOpaKeHUEM HEPBHOM CCTEMbI B COYETAHUHU
C XpOHUYECKOHN Ha|I0YEYHUKOBOM HEZJOCTATOYHO-
cTbio0. X-AJI/l npUHAJIEXXUT K OHOU U3 TPy 60-
JIe3HeH KJIeTOYHbIX OpraHeJiJ1 — IePOKCUCOMHBIM
60J/1e3HSIM U CBSI3aHA C HAKOMJIEHHEM B TKAHSAX U
KUJIKOCTSAAX OpraHv3Ma HachILIeHHbIX YXUPHBIX
KHCJOT C O4YeHb AJUHHON YTIJEepOJHOU Lienblo
(?KKO/IL]). 3abosieBaHUe pa3BHUBaEeTCS MPEUMY-
IIECTBEHHO y MaJIbYMKOB BCJIE/[CTBHE TE€HETHU-
yeckoro JiedpekTa Ha X-XpOMOCOMe, HOCUTEJISIMU
reHa fIBJISIIOTCA )KeHUHbL. B 1976 rony BiepBbie
6b1s10 ycTaHoBJeHO HakomeHue XKKO/L B siu-
NUJax rOJIOBHOTO MO3Ta U KOpPe Ha/[MOYeYHUKOB
y 6osbHBIX ¢ X-AJI/l. B 1980 rony noBbIlieHHAs
koHUeHTpanusa XKKO/I1] 6s1s1a oTMedeHa B ¢u-
6pobsactax kKoxH, a B 1981 rogy — B msia3me
KPOBH, YTO 06€eCIeYHJI0 Ha/JIeXKHYI0 OMOXUMHUYe-
CKY10 nuarHoctuky X-AJI/I.

TpagunroHHOe MHEHME O peJIKOCTH 3TOr0 3a-
60J1eBaHU A 0Ka3aJiochb HeBepHBIM. K koHIy 1996
rojia B Mupe BblsiBjieHO 6oJiee 3000 nanueHTOB
¢ X-AJ1JI. B CIIA u HupepsiaHngax UMeETCS HUH-
CTUTYThI N0 U3y4YEeHUIO 3TOro 3aboJieBaHus. B
Ykpaune B 2003 rogny C.K. EBTymenko [1] Brep-
Bble ObIJI OMMCAH CEMENHBIN caydal X-clenJseH-
HOHU ajipeHosielKogUCTpOodUU V JBYX JeTed U
pOAHOTO A MO JUHUU MaTepu. TeyeHue 60-
JIe3HU Y 3TUX JleTel HOCUJIO POrpecCUupyroIun
XapaKTep Y 3aKOHYHUJIOCH JIeTaJbHbIM UCXO/IOM.
OpHako Torja BnepBble B YKpanuHe AJis Jie4eHU s
ObLJI0 UCMOJIb30BAHO MacJo JlopeH1o, epeaH-
Hoe npodeccopom Xbtoro Mosepom u3 CIIA ye-
pe3 XpUCTUAHCKYI0 MUCCHIO [6].

X-AJllnoapasnensoT Ha 7 EeHOTUIIOB: Liepe-
6pasibHble popmbl (feTckas (/IL), oHouleckas u
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B3pocJasi), aZpeHoOMHUe0HeBPOaTHSsl, U30JIUPO-
BaHHasl HAJIMOYEeYHUKOBAsS HEJOCTATOYHOCTh,
6eccumnToMHas popMa pU HAJTUIUU GUOXUMHU-
yeckoro gedekTta, aTunuyHas popma, CUMITO-
MaTuueckas X-AJI/l y retepo3uror [3, 5].

Bo3spacT pebroTa JeTCKOM 1iepebpaJsibHOU
dopMbl 3a60/ieBaHUSA NMPUXOAUTCA Ha 7,2 = 1,7
roza. B 86 % cay4daeB HeBpoJiIOTUYEeCKHUE U IICU-
XHW4YeCKHe pacCTPOUCTBA YAaCTO NpeJlIeCTBYIOT
KJIUHUYECKUM U JIabopaTOPHBIM MNpHU3HAKaAM
HaJAIIOYeYHUKOBOH HeJocTaTo4yHocTH. Haunbo-
Jjilee 4acTO OCHOBHBIMH CHUMIITOMaMU B 3TOM
BO3pacTe SIBJSIOTCS: THIEPAKTHBHOE WJIH, Ha-
060pOT, ayTUCTUYECKOE MOBEJEHUE, 3IMU30/bI
arpeccUBHOCTH, NMP06JIeMbl 00y4YeHUs], CHUXKe-
HUeE NaMsATH, e QUIUT BHUMaHU s, TPOTPeccupy-
olas JeMeHIus U HapylleHue noxoAKdu. MeHee
4acTbIMM CHMITOMaMHU fBJSAIOTCA HapylleHUs
3peHUsl U cJyxa; NPU3HAKU HA/ANOYEYHHUKOBOU
HeZl0CTaTOYHOCTH. [lo Mepe mporpeccupoBaHus
3a60JieBaHU S Pa3BUBAETCS CIACTUYECKUN TeTpa-
napes, CJIENoTa, I/IyXoTa, CyJOPOry, He OTBeYalo-
IIYe Ha aHTUANMUJIENITUYECKYO Tepanuio [2, 4].

FOBenusnbHass popma MaHupeCcTUPYET B BO3-
pacte 10-21 roja U MO KJAWHUYECKUM NpPOAB-
JleHUudaM cxofHa ¢ Il — nporpeccupytromada Je-
MEeHIIMs, ClIaCTUYECKUU TeTpamnape3, CHUXKEHHE
OCTPOTHI 3pEHHUS U CJIyXa, CYyLOPOTH.

B3pocsias uepe6pasnbHasi BCcTpeyaeTcs [0-
CTATOYHO peiKo U cocTaBJisieT 3 % oT Bcex Gopm
X-AJI/I. Bo3dpacT MaHUdecTalM1 OCHOBHBIX KJIU-
HUYECKHUX CHMIITOMOB UMeEeT 0CTATOYHO IUPO-
KWUU 1Mana3oH U KoJebJseTcs OT Havasia 3-To /10
5-ro gecsatTusetus. YacTo nepBbIMU MpHU3HAKA-
MU 3260JIeBaHUS SABJSIOTCA Mporpeccupyinas
JleMeHIMs U WH30pPeHoNnof06HbIA CHHPOM.

AnpeHoMuesIOHEBPONIATUS  SIBJSETCS HaU-
6oJsiee yactou popmout X-AJ1/] y B3pocsibix. Bos-
pacT HayvaJsia 60JIe3HU K0J1eGJeTCs B IMIMPOKOM
auamnasoHe oT 12 1o 50 JieT. T'unepnurmeHTanus
KOXXHBIX TMOKpPOBOB WHOIZIA MaHUpECTUPYET B
paHHEM [JleTCTBe, HAMHOTO JIET onepeXkas MosB-
JileHUe HaJINIOYeYHUKOBOU HEeAO0CTAaTOYHOCTHU U
HEBPOJIOTUYECKUX paccTpoicTB. B 40 % cayuya-
eB Ha/IMOYeYHUKOBAsi HEeJOCTATOYHOCTb NpeJ-
IIECTBYET HEBPOJIOTUYECKONW CUMITOMATHUKe
WU CcOBNajaeT Cc HeH. [Ipy HeBpoJsiorMyeckom
HCCJIEIOBAHUM HA HA4yaJIbHBIX 3TalaX BbIABJIS-
0T H)KHUM Mapanapes, CHUXKeHHe BUOPAI[UOH-



HOW 4yBCTBUTeJbHOCTH. [lo Mepe nporpeccupo-
BaHUs 3a00/1eBaHUS Pa3BUBAETCS CIIACTUYECKUI
TeTparnape3, HapylleHHe BceX BUJOB 4yBCTBU-
TeJIbHOCTU U QYHKI[UHU Ta30BbIX OPTAHOB. Y 60JIb-
IIMHCTBA MalUEHTOB C TEYEHUEM BpPEMEHU IMpPU-
COEIUHSIIOTCS NMCUXUYECKHEe HApYIIeHUsI B BU/E
3MOI[MOHAJ/IBHBIX U JENPECCUBHBIX PACCTPOUCTB.
[Ipoj0 KU TENBHOCTD KU3HU OYeHb LIMPOKO Ba-
pbUPYET U HHOT/Aa BOOOIIle He H3MeHeHa [2].

M3oa1vpoBaHHass HaJANOYeYHUKOBAsA HeJ0-
CTAaTOYHOCTb BCcTpedaeTcss ¢ 4yactotod 10 %.
[Ipy1 HEBpPOJIOTUYECKOM HCCJIEIOBAHUY YaCTO 06-
Hapy»KUBaKOT runeppedaeKcuio, HapylieHue BU-
O6palMOHHOW YyBCTBUTEJNbHOCTU B HUKHUX KO-
HEUYHOCTSX U UHTeJJIEKTYyaJIbHble HapyIIEHU .

Bonpocel o Tepanuu X-AJI/l cTosT 0cobeHHO
OCTpO, TaK KaK JIMarHO3 MHOTUM 0OJIbHBIM MOXKET
OBITH [TOCTABJIEH 32 MHOTHE T'0/IbI /10 Hayasia 3a60-
JieBaHUs. [lepBoHaYaIBHO /151 JIeYeHHUsI 6OJTbHBIX C
X-AJIJ] vcno/ib30BaJIv TJIMLEPOTPHOJIeaTHOE Mac-
JIO, TPU IPUMEHEHUH KOTOPOT0 OTMevasoch CHU-
»keHre ypoBHs KKO/L, Ha 30-40 %. Craenyrouyum
3TarnoM ObLJI0 Ha3HAaUYEHHE 3PYKOBOM KUCAO0THI (C22-1)
B COYETAHUU C 0JIEMHOBOH B cMecH 1 : 4. ITa cMech
M3BeCTHa 110/l Ha3BaHKeM MacJia JlopeHrio.

MaTepuaJsibl U MeTOAbI HUccaeaoBaHus. [la-
nueHT, 20 JieT, npoXKuBarui B Yepkacckoil 06-
JIACTH, NMOCTYMUJ B KJIUHUKY HEBPOJIOTUH C Ka-
JIO6AMH Ha CHM)KEHHE NMaMsTH, U3MEHEHUS PevH,
€J1a60CTb B KOHEYHOCTSIX, IIATKOCTh IPH X0/Ib0e.

C pa"Hero Bo3pacTa oTMevaJsiach JudPy3Hast
runepnurMeHTanud. Passutue no Bo3pacTty. B
JleTCKOM BO3pacTe 4YacThble alleTOHEMHYeCcKHue
COCTOSIHUS, TOJIOBHbIE 60J1M, ATKOCTb MOXOJ-
kd. C 14 sieT Hab/A0aeTCA Y IHAO0KPHUHOJIOTA 110
NOBO/IY XPOHHWUYECKOW HaJMOYEeYHHUKOBOW HEJ0-
CTAaTOYHOCTH, ¢ 15 JieT IpUHUMAET KOpTUHed
Y npeaHu30J10H. C 16 JieT noCcTeneHHO HapOCJU
BbIIIEN3JI0KEHHbIE YKaJI00BbI.

[Ipu 06c1eOBAaHUU: CO CTOPOHBI BHY TPEHHHUX
OPTaHOB MATOJIOTUYECKUX U3MEHEHUN He BbISIB-
JieHo. O6paiaeT Ha ce6s BHUMaHue JudPysHas
NUTMEeHTAIUsI KOXKU 110 TUIY HHTEHCUBHOT'O 3a-
rapa, 0Co6eHHO JIOKTeHN, KOJIEH, ATOJUL], YCUJIEH
JIaJ/IOHHBIN PUCYHOK, KPbIJIOBU/IHBIE JIONIATKHU.

061K aHa/IU3 KPOBU, MOYH, OUOXHMHUYECKHE
N0Ka3aTeJ Ik CbIBOPOTKU KPOBU B HOpMe. KopTHr3oa
CHIBOPOTKH KpoBH B AuHamuke — 20,6-160-195
HMoJib/n1 (HopMa — 190-750), 17-OKC cyTo4yHOMI
Mouu — 5,8 MKMoJIb/CcyTKHU (HopMa — 3,6-20,7).
Y3U Haano4yeyHUKOB H3MEHEHUH He BbISIBHUJIO.
Octpora 3penus VOD — 0,5; VOS — 0,5; r1asHoe
JHO 6€e3 BUJMMOM NaTOJIOTHH.

JHMTI' npu mocTynJieHHH: CKOPOCTbH IpOBe-
JleHUs BO30OYXeHHUS M0 ABUTaTEJbHBIM BOJIOK-
HaM [PaBOro JIOKTEBOro HepBa — 45 M/c, ieBOTO
cpeAuHHOro HepBa — 37 M/c, mpaBoro GoJblile-
6epiioBoro Hepsa — 12 M/c, JieBoro 60Jibliebep-
1J0BOTr0 HepBa — 16 M/c, MpaBoro MaJo6epL0BOro

HepBa — 24 M/c, 1eBOoro MaJio6epioBOro HepBa —
16 M/c, Mo 4YYBCTBUTEJbHbIM BOJIOKHAM JIEBOTO
cpeauHHOTO HepBa — 48 M/c, JieBoro mMaJiobep-
I[0BOTO HepBa — 6 M/C.

KBII — 3akJ/ito4yeHue: yAJIUHeHHEe KOMILJIeKca
P200-N200 — HapylieHMe KpaTKOBpPeMEHHOM
NaMsTH, MEXaHU3MOB OPHEHTALUHU U BHUMAHUS
Y IIpoliecca CpaBHEHMUS C U3BECTHBIMU 06pa3aMu
IpU UCCJIeJOBAHUU NPOCTPAHCTBEHHOrO U Ma-
TeMaTHUYeCKOro NaTTepHa.

MPT roJsioBHOro mMosra: B 6eJIoOM BellleCTBe
TeMEHHO0-3aThIJIOUHON 06J1aCTU C JIByX CTOPOH,
B MO30JIUCTOM TeJie, a TaKXXe B [VIYOMHHBIX OT-
Jlejlax 6eJioro BellecTBa BUCOUHBIX /l0JIel BU3Y-
aJIM3UPYIOTCS 30HBI C HEYETKHUMU, HEPOBHBIMU
KOHTYpaMH MNOBbIlIeHHOro MP-curHana, y4a-
CTOK aHaJIOTMYHOTro MP-curHasia Bu3yaausupy-
eTcd B KOJIeHe MO30JIUCTOrO TeJia, HOXKeK M03ra
¥ OCHOBaHMUS BapoJiMeBa MOCTa.

Pe3yabTaThl. Ha ocHOBaHUM KaJs106, pe3ysib-
TaTOB JJIUTEJbHbIX O00CJe/JOBAHUM, KJIUHUYE-
CKOTO MOHUTOPUHIA, KOHCYJbTALUH OKYJUCTA,
refnaroJiora yCTaHOBJIEH JJUAarHO3: a/ipeHoJIeKo-
MUeJOAUCTPOPHS C MOJMHEBPONIATHEH, YMEpEeH-
HbIM TeTpanape3oM, aTaKCuel, AucjieKcuen, Kor-
HUTHUBHBIMU HapyUIEHUSIMU.

Bblsia mpoBejleHA Ae3UHTOKCHUKAIlMOHHAs
(peocopbusiakT) u MeTabosiMyeckas (HeH-
POTPONHH, TUOTPUA30JIUH, TeNTpaJs) Tepamnus.
B TeyeHue mocseAyrUUx 6 MecslleB NAalUEHT
NpUHUMaJ MacJo JIopeHL0 B COYeTaHUHU C HU3-
KOXXUpoBo# auetodl. Ha ¢oHe seyeHus oTme-
JaeTcCsl CTabWJIM3aLus Mpolecca U yaydlleHue
COCTOSIHUSA B BU/I€ YMEHbILEHN S BEIPAXKEHHOCTH
aTaKTUYECKOr0 CUHJpOMa, YJAYy4lleHUs MNams-
TH M BHUMaHUA. B HacTosiliee BpeMsi malUeHT
npojosKaeT npueM Macsa JlopeHio, TabJieToK
[JIMIlepHUHa, 06J1a/ja0lero KOPTUKOTPOMHON U
Ha/INOYEeYHUKOBOU aKTUBHOCTBIO, U KOPpTUHeDA.
KaTtamHes yepe3 1 ro/i: KOTHUTHBHbIE QYHKIIUU
YU TNOXOJKa HECKOJIbKO YJIYYLIUJIUCh, aTaKCUU
NpaKTU4YeCcKH HeT. Tepanuio nposoIKaer.

3aksroueHue. TakuM 06pa3oM, HaLll ONBIT Ha-
6J1t0/1eHM s 33 MOJ0OHBIMHU GOJIBHBIMU MOKa3aJ,
YTO paHHAA NOCTAaHOBKA JAMarHo3a U naToreHe-
THU4YecKasl Tepanus (Macjo JlopeHLI0O U KOPTH-
KOTpOIMHAs Tepanus) CyLUeCTBEHHO 3aMeSI0T
pPa3BUTHE UHBAJIU/AU3UPYIOIIUX CUMIITOMOB.

S.K. Yevtushenko, Y.M. Perepechayenko, E.M. Fomycheva
ADRENOMYELONEUROPATHYASAN ORPHAN DISEASE

Summary. The article describes the current state of the problem
of hereditary metabolic diseases — adrenoleukodystrophy.
A rare clinical case of adrenoleukodystrophy
in conjunction with adrenomyeloneuropathy is
described and the results of laboratory, instrumental
examination of the patient, follow-up data on the
carried pathogenetic treatment of the patient by oral
Lorenzo oil are presented.

Keywords: adrenoleukodystrophy,adrenomyeloneuropathy,
Lorenzo's oil.
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