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X-cuerieHHas aapenoneiikonuctpodus (X-AJIJ) — HacIeqCTBEHHOE IMpOTrpeccHpyroliee HEeHpOMeTadOoIMIecKoe
3a0oJeBaHue, BbI3bIBaeMoe MyTarusamu B reHe ABCD1 1 HakomieHHeM O4eHb JUTMHHOILETIOYEYHBIX JKUPHBIX KUCIOT
B TUIa3Me U TKaHAX. [IaIeHTh IMEIOT reTeporeHHble KIIMHUYECKHUE MPOSBICHHS, KOTOPhIE MOTYT BKJIFOYATh HAIO-
YEYHUKOBYIO HEJI0CTATOYHOCTh, MUEIIONATHIO W/WITH JIEMUEIIMHU3AIMIO [OJIOBHOTO Mo3ra. B 3aBucumocTH ot Bo3pac-
Ta Hayajla ¥ CTEHEeHU HMopakeHHus opraHoB, X-AJI/l xraccuduuupyercs Ha ceMb KIMHUYECKHUX MOJATHUIIOB: JETCKUN
1epeOpanbHbIi, MOIPOCTKOBBIN LepeOpabHbIl, 1epeOpanbHblil Y B3pOCIbIX, a[peHOMHEIOHEBPONAaTHYECKUH, MO3-
JKEYKOBBIH, TOJILKO C HEJAOCTATOYHOCTHIO HAANMOYeYHUKOB (00JEe3Hb AJMCOHA) U OECCUMITOMHBIA WIIM TPECHUMII-
TOMHBIM TUNBL. KiMHMYecKne cHMOTOMBI BKIIIOYAIOT MPOTPECCHPYIONTYI0 AUCOYHKIMIO HEHTPATBHON U mepudepu-
YeCcKOW HEpBHOM CHCTEMBI, TAKyIO KaK Mapajind, HapyIeHne MOBEACHNs, HapyIIEeHHUsI KOHTPOJIS CUHKTEPOB, ITOTEPIO
YyBCTBUTEIBHOCTH MJIM MAPECTE3HH, C HAJIIOYEYHUKOBOM HEOCTATOYHOCTHIO MK Oe3 Hee. ABTOpaMH ITOKa3aHo, YTO
OKOHYATENIbHBIH AMAarH03 OCHOBBIBAETCS HA T€HETHMYECKOM aHanuse i BbisaBneHus MmyTanuu ABCDI. ITpuBoantcs
cirydait u3 COOCTBEHHOM KITMHIHYECKON TMPAKTHKH.
Knrouesvie cnosa: anpeHonaekoaucTpodust, MUETONATHs, liepedpanbHas 1eMHUeTHHU3ALNS, TIEPOKCHCOMBI

3aboseBanne X-CICIUICHHAsT aJpEHOJICHKO-
muctpodus (X-AJIJ]) TpeOyer neneHanpaBieHHO-
0 MHAUBUAYAJIBHOTO MOAXO0AA K KaXJOMY Iallu-
€HTY, MPOBEEHNS T€HETHUIECKUX aHAIN30B Y POJI-
CTBEHHHKOB W TPEHATATBHON IWArHOCTHKHU CPEIH
MAalMEHTOB, BXOASIIUX B TPYIIy pUCKa. PaHHss
JIMaTHOCTHKA U CBOEBPEMEHHO HA4aToe JIEUYECHUE
MO3BOJIAT M30€KATh PA3BUTHUSI CTOHKOW TKENON
HEBPOJIOTMYECKON CHMITOMATHKH C TOCIENYyIO-
IIUM CHIDKEHHEM KadecTBa >KU3HH [1].

Llenv uccredosanuss — 0030p ITyOJIUKAITII
KIIMHUYECKUX  HWCCIeZIoBaHUM, (GOpMUPOBaHUE
NpEACTaBICHUH O CTpyKType 3a0oJieBaHus, BO3-
MOJKHOM JMarHOCTHKE, TAKTHKE BEACHHS ITalleH-
ToB ¢ X-AJI/I.

Mamepuanvr u memoowsi. VI3yueHsl oTede-
CTBEHHBbIC M 3apyOeXHble HAy4YHbIE HCTOYHHUKH.
I'my6una moucka: 5 ner. OmnucaH KIMHHYECKUN
ciydait iepedpanbpHON hopmbr X-AJI/I.

Pesynomamer. X-cuerieHHasl aJpeHOJIEHKO-
muctpodusi — peakoe 3adoieBaHUe, ¢ PELeCcCUB-
HBIM THIIOM HACJEI0BaHU, CBSI3aHHOE C MyTallu-
smu B TeHe ABCD1 u xapakrtepu3yercs codeTaH-
HBIM TIOp@XEHUEM TepuepruvdecKor, LeHTpalb-
HOIl HEpBHOM CHUCTEM U HaJmodeyHukoB [2]. B
ocHoBe mnaroreneza X-AJIJl nexur HapymeHue [3-
OKHCJIGHHSI OYE€Hb JJIMHHOIETIOYEYHBIX >KHUPHBIX
kucnor (OJLPKK) ¢ mnuHO#N yriiepogHo 1emnu
b6omee C22 B mepokcHCOMax W WX HAKOIUICHHE B
TOKCHYHBIX KOHIeHTpamusax [3, 4, 5]. Toxcude-
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ckoe aeictue OHALDKK 3amyckaer BocmamuTeNb-
HYIO JIEMUEIMHU3ALNI0 HEPBHOM TKaHW, a TaKXkKe
NPUBOJIUT K TOBPEXKICHHIO MEMOpaH KIETOK, B
YaCTHOCTH KJIETOK KOPHI HaIMOYEYHHUKOB.

ITockompky 3a0oieBanme CBA3aHO C X-
XPOMOCOMOMW, MaJbUWKA M MYXYHHBI SIBIISIOTCS
HanboJiee CephE3HO MOPAKAEMBIMH MTALlUEHTAMH.
Yacrorta Berpewaemoctu: 1 : 17000 >kxuBOpOXKIEH-
HBIX  MaJbUMKOB.  JKEHIIWHBI-HOCHUTEIHHUIIBI
OOBIYHO OCTAIOTCSI KBa3MCUMITOMHBIMU HJIH Je-
MOHCTPHUPYIOT TOJIBKO JIErKuid penotun [6].

B 3aBucnMocTH OT BO3pacTa Hadaja M CTere-
HU TopakeHus opraHos, X-AJIJ] xmaccuduupy-
€TCsl Ha CeMb KIMHHYECKHX IIOATHUIIOB: Iiepe-
OpanmbHBIN  (HEeTCKas, IOAPOCTKOBAs, B3pocias
(hopMBI), aAPEHOMHUEIOHEBPOIIATHIECKIH, MO3-
JKEUKOBBIH, TOIBKO C HEJOCTaTOYHOCTBHIO HAIIO-
4eyHUKOB (00J1€3Hb AJMCOHA) U OECCUMITOM-
HBII WA TPECUMITTOMHBINA THITHI [7].

IepeOpansuas dopma X-AJIJ] (LLAJI) ma-
HU(ECTUPYET, KaK MpaBuiio, B Bo3pacte 10 10 neT.
Ha panHux cragusax 3a0ofieBaHue BBISBISIETCS MIPH
MIPOBEICHIH HEWUPOBHU3yaTH3aINH, TIOCKOIBKY H3-
MeHeHuss Ha MPT npeamecTByroT KIMHUYECKUM
MPOSIBJICHUSIM. Y TTOCTPAJIABIINX MAIBYHUKOB BIIO-
CIIEJICTBUH Pa3BUBAIOTCS MPOOIEMEI C 00ydeHHEM
U TOBEJIEHWEM. 3a 3TOU MEepBOH cTagueil ciemayer
HEBPOJIOTHYECKOE YXY/IIEHHE, KOTOPOE BKIIIOYAeT
YCHUIIEHHE KOTHUTHBHBIX U TOBEACHUYECKUX Hapy-
IIEHUH, KOPTUKAJIBHYIO CJENOTy, IEHTPaIbHYIO
TIyXOTy M pa3BuTHe Terpamnapesa [8]. Odensp pen-
KO 3puTeNbHasl (PYHKIHS OTHOCUTEIHLHO COXpaHs-
€TCsl, HECMOTPS Ha MPOTPEeCCUpPYIOIIee MOpaKeHHE
LEHTPAIbHOW HEPBHON CHUCTEMBI. XOTS CKOPOCTh
YXYIIICHUSI MOXET BapbUPOBATHCS, TUITUIHBIM
SBIISIETCS OBICTPOE TPOTPECCUPOBAHUE C TIONHOM
WHBaNUau3aIueil ot 6 mec. 10 2 €T U CMEPTHIO B
tedeHue 5-10 et mocie MocTaHOBKHU IUArHo3a.

AnpenomuenoneBpornatus (AMH) nposiBs-
€TCS TPEUMYIIECTBEHHBIM TIOPAYKEHHEM CITHHHOTO
Mmosra. Bospact Hawanma Oone3Hu komneOieTcss B
nuarazone ot 12 go 50 et [6, 9]. Ha HauanbHBIX
dTanax BBISIBISIOT HIDKHUN Tapanape3, CHUKECHUE
BUOpaIMOHHON 4yBCcTBHUTENbHOCTH. [lo Mepe mpo-
rpeccupoBaHus 3a00JieBaHMSA pa3BUBAIOTCA  CIia-
CTMYECKMHA TeTpamnape3, HapylIeHHE BCEX BHJIOB
YYBCTBHUTEIBHOCTH U ()YHKIIMU TA30BBIX OPTAHOB.

W3onmupoBanHas HaAMOYEYHUKOBAs HeEOCTa-
TOYHOCTBh BcTpedaercss ¢ vacrorod 10% y murg
MY’KCKOTO I0JIa cTapile 2 JeT U XapaKTepu3yeTcs
CHMIITOMaMH XPOHUYECKOW HAANOYEYHUKOBOU He-
nocrarouHocTd [10]. B psne ciyuaeB, y malueHTOB
C KJIMHUKON HAJIOYEYHUKOBON HEJIOCTATOYHOCTH
HEBPOJIOTHYECKHE CHMITOMBI MOTYT DPa3BHBaThCA
yepe3 HECKOJIBKO JIET M JaXKe JIECSTUIETHH.

VYV 20-50% xenmuna-Hocutenern X-AJIIl mo-
TYT BBIABIATBCS CHMIITOMBI, CXOmHBIE ¢ AMH,

OOBIYHO COCTOSIIIME W3 HApPYIICHHUS MOXOMKH,
I3y puH, Bo3HUKatomue mocie 40 jet [11].

B koMIuIeKC TUarHOCTUYECKUX MEPOTPUSTHIA
BxomuT: onpezaencHue ypous OJILIXKK (ocoben-
HO TeTpako3aHoBoi (C24:0) m Texcako3aHOBOU
(C26:0) xucmoT 1 ux cootHomeHuit) [12, 13, 14],
HCCIIeIOBaHNE TOPMOHANBHOTO MPOQUIS U DIIeK-
TPOJIUTOB KPOBH, MOJEKYISIPHO-TEHETHIECKOE HC-
ciemoBadre (METON TIPSAMOTO CEKBEHHUPOBAHMS),
npuuéM it X-AJIJ] xapakTepeH HU3KUN MpPOLEHT
OJMHAKOBBIX MYTallMif, a ypoBeHb MyTaluii de
novo coctaBiseT 8-9%. OCHOBHBIM HHCTPYyMEH-
TaJIbHBIM METOJIOM HCCIIEIOBAaHUA M MOHHUTOPHPO-
BaHMs SIBISICTCS MAarHUTHO-PE30HAHCHAss TOMOTpa-
(us ronoBHOTO MO3ra [15, 16]. IlpeHatanbHas aua-
rHoctuKa X-AJIJ] TIpOBOIUTCS ¢ MCIONB30BAaHUEM
OMOXVMHUYECKHX METOAOB (OMpeesieHne YPOBHS
OJILDKK B mna3me kposu) u JJHK - ananuza.

TepaneBTudecKkre CTpaTeruy 3aBUCAT OT KITH-
HUYCCKUX TpOsiBIIcHUH 3a0oneBanus. [IpoBoautcs
noa0op j1e4eOHOM TUeThl B COYETAHUH C MPUMEHe-
Huem Mmacna Jlopermo [17], mocuHIpomHas Tepa-
Ul B 3aBUCHMOCTH OT BBISIBIISIEMBIX HEBPOJIOTHYC-
CKUX HapylIeHWH. 3aMeCTHTeNbHAas TOPMOHAIIbHAS
Tepanusl YCIeIHO yCTpaHsieT Ae(eKT HaIImo9eTH -
KOB W TIPeNOTBpamiaeT aiaucOHOBBIA Kpm3 [18].
TpancnnanTanusi TEMOIOITHYECKHX — CTBOJIOBBIX
kinerok (TI'CK) wmmeer mokasaHHylo S¢QeKTHB-
HOCTh B IJleueHuH IiepeOpanbHOil dopmbr X-AJIJ]
[19, 20]. IIpoBeaenue reHoTepanuu ¢ MPUMEHEHU-
€M JICHTUBHPYCHOTO BEKTOpa MOXHO pPaccMaTpH-
BaTh B KAaueCTBE ANBTEPHATHBHI TPAHCIUIAHTALIUH
F€MOTIOITHYECKUX CTBOJIOBBIX KJIETOK [21-23].

Knunuueckuti cnyyau. Ilamment K., 7 mer.
[NepunaranbHblii aHamMHe3: peOéHOK oT 1 Oepe-
MEHHOCTH, TIPOTEKaBIIeH Ha (HU3HOIOTHYECKH.
Ponwr camoctositenbHble B cpoke 39-40 Hemenb.
Bec npu poxxnennn — 3320 rp. Pannee ncuxomo-
TOpPHOE pa3BUTHE 110 Bo3pacTy. HaciencTBeHHOCTH
[0 HEBPOJIOTHYECKUM 3a00JIeBaHUSM, CO CJIOB HE
OTSTOIICHA.

AHamHe3 3a00JieBaHU: B BO3PACTE CEMH JIET
peOEHOK ToNmydYmi OBITOBYIO TpaBMy TOJOBHL B
COIIPOBOX/ICHUH pojuTesell oOpaTuics B MpUEM-
Hoe otaenerne ' bY3 TO «OKbB No2y. Brimosnne-
Ha KT romoBrHoro mosra: KT-npu3Haku natosioru-
YEeCKOro Tpollecca B BaJMKE MO30JUCTOTO Teia
crpaBa u ciea. OT NpeIoKeHHONW TOCIUTaIn3a-
LUK POIUTENH OTKa3anuch. CiycTs 2 THs IOBTOP-
HO obpatmuck B 'BY3 TO «OKB Ne2y st manb-
HerIiero o0cienoBanus, peOEHOK ObLT rocruTa-
JU3UPOBaH B OTAEJICHUU HeHpoxupypruu. Hespo-
JIOTHYECKHH cTaTyc 6€3 0cOOEHHOCTEH.

Ilposenena MPT rosnoBHoro wmosra: MP-
KapTHHAa MOXXET COOTBETCTBOBATH IICEBJOTYMO-
po3Hoil AemuenuHuzauuu (?), MOJHOCTHIO HE HC-
KitoyaeTcs neo-npouecc (nmumdoma?). Brinucan
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noJ aMOynaTopHoe HaOJII0JIcHHE HEBPOJIOTa C IH-
arHo3zoM: HoBooOpa3oBaHHME TOJOBHOI'O MO3ra
BIIEPBBIE BBISABIECHHOE.

IInanoBo rocnuranusupoBad B PI'BY «De-
JlepalIbHBIN HelpomeHTp» (r. TroMeHb), rae OBIIOo
IPOBENIEHO CTEPEOTAKCHUECKOE YaCTHYHOE yaase-
Hue (Ouomcusi) oObEMHOTO OOpasoBaHus. [ucro-
JIOTMYECKOE HCClieioBaHue: MOop¢oIoruyeckast
KapTHHA IETeHEPATUBHOIO, AEMUCIUHU3UPYIOLIE-
ro mporecca 0enoro BeliecTBa TOJIOBHOTO MO3Ta.
3akioueHue MEIUKO-TEeHETHYeCKOTro 00cienoBa-
Hus Ha 6a3e ®I'BHY «MI'HI] um. H.I1. BoukoBay:
X- cuemieHHas aapenoseiikoguctpodpus, OMIM
300100. X-cuemmenusli AP Tin HaciaenoBaHus.

beuio mpoBeneHO TeNeMEOULUMHCKOE KOH-
cynetupoBanue ¢ PJIKb ®I'’AOY BO PHUMY
uM. H.M. IMuporosa. CornacHo KJIMHUKO - aHaM-
HECTHYSCKUM NaHHBIM, HaHHBEIM MPT rojgoBHOro
Mo3ra (JeMUEINHU3UPYIOUINHA IPOLEcC TEMEHHO-
3aTBUIOYHBIX 00JIacTel), TEHETUYECKOTO KOHCYIIb-
TUpoBaHus (oOHapyxeHa mytaius rea ABCDI1)
y pebEHKa MMeeT MecTO MEePOKCHCOMHOe 3abole-
BaHWe: X-CIEIUIeHHas ajpeHoneikoauctpodus. B
teparmuu: Jlerpanexc 500 mr mo 1 Tab. Beuepowm,
Tepamumxen 5 mr o 1/2 Ta6. Ha HOuYb, KenTukaHn.

Coyctst 2 Mecsna oT Havana 3a0oieBaHUS
skcTpenHo moctynwi B I'BY3 TO «OKBNe2y ¢
’kamobaMu Ha ¢a00CTh, BSJIOCTD, INIAKCHBOCTE. B
MpUEMHOM OTAENIEHUU pBOTa TpEXxKpaTHO. Ilomu-
MO JJaHHBIX OCTPO BO3HHUKIIMX JKaI00, TaKkKe UMe-
JIMCh KaJoObl Ha TO, YTO peOEHOK IepecTal Io-
HUMaTh (CNBIIATh?) OOpamEHHYI pedb, ILIOXO
BCTYIIAeT B KOHTAKT C OKPY)KAIOLIMMH, PeUb Iepe-
crasia OBITH a€KBAaTHOM.

Hesposornueckuii craryc: B CO3HAaHUM, Ha
OCMOTp pearupyeT HEZOBOJIBbCTBOM, IiadeM. O0-
IIeMO3roBasi CHMIITOMaTHKa HA MOMEHT OCMOTpa
MIPOSIBJICHUH OOJIEBOTO CHHIpPOMA HET, PBOTHI HET.
MeununreansHoit cumnromaruku Her. UYMH:
JIBmkeHus Tria3 B IOJHOM O0BEME, HHUCTArma,
aHU30KOpPUH HET, 3a MpeAMeTaMu cieaut. JInuio B
MIOKOE M IpH 3MOLUAX — CUMMETpu4Hoe. 1 1oTa-
HUe, (poHauus He HapymeHbl. Peub — Heuérkas,
HEBHATHAs. S3bIK B nonoctu pra. ToHyC Ml —
HECKOJIBKO JUCTOHWYEH, cummerpuieH. Cyxo-
KUIBHBIE U TIEPHOCTANbHBIE peduIeKChl — C PYK
KUBBIE, CHMMETPUYHbIE, C HOT KOJIEHHBIH CITpaBa
TOPIUAHBIN, CHI)KEH, ClieBa KOJEHHBIH peduiekc
HE BBI3BIBACTCS, aXMJUIOBBI Pe(IEKCHl HE BBI3BI-
BatotTcs. Ilaromormueckue cromuble pediekchl —
oTtpunarensHbl. OYHKIUN TA30BBIX OPraHOB KOH-
TPOJHUPYET.

[lo manueiM OAK: He#TpodmibHBINA JeHKO-
IMTO3. broxuMudueckuii aHamu3 KpoBU Oe3 TaTo-
JIOTUYECKUX M3MEHEHUI. YPOBEHb INIFOKO3bI, KOP-
TH30J1a B Ipenenax HopMel. Y3U opranos Opromi-
HOW TOJNIOCTH: DXOCTPYKTYpHBIE W3MEHEHHUS Ta-

PEHXMMATO3HBIX OPraHOB OpPIOIIHOM MOJOCTH H
MIOYEK HE JIOLUPYIOTCS.

IIposenena MPT ronoBHOro Mo3sra ¢ BHyTpU-
BEHHBIM KOHTPAaCTHUPOBAaHHEM: NMPHU3HAKU aJpeHO-
JEeHKOTUCTpOUA MO30JIMCTOTO Tena. B cpaBHe-
HUM C TPEIbIOYLIMM HCCIEIOBAHUEM OCHOBHBIE
YYacCTKH MOpaKeHHS B TEMEHHBIX O0JacTiX B
pekHeM 00BEMe, Oosiee BeIpakeHa TePUQPOKaTh-
Hasl peaknus Oeloro BemlecTBa Ha YPOBHE JIOOHO-
TEMEHHBIX NEPEXO/IOB.

[TpoxoHCynbTHPOBAaH OQTAIBMOIOTOM. 3a-
kiroueHne: OTEK JUCKA 3pUTEIHLHOTO HEpBa 000MX
IJ1a3 HayajabHas CTaaMsL.

Knunuueckuii nuarnos: X-crenyieHHas ajpe-
HouteikonucTpodus (repedpanpras hopma). OTEK
JICKa 3pUTEILHOTO HEepBa 000MX IJa3 HavyajabHas
craaud. OyHKIMOHAIBHOE HapylIeHHE >Kely04-
HO-KUIIEYHOro TpakTta. HemocraTounas chopmu-
POBaHHOCTb CPEACTB fA3bIKa. [u3apTpus Tsokénon
creneHu. IIposeneHo neuenue: Opuocrepul, Me-
Toksonpamug, Jekcamera3on. Ha ¢one neueHus
JUHAMUKA IIOJIOKUTENIbHAsL, CaMOYyBCTBHE HOP-
Maln3oBajiock. Beimucan mox  amOynatopHoe
HaOJroneHne HeBpoJora. PexoMeHIOoBaHO Tpo-
JIOJDKUTh NpUEM paHee Ha3HAYCHHOW TEeparuu:
Hetpanekc 500 mr mo 1 Tab. Beuepom, Tepanu-
JoKeH 5 mr mo 1/2 tab. Ha Houb, Keatukan mo 1/2
Tab. yTpoM — g0 3 MecsaueB. [uerorepanus B co-
YeTaHUH ¢ IpUMEeHeHneM Macia JlopeHmo.

UYepes 1 mec. peOEHOK MOCTYNHI SKCTPEHHO B
npuémnoe otaenenne I'bY3 TO «OKBNe2» B co-
NPOBOXKAECHNH poauTened. OOpaTUiInMch caMoCTOsI-
TEJBHO C JkaiobamMu Ha o0mTyto cnabocTh, HapyIe-
uue 3perus. Co cloB, yTpoM Ha (OHE comaTHye-
CKOT'O 3710pOBbsl PeOEHOK, Urpasi B MAIIWHKH, yJa-
pUJICA TOJIOBOM O KPECio, NMpH 3TOM He ymal, Co-
3HaHHME He Tepsul, 3ariakai. Mama ycnokownsa, mo-
CJie Yero MaJbyHK MOMIEN B CBOIO KOMHATY, ITOTPO-
CHJI CECTpY BKJIFOUUTBH CBET, XOTS B KOMHATE OBIJIO
CBETJIO, CTal KalpU3HbIM, BsUIbIM. B npuémMHOM
OTJeNIEHUH JABAXbI MMOBTOPsIach pBoTa. OCMOTpeH
HEBPOJIOTOM, MEeIUAaTPOM, FTOCIUTAIM3UPOBAH B OT-
JIeJIeHUE HEBPOJIOTUH.

Hesposornueckuil craryc: B CO3HaHUM, Ha
OCMOTp pearupyeTr HeIOBOJIBCTBOM, muiadeMm. Ko-
MaH/bl HE BBINIOJIHSET, B PEYEBOM KOHTAKT C Bpa-
YOM HE BCTYHAaeT, ¢ MaMoil 0011aeTcsi KOPOTKHUMU
¢dpazamu, KorHUTHBHBIN Aeduunt. CriaabBacTCs
OIIyIIEHUE, YTO PEOEHOK MIOXO BUIUT — MPHUTIIS-
JBIBa€TCAd K KapTHHKaM, CTapaeTcsi MEHbIIE XO-
JTh, W TIPU XOAb0E JEPKUT Mamy 3a pyky. O0-
IIEMO3rOBasl CUMIITOMaTHKa Ha MOMEHT OCMOTpa
MPOsIBIIEHUH O0JIEBOTO CUHAPOMA HET, PBOTHI HET.
MenwnnreanpHot cumnromMatukn Het. YUMH: nBu-
JKEHHMs IJ1a3 B MOJHOM 00BEMe, HUCTAarMa, aHu30-
KOpHH HET, 3a IpeIMeTaMH cieauT. JINmo B mokoe
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U TIPH SMOLMUSAX — CUMMeTpu4Hoe. [ oranue, ¢do-
Hallksl HEe HapyleHbl. Peub — HeuéTkasi, HEBHAT-
Has. SI3bIK B mojocTu pra. TOHyc MbIIII — He-
CKOJIPKO JUCTOHWYEH, cuMMeTprudeH. CyX0oKnib-
HBIE U NIEPUOCTANIbHBIE PEPICKCH — C PYK JKUBBIE,
CUMMETpPUYHBIE, C HOT: KOJICHHBIH pediekc crpa-
Ba — TOPIHJHBIN, CHWKEH, CJI€Ba — HE BBI3BIBACT-
Csl, aXMJUIOBBI peieKChl He BbI3bIBaroTcA. Ilato-
JIOTHYECKHE CTOMHBIE Pe(IIEKChl — TOIOXKUTEIb-
HBI babuHCKOTO cneBa u crpaBa. OyHKINK Ta30-
BBIX OpPraHoB — KoHTposupyeT. Iloxonka atakcu-
yeckas, 0e3 BBIpaKEHHOW cTOpOHHOCTH. KinHu-
YEeCKHMW AuarHo3: X-ClLEIUICHHas aJpeHOJeNHKo-
mactpodus (mepedpansHas Gopma). MuatoHUIe-
CKHUH CHUHIIpOM. ATakcuuyeckuil cunapom. Jusapr-
pust cpeaHeil creneHu TskecTd. CHHIPOM MOBe-
JIEHYeCKUX HapymeHuidl. B tepanuu: Mertokio-
npamun, [Inazmadyszon, [emapun. Ha done neve-
HUS COCTOSHHUE YIydIIWIOCh. BeimucaH B ynoBie-
TBOPUTENHHOM COCTOSTHHUHM. PeKoMeHI0BaHO Mpo-
JIOJDKUTh TPUEM paHee HA3HAUEHHON Tepanuu:
Hetpanekc 500 mr mo 1 Tab. Beuepom, Tepamu-
JokeH 5 mr mo 1/2 T. Ha Houb, Kentukan mo 1/2 T.
yTpoM. [luetoTepanus B coueTaHUU C IPUMEHEHU-
em wmacna JlopeHmo. AMOymaTOpHO TPOBEICHO
obcnenoranue: 3BI1. BeisiBiieHO CHIDKEHUE MPO-
BOJIMMOCTH IO 3PHUTEIBHBIM HEpBaM 00OMX IJias.
II3BII mpoBoguMoOCTh O0OWX TIla3 CHIDKEHa OT
LEHTpa U MapareHTpa.

Cryctst 2 Mecsiia TOSBHMJIAch BSAJIOCTb, Clia-
6ocTb, pBoTa. OOpaTHINCh B JETCKOE MPHUEMHOE
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X-LINKED ADRENOLEUKODYSTROPHY: A REVIEW OF THE SCIENTIFIC LITERATURE
WITH A DESCRIPTION OF A CLINICAL CASE

Yu.S. Safonova, O.S. Krymskaya, Tyumen State Medical University, Tyumen, Russia; dr.safonova72@gmail.com

. City polyclinic Ne 5, Tyumen, Russia
O.M. Stogniy Medical Center of the Ministry of Internal Affairs, Tyumen, Russia

Abstract:

X-linked adrenoleukodystrophy (X-ALD) is an inherited progressive neurometabolic disease caused by mutations in the
ABCDI gene and the accumulation of very long-chain fatty acids in plasma and tissues. Heterogeneous clinical manifes-
tations include adrenal insufficiency, myelopathy, and/or cerebral demyelination. Based on the age of onset and the ex-
tent of organs affected, X-ALD is classified into seven clinical subtypes: childhood cerebral, adolescent cerebral, adult
cerebral, adrenomyeloneuropathic, cerebellar, adrenal insufficiency-only (Addison’s disease), and asymptomatic or pre-
symptomatic types. X-ALD exhibits a high variety of clinical characteristics. The clinical symptoms include progressive
dysfunction of central and peripheral nervous systems, such as paralysis, behavioral disturbance, abnormalities of
sphincter control, sensory loss, or paresthesia, with or without adrenal insufficiency. The authors prove that the final
diagnosis is based on genetic analysis to detect the ABCD1 mutation. A case from own clinical practice is given.
Keywords: adrenoleukodystrophy, myelopathy, cerebral demyelination, peroxisome
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