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LlepeObpoCcyXoXKNIbHBIN
KCAaHTOMAaTo03

I.E. Pynenckas, E.}O. 3axaposa

OIBHY «Meduko-eenemuueckuii Hayunviii yenmp» (Mockea)

Llepebpocyxoxcunvhbiii Kcamomamos — pedkoe aymoCcOMHO-PeUeccugHoe HapyluieHue 00MeHa X0NecmepUuHa U JceUHbIX KUCAOM, CBA3AHHOE ¢ 2eHOM CMepoa-
27-eudpokcunazol CYP27A1. Boaesnb Xapakmepu3yemcs 6apoupyrouum 603pacmom Hauana, npoepeccupyioujum medeHuem, WUpoKUM CHeKmpoM Heapoa0UHeCKUxX
U IKCMPAHeBPAAbHBIX CUMNIOMO8. Baxcras duaerocmuueckas poab npunadaexcum MPT mosea. Memoos: eepugpuxauuu — onpedeneriie X0aecmarond 6 cbigo-
pomke u ananuz JJHK. Ceoespemento nauamoe 3amecmumentioe nedenie XeHo0e30KCuxonegoii KUCAOMOil H03604siem 3aMedaumb npoepeccuposaniie, 8 4acmu

cayvaee — npedomepamumb HeBPON0cUHECKYI0 MHBW!M()LIB’GL{MIO.

KmoueBbie clioBa: 11epeOpOCyX0KUIbHBIN KcaHToMaTo3, TeH CYP27A 1, KtnHYecKoe pa3Hoobpasue,
xonectanon, JIHK-nuarnocTrka, XeHOIE30KCHX0eBast KUCIOTA.

epedpocyxoxXuabHblii  KcaHToMaTo3d  (LICK),

OMIM 213700, — peaxoe ayTOCOMHO-PELIECCHUB-

HOE HapylieHHe OOMeHa XOoJlecTepuHa M XKeld-

HBIX KHCJIOT, OOYCJIOBICHHOE MYTAallMsSIMU TeHa

CYP2741 (CYtochome P450, subfamily 274,
polypeptide| /) B 1okyce 2q35. bone3Hb XapakTepusyeTcss MHO-
rooOpa3sHEIMA HEBPOJNOTMYCCKMMHI ¥ 3KCTpaHEBPATbHBIMU
CUMIITOMaMU U TIPOTPECCUPYIOIIMM TeYeHHEM. DTO OIHA M3
HEMHOTHX HACJIEICTBEHHBIX 0OJE3HEH, UMEIOUX crerduy-
HOe JieyeHue, To3ToMy cBoeBpeMeHHoe BhisBieHue LICK oco-
0OEHHO BaXXHO.

Co BpemeHM niepBoro onucanus L. van Bogaert u coast. B 1937 .
[61] B Mupe HakoIUIeHbl COTHU HabmoneHuit. CpemHss pac-
npoctpaHeHHocTh LICK — menee 5:100 toic. uyen. [38], HO B
Pa3HBIX CTpaHaX M 3THUYECKUX IPYIIIax BAPbUPYET: TaK, 4acTo-
Ta TOJBKO CiiydyaeB ¢ MyTauuei p.Arg362Cys B Mcnanuum cocra-
Buna 1:800 Teic., a y eBporneiiles B 11e10M 0koso 1:50 Thic. [38,
51]. O6napyxeHo nokambHOe HakormieHrne LICK B M3pamie:
y eBpeeB ceBepoapuKaHCKOro MmpoucxoxaeHust (cedapaos),
a Takxke B apaOCKOU peMruo3HOi OOIIMHE APY30B, MPUYEM
ecJi B ”HOPETHBIX CEMbSIX IPY30B Bce O0MbHBIE (2 OoblIue ce-
MbU U 2 HECEMENHBIX ClTy4ast) ObUTM TOMO3UTOTaMHU IO O0IIEH
Mytanui [35], To y cedapmoB HalieHbI 3 pa3HbIe MyTALINH: IBE
B 4 CEeMbsIX MAPOKKaHCKOTO MTPOMCXOXICHUS M TPEThSI — B CEMbE
n3 AIXupa, T.e. HaKOIDICHHE Y cedapooB HENMb3sI O0BICHUTH
TOJIbKO 3 eKTOM pogoHauanbHuKa [52]. B 0630pe B.M. bep-
TMHepa, B TPOIJIOM HAIIET0 COOTEYeCTBEHHWKA U COTPYIHMU-
Ka HayyHoro 1ieHTpa HEBpPOJIOTUM, BHECLIETO OOJIbLION BKJIa
B usyueHue LICK, otmeuena Bricokas yactora LICK y eBpeeB-
amkeHasu B M3pame, EBpone u CIIIA [1]; npyrux yka3aHuit
Ha 3TO MbI HE BCTPETHUIIH.

Ca3b LICK ¢ oOMeHOM XoJIecTepruHa U XKEITYHBIX KUCIOT 13-
BecTHa ¢ 1960-X I, TOr[a Xe IMosiBUIach OMOXMMUYECKAs TUar-
HocTHKa, ¢ 1990-x rr. mpoBomutcs IHK-mnarnoctrka.

Ten CYP27A41, unentudpuimposanusiii B 1991 . [10], komm-
pYET CTepos-27-TUAPOKCUIA3y — MUTOXOHIPUANbHBIN (ep-
MEHT, YJacTBYIOIIMIA B KaTaboIM3Me XOJECTepMHA W CHHTE-
3¢ KETYHBIX KHUCNIOT. Jeduumr cTepos-27-ruapoKCuiasbl
Beneactue mytaumii CYP27A1 Benet K MoJaBIeHUIO CUHTe3a
KETIHBIX KHCIOT, YCWJIEHHOMY OOpa30BaHMIO XOJICCTaHOJA
(5-2-mMruapo-npon3BOTHOTO XOJECTePUHA) M HAKOILIEHUIO
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€ro0 B CbIBOPOTKE M PA3JIMYHBIX TKaHX. NmeHHO HakorieHne
X0JIECTaHOJIa — OCHOBHOC NATOTCHETUYCCKOC 3BCHO HCK

3apervctpupoBaHo okono 80 myrauuit CYP27A1, MUACCEHC- U
HOHCEHC-MyTaluyu coctaBisiior 45% u 20% COOTBETCTBEHHO,
MyTaluuu caiita criaiicunra — 18%, HeGofblive nenenuu/
BctaBku — 10%. Takum o0pazom, 6osee 90% MyTalMil BBISBIIS-
I0TCS CEKBEHMPOBAHMEM T€HA; Ha J0JTIO JAeNelnil/MyTIMKaLuii
9K30HOB WJIM BCETO TeHa, TIOMCK KOTOPBIX TPEOYET APYTUX Me-
tonoB JIHK-ananu3za, nmpuxogurcs auib okono 7%. Myrauun
00HapyXeHbl BO BceX 9 9K30HaX IreHa M B HECKOJIbKUX MHTPO-
Hax, HO pacrpe/eneHbl HepaBHOMepHO: 50% — B 9K30Hax 6—8,
16% — B ak30He 2, 14% — B 3k30He 4 [20, 22, 29, 37]. TeHo-
(beHoTUIIMYECKUE KOPPESILUU He oOHapyxeHbl [23, S1]. [en
CYP27A1 He cBsi3aH ¢ IPYTUMU MOHOTEHHBIMU OOJIE3HSIMU, HO,
BEPOSITHO, SIBJISIETCSI OHUM M3 T€HOB TIPEIPACIIONIOKEHHOCTH
K CIIOPaTUYecKOMY OOKOBOMY aMHOTPO(DHIECKOMY CKIEPO3Y
[17]; oOmmmit mpu3HaK AByX OoJe3HEN — MopaXeHue MOTOHEH-
ponoB (Ho mpu LUCK — Tonmbko nieHTpansHbix). [atoreHetn-
yeckre MexaHu3Mbl LICK He momHocTbIO M3ydeHs! [6, 7, 46].
MexaHn3M HaKOTIJIEHUST XOJIECTAaHOJIa B MO3TE€ U CYXOXMJIHSIX
HEIaBHO YCTaHOBJICH, IOKa3aHa PoOJib 27-TMAPOKCHXOJECTe-
pUHa B TIOIIEPXaHUM TOMEOCTa3a XoJIeCTepMHa MO3ra, HO He
BBISICHEHO, TTOYEMY 3TO HAKOILICHHE COIPOBOXIAETCS HAKO-
TUIEHWEM XOJIeCTepMHa M 00pa3oBaHMEM KCaHTOM. Takxke He
BBISICHEHA TIPHPOIA 0YaroBOTO IOpaXeHUS OEJIOTO BEIIecTBa
Mosra y yactu 6ombHbIX [6]. IICK m3yyaror Ha aKkcnepuMeH-
TalbHBIX Moessx, Ho Mexay LICK uenoBeka u aKcrepumeH-
TaJbHBIMM MOIEJISIMU €CTh PA3IMIMs, He HAIICIIINe ITOJTHOTO
o0BbsicHeHMs. Y Mblllell ¢ HOKayTHbIM reHoM CYP27A1 Het
KCAHTOM MO3Ta ¥ CYXOXWINH (BO3MOXKHO, TOTOMY, YTO MBIIITH
00J1a1a10T aJIbTePHATUBHBIM ITyTEM CHHTE3a XeTUHBIX KUCTIOT),
y TPAHCTEHHBIX MBIIIEH C TUIEPIKCIPECCHell TeHa CUHTE3
JKETYHBIX KHCIIOT He ycuiteH [6, 37].

Kaunuueckan xapmuna xapakTepu3yeTcs 3HAYMTEIbHBIM pa3-
HOOOpa3ueM X MHOTOCHCTEMHBIM TOpPaXEHUEM C LIMPOKUM
CIIEKTPOM HEBPOJIOTMUECKUX M 3KCTPAHEBPATBHBIX CHMIITO-
MoB (Tabn. 1). Bospact Havana BapbUpyeT, CUMITOMBI TPH-
COCIMHSIOTCS TIOCTETIEHHO, B Pa3HOM MOC/IEN0BaTETHHOCTH.
Hepenko yxe B MiageHuyecTBe HaOMI0OAAIOTCS YIIOPHAsI quapest
W 3a/iepXKa ICMXOMOTOPHOTO Pa3BUTHSI, HO 3TH Hecmelduy-
HBIC TIPU3HAKW OOBIMHO pacleHMBaoOT Kak cummToMmbl LICK
petpocrnekTiBHO. QuepuyeHHas KapThHa (opMuUpyeTcs Mo3xe,
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Tabmmua 1; Knunnyeckve npuanaku LICK.

OpraHbl U CUCTEMBI PacctpoiicTBa

Cnactnueckuii napanapes™ (90%)
Mo3axeukosas atakcus™ (60%)
Onunencus (35—-50%)
ATUNN4HBIA NAPKUHCOHNU3M

LHC [vcTonns n apyrue runepkuHessl
HeGHblih MMOKNOHYC
3anepxka nCUXOMOTOPHOTO PasBUTUS
LemeHupms
lNcuxmyeckue paccTponcTea
MNepudepunyeckas

Nonuneiiponarus™ (60—85%)
HepBHasi cucTemMa

PaHHsis kaTapakTa*
Atpodus 3puTENbHLIX HEPBOB

3penue
Cknepos cocynoB ceTyaTky
KcanTenasma ek
Obrats XpoHuyeckas auapes* (60—90%)
P XonecTatuyeckas XeTyxa HOBOPOX/AEHHbIX
nuLLEeBapeHHs

XenyekameHHas 6051e3Hb

CepreyHo-cocyaucTas

PaHHuin atepocknepos v ero 0CNOXHEHMS
cuctema

OcTeonopo3, 0CTEONeHMs], FpaHyIoMaTo3
KOCTE#l, NaTonoruyeckue nepenombl
KcaHToMbl cyxoxunuit v Ml > 90%)

KcaHTOMbI, KCaHTENa3Mbl, MNOMbI

KocTHo-cycTaBHas
W MblLLEYHas CUCTEMBbI

Koxa

*Hanbonee YacTble 1 XapakTepHble MpU3Haku

yaiie Ha 3-M JAecATUNeTUH. B CBSI3U ¢ 9TUM UCTUHHBII BO3pAcT
Hayajia He BCeraa MOXHO onpeaeauthb. B rpynme 15 ¢paHirys-
cKUX OOMBHBIX Yy 73% GoJie3Hb Hayanach B aeTcTBe, Y 27% —
BO B3POCJIOM BO3pacTe, HO JUArHO3 y BceX ObUI YCTAHOBJIEH
BO B3pOCJIOM BO3pacTe: B cpeaHeM B 39 JieT ¢ pa3dbpocom
27—-65 ner [36]. B ucmanckoit BRIOOpKE CpEAHMI BO3pacT Ha-
yana coctaBui 19 JieT, a BO3pacT yCTaHOBJEHMS AMArHo3a —
35 et (23—44 roma): ¢ «oTcpoukoii» ot 2 1o 34 (!) mer [51].

Kommiekc 0CHOBHBIX CUMIITOMOB IPUCYTCTBOBAJ yXe B Mep-
BOM HaOJIIOIEHUU: Y IBOIOPOIHBIX CUOCOB U3 MHOpeIHOM ce-
MbM 00J1€3Hb Hauanach B 12—13 j1eT, mpu o0cienoBaHUM Ha 4-M
NECATUIETUM UMETUCh MO3XEUKOBBIN M TMPAMUIHBINM CUHIPO-
Mbl, HeOHbI MUOKJIOHYC, CHMXKEHME MHTEJUIeKTa, KaTapakTa,
KCAHTOMBI CyXOXWINI 1 KCaHTeNa3Mbl [61].

IMepBbiM crielUYHBIM CUMIITOMOM YacTO SIBISIETCS Kama-
PaKkma, KOTOpasi MOXET Pa3BUTHCS YK€ Ha TIEPBOM JCCSITHIIC-
ThH, yamie — nocje 20 Jet, a mpuMepHo y 25% OOJIbHBIX BBISIB-
nstercs b mo3xe 40 net. CTeneHb KaTapakThl BapbUPYeT OT
BBIPAXXEHHOM [0 JIETKOTO MOMYTHEHUS XpYCTaJIMKa, HO 00Jb-
IIMHCTBO OO0JBbHBIX A0 50 JIeT mepeHocsAT yaaleHue KaTtapak-
TBI, XOTS1 ObI OOMHOCTOpOHHee. YacTuuHas aTpodust 3puTelib-
HBIX HEPBOB BBISIBIISIETCS TTPY 00C/IEIOBAHNH Y PSIa B3POCIIBIX
OOJNILHBIX ¥ 0OBIYHO He CHIKaeT 3peHue. M3 13 0ombHbIX 32—54
JIeT y BceX ObliIa KaTapakTa, Y MOJIOBMHBI — YaCTUYHAs aTpodust
3pUTEIBbHBIX HEPBOB (OJIEAHOCTD TUCKOB), y TPETU — CUMIITO-
MBI ITPEXIEBPEMEHHOTO CTAPEHUSI CETYATKH CO CKIEPO30M CO-
cynos [18].

Panusis ynopHast duapesa, oOblMHO 0e3 OpraHMYECKOro IO-
paXeHHs XKeTyIoUYHO-KUIIEYHOTO TPaKTa — OYeHb XapaKTep-
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HBI CUMIITOM, UMEIOILMIACS, TI0 PETPOCIIEKTUBHBIM JaHHBIM,
B 50—90% cayyaeB [5, 51, 63] OmmcaHbl XojectaTHyecKas
KENITyXa HOBOPOXKIEHHBIX, XKeTuyeKaMeHHast 60J1€3Hb, MONHUIIbI
XemgHoro my3bips [20, 46].

Pannuii amepock.aepo3s vi CBSI3aHHAs C HUM CEPIECYHO-COCYMCTAs
MaTOJIOTHS Pa3BUBAIOTCS HEYACTO, HO TPEOYIOT 0COO0ro BHUMA-
Hus: 601bHBIX IICK OTHOCST K TpYIIITe BEICOKOTO pHCKA aTepo-
CKJIEpO3a U €ro OCJOXHEeHM. TSKesblii aTepoCKIepo3 MOXET
BO3HUKHYTb TP HOPMAJIbHOM COJIEpXKaHUU XOJIeCTEPUHA B Chl-
BOPOTKE, aHAJIU3 CIEKTpPA JIMIUA0B OOHAPYKMBAET OYEHD BbI-
COKMi1 YpOBeHb 27-TUIPOKCUXOJeCTeEpUMHA U HU3KUI YPOBEHb
JIMTIONIPOTENIOB BBICOKOH moTHOCTH [20].

Kocmuas namoaoeus, CcOnpoBOXIAIONIASCS YMCHBIICHUEM
KOCTHOI MAacChl, CO3[aeT PUCK IEPEIOMOB, YCYTyOIsIOLIniA-
cd TMaJeHUSIMA M3-3a HapyIIeHW XONBOBL. YPOBEHb KalbIIMS,
(docdartoB 1 MeTabOIUTOB BUT. D B CHIBOPOTKE HE U3MEHEH, HO
CHIDKEHBI 00II1ast KOCTHAsI TUIOTHOCTh M BCACBIBAHWE KaJTbIINST
B KunreyHnke. CTeleHb 0CTe0opo3a He KOPPEIUPYeT C IPYTH-
MU cumnToMamu [39]. Bo3moxkHa paHHsIsS TOTepsi 3y00B.

OnuH M3 caMbIX YaCTHIX M SIPKUX IMPU3HAKOB — CYXOXHUJIbHbIE
U KOXHbIE KCaHmombt, TIOSIBISIONINECS B IOAPOCTKOBOM, Yallle
B MOJIOIOM BoO3pacTe. DTO IUIOTHBIC 0€300JIe3HCHHBIC ITOJ-
KOXHbIe 00pa30BaHusl, Yalle CBI3aHHBIE C CYXOXWIMUIMU WK
CBSI3KAMU, BHayaje MMeEIOIIMe BUA HEOOJbLIMX Y3€IKOB, U
MEIJICHHO yBeJIMYMBAOIIMeCs. XapaKTepHbl KCAHTOMBI aXuJl-
JIOBBIX CYXOXWIWH, CyXOXWIMiA pasrudarteneit Mpenruieyubst
(B 00JTaCTH JIOKTEBBIX CYCTaBOB), KMCTHU (TBUIBHOM TTOBEPXHO-
CTH), HAIKOJIEHHMKa, 1er. KCaHTOMBI MOTYT OBITh KPYITHBIMHU,
MHOXECTBCHHBIMHU, HO OBIBAIOT M CYOKIMHMICCKIMU, TPeOys
1ieJIeHANPaBICHHOTO BbISIBJIEHMSI, @ B YaCTH CJTy4aeB OTCYTCTBY-
10T [2, 20, 31, 63]. KcantoMsl roioBHOro Mo3ra peaxu. Omuca-
HBI KCAHTOMBI JIETKUX, KocTeil. [latTomopdonornyeckas KapTu-
Ha kcanToM npu LICK HecneunduyHa.

Haubonee 3HauuMbl pa3HOOOPa3HLIE Hespo.ro2utecKue CuMn-
momol.

B. Pio-de-la-Fuente u coaBr. [51] Bblaeauau aBe (GOpPMBI MO
BeayluM npusHakam nopaxenus: IIHC: ¢ npeobnagarommMu
MO3XEUKOBBIMA M CYIPATEHTOPHATLHBIMUA CAMIITOMAMH U C
npeodnagaHueM CITACTUYHOCTH (XPOHMYECKAST MMENIOMATHS),
OJIHAaKO (POPMBI MEPEKPBIBAIOTCS, B YACTHOCTH, CIIACTUYECKUI
Tapapare3 1 aTakCus OYeHb YacTo codeTaroTcs. [TmpaMimHbIiA
1 MO3KEYKOBBII CHHIPOMBI, MOSBISIOIINECS OOBIYHO HA 3-M
JECATUNICTIH, BAPBUPYIOT IT0 TSLKECTH, HO B UTOTE UMEHHO OHH,
0C00CHHO IMMPAMUIHBIN, 00YCIOBIMBAIOT IBUTATCIBHYIO HHBA-
JIMIM3AIMIO Y OOJIbIIMHCTBA OONBHBIX.

YacTbiM CHMIITOMOM SIBISIETCSI MOTOPHO-CEHCOpHAs IOJHU-
HelponaTus, KOTopast HOCUT CMEIIAHHBIA aKCOHATbHO-IeMUe-
JIMHUBUPYIOIIMKA XapaKTep, MOXeT ObITb CYOKJIMHUYECKOM
(BoisBrstercs mpu DHMI); pacctpoiicTBa YyBCTBUTEIBHOCTU
penxu [20, 24, 36, 50].

Dnuyiencus He OTHOCUTCSI K CaMbIM YacThIM MPU3HAKaM, HO
MOXET OBITb NEPBBIM M BEIYLIUM CUMITOMOM MNOPaXEeHUs
LIHC [48], HocuTh (hapmMakope3uCTeHTHBI xapakTep [30].

[TapKMHCOHU3M — OTHOCHUTEIBHO DPEIKHii, HO HEOJHOKpAT-
Ho ommcanHbli cumnToM LICK [2, 25, 41, 47, 53, 54, 57].
I. Rubio-Agustincoanr. [ 53] Habmonanu cemeiinblii caydait LICK
C MAPKMHCOHU3MOM U 00001mIHn 13 TuTepaTypHbIX OMUCAHUI.
Y npobanpa pasBuiicsi KOpTMKOOA3albHbIM CUHIPOM, paHee
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He onrcaHHblid mpu L{CK, y 6paTta mapKMHCOHU3M COYETANICS C
aTakCcued ¥ KOTHUTMBHBIMU HapyLIeHUsMU. BHyTprcemeiiHoe
CXOJICTBO 110 3TOMY PEAKOMY CUMIITOMY, MMEBIIEE MECTO TaK-
ke B HabmoneHuu T. Ohno u coaBT. [47], yKa3bIBaeT Ha POJb
TeHeTUYECKMX MEXaHU3MOB B Pa3BUTUU MAPKMHCOHM3MA IIPU
LICK. Bo Bcex mpoaHaIu3MpOBaHHbIX CTyYasix MapKUHCOHU3M
Havajcst 1o 50 net (B cpenHeM B 40 JieT) U codeTancs ¢ apy-
TUMM CHUMIITOMaMW: MUpaMUIHBIMEA (93%), MO3KeUKOBBIMH
(53%), KorHUTUBHBIMU pacctpoiicTBamu (93%), KaTapakToi
(93%), xcanrtomamu cyxoxwinii (87%). Ha done coyeran-
HBIX IBUTATEIbHBIX PACCTPOMCTB OBUTH BBHIPAXEHBI TPYTHOCTH
X01b0bI ¢ mageHussMU. [louty y Beex JeUMBLIMXCS Mpenapara-
M JI-IODA 6511 3¢h(heKT, HO BechbMa OrpaHMICHHBIA. ABTOPEI
TMOIYEPKUBAIOT, YTO B M (hepeHIINATbHOM AMarHOCTHKE TIap-
KMHCOHU3Ma, 0COOEHHO PAHHETO 1 COYETAIOIIErocsl C IPYrUMU
cumnroMamu, Haio yuutsiBaTh LICK [53].

Jlpyrue 3KcTpanvpaMUAHbIE PACCTPOICTBA — AUCTOHUS, OPO-
MaHIuOynspHas QUcKUHe3us — emle Oonee penaku. J. Lagarde
1 COaBT. Habmoxaau 6 GOJNBHBIX C paHee He OMMCAHHBIM IPU
LICK aKcTpanmpaMuIHBIM PacCTPOMCTBOM: JIETKOM TUCTOHUEH
PYK ¥ TUCTAJbHBIMM MUOKJIOHUSMU; MO Helipodhusnonornye-
CKUM JTaHHBIM, MUOKJIOHYC UMEJl CyOKOPTUKAIbHBINA XapakTep
U OTAMYAJICSd OT OPOMAaHAMOYJISIPHOTO MMOKJIOHYCA. ABTO-
PBI MTpEearoaraloT, yto onvcaHHblii paHee mpu LIKC tpemop
B ICUCTBUTEIBHOCTU IIPEACTABIISIET COO0M MMOKIOHUUYECKHUE
TUTIEPKUHE3bI, CBSI3aHHBIE C IOPAXKEHUEM TIPOBOASIINX MyTeit
MeXy 3yOuaThIMU SiTpaMd M 0a3albHBIMU TaHDIMsAMU [32].
OnHokpatHo onucaH 6inedapocmna3m [33].

HeOHblil MMOKIIOHYC HAb/IIOAATICS B IEPBOIA OMMCAHHOM CeMbE
[61] n 3akpernmiics B epeune cummnTomoB LICK, Ho okasancs
PEIKHM.

Hecmotpst Ha yacTyio 3amep:KKy pa3BUTHS B paHHEM BO3pac-
Te, OOJIBIIMHCTBO OOJbHBIX IO IOHOIIECKOTO BO3pacTa MMEKOT
HOpMaJIbHOE MM CYOHOPMaTbHOE YMCTBEHHOE Pa3BUTHE, HO C
Hayana 3-To JecATUIeTHsI 60jiee YeM B TIOIOBHHE CTyJacB MH-
TEJUIEKT MEIUIEHHO CHUXXAeTCsl, He IOCTUTas, OMHAKO, TSDKENOoi
crerneHn geMeHInn. [Icuximaeckue paccTpoiicTBa OTHOCUTETBLHO
penKu, HecrieUU(UYHbBI, UMEIOT MIMPOKUIA CIIEKTp (HapyILeHHUs
TIOBEICHUS, ICTIpeCCHsI, BO30OYXIEHNE, CYUIIMAATBHBIE TTOIBIT-
KM), MHOTIA OBIBAIOT BBIPAXKCHHBIMU M MOTYT 3aTPYIHSTh KITH-
HUYECKYIO IMarHocTuky [8, 13, 21, 25, 27, 34, 36, 51, 58, 65].
M. Fraidakis 00001 OaHHBIE JUTEPATYPhl O MCUXUYECKUX
paccrpoiictBax npu LICK u npoaHanusupoan 13 ciydyaeB u3
kmHuKY Cajbrerpuep: y 6 u3 13 GoIbHBIX ObIIU Te WM MHbIE
PacCTpOMCTBA TICUXUKH: arpeCCUBHOCTD, Pa3IpakKUTEIBHOCTD,
TUTIEPAaKTUBHOCTD, JIETIPECCHS, TPOe M3 IIECTH B JETCTBE ClIabo
VIWIHCh, Y TpeX OPYTUX ObLIa JEMEHINS; MICHX03 HaOIIomaIcsa
JIMIIb Y OMHOTO 6051bHOTO [21]. lefcTBUTEIbHO, ONTMCAHUS TICHU-
xo03a npu LHCK enunuynbl. Onvicad HeoObIuHbIH caydait LICK ¢
KapTHUHOI JT0OHO-BUCOYHOM JeMEHIIMU; Y OOJIBLHOTIO B OAPOCT-
KOBOM BO3pacTe MOSBHIINCH KCAHTOMEI, B 44 TOIa — CUMITTOMBI
JIOOHO-BHUCOYHOI IEMEHIINH, TIPH 00CIeI0BaHIH B 53 KaTapak-
Thl U aTaKcUU He ObL10 [27]. Y 00JIbHOM ¢ €IMHCTBEHHBIM Tpe/-
IICCTBYIOIINM CHMIITOMOM — KCAHTOMAaMH aXWIIOBBIX CYXO-
KUJIU — B 55 JIeT MOSBUIMCH HAPYIIEHUS TTOBSACHMS, ¢ 59 JeT
— KOTHUTHUBHBIH perpecc M CracTHIECKuii mapamnapes; ¢ 65 et
OblyTa JieXKayei ¥ yMepia OT acMpPaLMOHHON THEBMOHMH [65].

B cemeitapix cnydasx LICK Hapsy co cxomcTBoM y crdcoB [47,
59] Habmonanuch BHyTpUceMeliHble pasinuus [31, 44, 63].

OrnucaHbl eIMHIYHbBIE OONBHBIE — Ie€TEPO3UTOTHI IO MYTallM-
am CYP27A1. Y 44-neTHeii XEHIIMHBI C MPOrpecCUpyroLIeit
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JIOOHOM IeMEHIIMEH, CIIaCTIYECKUM TTaparmape3oM U OMOXIMU-
yeckumu npusHakamu LICK myTaius Oblia HaiiieHa TOJbKO
B OTHOM aJIiejic; aBTOPHI He MCKITIOYAlOT BO3MOXHOCTH JIPYTO-
r0 HeBpoJIoruueckoro 3adoneBanus [28]. Y B3pocioii 601bHOIM
C KCaHTOMaMM CYXOXWIW{, TIOMUMO TUITUYHBIX OMOXUMU-
yeckux mnpusHakoB L[CK, oOHapyxeHO pe3Koe CHUXEHUE
cTepon-27-TuapoKcunasbl B KyasType (GubpobnatoB, a mpu
aHanuze JIHK — retepo3urotHoCTh 1o ABYM paHee He OMUCaH-
HBIMU HYKJIECOTUIHBIM 3aMmeHaM B reHe CYP27A1; npeamnono-
KEHO y4acTHe BTOPOTO, HEM3BECTHOTO T€HA, OTPEIEIISIIOIIETO
AKTUBHOCTb CTEPOJI-27-ruApoKcunassl [58].

Heiiposusyaauzauus wrpaeT BaXHYIO pPOJb B IHMATHOCTUKE
n usyyenuu LICK. XapakrepHoie MPT-npusHaku — nopaxe-
HUe 3y0YaTHIX Smep MO3XKeUKa (CHMMETpPUYHAsI THITCPHUHTEH-
CUBHOCTb B pexuMe T2) U nmepuBeHTPUKYJISIpHAS JTEHKOIHIIE-
(basomaTysi; B 3HAUMTENLHON YacTH CTyJyaeB 00HAPYXMBAIOTCS
aTpodust MO3:KeuKa, pexe — KOpPHI MOJTyIIApUi, TUITEPUHTECH-
CHBHOCTB KOPTUKOCITMHANBHBIX IyTeli |3, 20, 22, 26, 36, 40, 51,
62, 67]. Yacrora otmenbHbix MPT-NIpM3HAKOB B Pa3HBIX BBI-
Oopkax BapbupyeT. B rpymme 15 B3pocabix OONBHBIX y BCeX
nMmenuch uaMeHeHuss MPT. rumepMHTEHCUBHOCTb 3yOyaThbix
sep B pexkume T2 (47%), nepuBeHTPUKYISPHAsT JIEKOIHIIE-
danonarus (73%), neiikosHiieatonars COCyIUCTOrO Xapak-
tepa (7%), TUIEPUHTEHCUBHOCTh KOPTUKOCIIMHAIBHBIX IyTei
(53%), atpodust GIETHBIX LIAPOB, MO3OJHCTOTO Tejla, KOPBI
(33%) [36]. Ilpn LICK ¢ mapKuHCOHM3MOM aTpodust MO3-
JKeuka HabJoaanach y Bcex 00NbHBIX, aTpodus moayimapuil —
y 80%, n3MeHeHHbI CUrHA ¢ 3y0uaThix saep — y 80%, oua-
I'M B YepHOW cyocTaHmy — nuib y 20% [53]. O6erunas MPT
Yallle He BEHISIBIISICT IOpakeHNe MOIKOPKOBHIX TaHIIMEB TIPU
LICK ¢ mapkuHCOHM3MOM, HO IPYTHe METONBI HEPOBU3YaJIH-
3allMM JaloT JOMOJHUTEIbHYI0 MH(opMaliuio. [1o3uTpoHHO-
OMUCCUOHHAsI TOMOTpaust y ABYX OOJBHBIX BBISBUIIA TIPECU-
HaNTUYECKYIO0 AUCHYHKIUIO CTPHOHUIPATBLHOIN cUCTeMBI [47].
V 44-netHero 60J1bHOTO C ACUMMETPUYHBIM TAPKUHCOHU3MOM
MP-cniekTpockonusl oOHapyXuia CHIDKeHHEe Io(aMuHep-
TMYECKUX (YHKLMI B CKOPJIYIIE U XBOCTATOM SIApPE, COOTBET-
CTBYIOIIEE CTOPOHHOCTM aKWHETHKO-PUTUIHOTO CHHIpOMA
(B 3TOM clly4yae oyar B YepHO# CyOCTAHIIMY BBISBUIA U OObIY-
Hast MPT) [54]. CneumanbHo afanTrpoBaHHast 0MHO()OTOHHas
smuccuonHast Tomorpadust (SPECT) mo3BonsgeT oleHUTh CO-
CTOSIHME TIOCTCHHANTHIECKUX TO(paMUHEPIMICCKUX (DYHKITUIA
[54, 57]. C. Su u coasrt. npoBenu SPECT nsitt 6ompHbM LICK:
B JIBYX CJIyyasix ¢ MapKUHCOHM3MOM OOHApYXeHbl U3MEHEHMS
CTpUapHOI 00NacTH, OTCYTCTBOBABILME y 3 OOJBbHBIX O€3 map-
KMHCOHM3MA, YTO YKA3bIBaeT Ha BOBJICUCHME MPECHHAITHYEC-
ckux nodamuHoBbIX HelipoHoB npu LICK ¢ mapkrHcoHU3MOM
[57]. Metonps! HelipoBu3yanu3auuy UHGOPMATUBHBI U B APY-
rux acrektax HCK. MP-cnekTpocnonusi oOHapyXuBaeT Mo-
BBILIIEHUE JIaKTaTa M MOBbIIeHKWE TMKOB JunuaoB B FLAIR-
TUTIOMHTEHCUBHBIX oyarax u Aucddy3Hoe CHMKEHME MUKOB
N-auerunacnaprara [20, 41, 55]. Iuddy3roHHast TeH30pHast
MPT u BokcenbHast MOP(HOMETpHUS AEMOHCTPUPYIOT D Py3-
HOe yMeHbIIeHIe 00beMa ceporo U besoro Bemiectsa [12, 26].
Y GonbHOrO € (heHOTUIIOM JTOOHO-BUCOYHOM AemMeHIIMM MPT
BbISIBUIA TU(dY3HOE MOpaxkeHWe CYNpaTeHTOPUaNIbHOro Oe-
Jioro BellecTBa 0e3 uaMeHeHuit mo3xeuka, Ho SPECT mpone-
MOHCTpHpOBaJia BEIpaxkeHHYI0 rumnonepdy3nio Mosxeuka [27].
S. Chen u coasr. [14] ucnonb3oBanu SPECT Mbiwii 115 oLigH-
KM MUTOXOHIPHAIBHBIX QYHKIWMIA. IMHAMUKY perMOHAIBHOM
nep¢y3uu mosra, no aaHHeIM SPECT, MoXHO ucrnonb30BaTh
1 oueHky addexra Tepanuu [11, 12, 56]. M. Brienza 1 coasr.
onucany tuHaMuky MPT y 56-1eTHero 60J1bHOTO, JIEUMBIIETO-
S B TeUeHHe 25 JIeT; IBe KCAHTOMBI MO3Ta 3HAUNTETEHO YBEJIH-
YUIIUCh, aTPOGHSI KOPHI TaKXKe Hapocya [9].
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Jpyrie MHCTPYMEHTAIbHBIC HEBPOJIOTUYECKUE METOJBI, TPH-
menstemble Tipu LICK, — anekrponeitpomuorpadusi, TpaHc-
KpaHUaJIbHasi MAarHUTHAST CTUMYJSILMS (17151 BBISIBJICHUS TTOpa-
KeHUS TUPAMUTHBIX TTYTEH 1 OIIEHKYM TMHAMUKY TUPAMUITHBIX
(byHKuMii Ha (PoHE JeueHus ), UCCaeIOBaHNe BhI3BAHHBIX ITO-
TEHIIMAJIOB — 3PUTEIbHBIX, COMATOCEHCOPHBIX, CTBOJIOBBIX
[15, 24, 43, 50]. B nwarHOCTHKe 3KCTPaHEBPAIBHBIX CHMIITO-
MOB U OLEHKE MX TMHAMMUKM HMCIOJB3YIOT PEHTIeHOrpaduio
(xocreii, nerkux), Y3 u MPT cyxoxwnuii u ipyruie METOJIBI.

Hecmotps Ha pacnpoctpaHenune HHK-muarHoctuku ICK,
MepBOii  ocTaeTcsl Ouoxumuueckan oOuazrocmurxa. OCHOBHOI
OMOXMMMYECKHUI TIPU3HAK — TTOBBIIICHHBIA YPOBEHb XOJIECTa-
HOJIA B TUIa3Me ¥ CHIBOPOTKE: TIOKA3aTe b, B HOPME COCTABIISIO-
it 330130 mxr/mn, npu LICK yBenuveH B 5—10 pa3 u 601b-
me: no 100-xpatHoro moBbimeHus [20, 36, 46]. OnpeneneHue
X0JIECTaHOJIa BHICOKOMH()OPMATHBHO: OH ITOBBILIEH IPAKTHYe-
cku B 100% ciydaeB. OmHAKO 3TOT TECT, OOBIYHO MPOBOIMMAbIiA
METOIOM Ta30BOi XpomaTorpaduu — Macc-CIeKTPOMETPHUH,
BBITIOJTHSIETCS JIMIIb B OTHOCHUTENbHO HEMHOTUX CIIElMaIu-
3MpOBaHHBIX JTabopaTopusix. Ilpemnararorcs MomU(UKALNH,
YIPOLIAOLINE UCCIIENOBAHNE U JENAOIINE €70 JOCTYITHBIM LIS
IIMPOKOTo Kpyra Jabopartopuii [16]. YpoBeHb XoecTeprHa He
M3MEHEH WM CHUXEH, CHUXEHO COfiepXKaHue XeHOIE30KCHX0-
neBoit kucaoTel (XAXK). Pe3ko moBbIIeHO cofepKaHue XeTd-
HBIX CITUPTOB B MOUE U TUIa3Me: B MOUE MX YPOBEHD JOCTHTACT
1400013500 HMOJIb/T (B HOPME OTCYTCTBYIOT), B IJIa3Me Ipe-
BhIaeT HopMmy 8,48+3,67 umosn/n B 500—1000 pas [20, 46].
B IICX moBellIeHO comep:aHHE XOJECTaHOJA U aroJIMIIOo-
npoTerHa B, HO B MpaKTUYeCKOI TMarHOCTUKe MUCCNeOBAHUE
LICX nHe ucmomnn3yercs. BeIABICHHOE TIOBBILICHNE JTAKTaTa B
CBIBOPOTKE M B Mo3re (1Mo JaHHbIM MP-CHeKTpoKocIuu) He
MMeeT TMATHOCTHYECKOro 3HadeHus. OmpeneieHHe XojecTa-
HOJIa WUCIOJB3YIOT I OLIEHKU Ouoxumuyeckoro acddexTa
Tepanuu, HO €ro YpOBeHb He KOPPEeIMpYeT C TSKECThlo 00-
JIC3HN B IIEJIOM M C BBIPAXXEHHOCTBIO OTHEIBHBIX CUMIITOMOB
[20, 36, 43, 46]. B coBpeMEHHBIX MCCIIEIOBAHUSX HCTIONB3YIOTCS
00a MeToza Bepu(pUKAIINN: OMOXMMUUYECKIN 1 MOJIEKYJIIPHO-
TEHETUYECKU .

A. Mignarri 1 coaBT. pa3paboTaay HECTOXHBINA KOJMYECTBEH-
HBII ToKazaTenb «mopo3peHust Ha IICK», cnocobcTByromui
paHHeMy BBISIBJIEHUIO Oone3HM. Ha ocHOBe MaHHBIX JHTepa-
TYpbI U COOCTBEHHBIX HAOMIONEHUI pacCUUTaHbl B3BELIEHHbIE
3HAYEHUST OTHETBHBIX TPU3HAKOB, pa3leeHHBIX Ha BHICOKO-
3HaunMble (100 6amnoB), 3HaunMbIe (50 0anIoB) M YMEPEHHO
3HauMMble (25 GannoB). Kak 3HauuMmble paclieHEHbl paHHME
CHMITOMBI CHCTEMHOTO IIOpaXeHWS — KaTapakTa, Iuapes,
XoJiecTaTideckast JXeJTyxa, a Takke TCHXOHEBPOJOTHUECKHUE:
CHIDKCHIE MHTEJUIEKTA, pACCTPOMCTBA ICUXUKH, CIIACTUYECCKUI
naparnapes, aTakcus, mopaxeHue 3youarbix suep npu MPT, kak
BBICOKO3HAUYMMEBIC — KCAHTOMBI CYXOXKMJINH 1 00JI€3Hb CHOCOB.
ITpu cymme 100 6amnoB u 6oJiee peKOMEHIYeTCS KCCleIoBaHue
xoJjiectaHoja. [ToBBIIIEHHBI X0JIECTAaHOJ WITM CyMMApPHBIH TT0-
kazatenb 200 u 6ojiee OaMIOB, BKIIOYAIOIINN OIWH BBICOKO-
3HAYMMBII WU 4 3HAUMMBIX MTPU3HaKa, — nmokazaHue K JTHK-
orarHocTuke. [IpenmynecTBa MHAEKCA TPOIEMOHCTPHPOBAHEI
Ha cOOCTBEHHOI1 BBIOOPKE: MPH €ro MCIOIb30BAHUM CPeTHUI
BO3pacT YCTAHOBIEHM AMarHo3a 35,5x11,6 ner cHU3MICS ObI
1o 10,6+9,8 net! [42].

Jucpdphepenyuanvryro ouazrnocmuxy TpoBOIAT C pa3TNIHBIMU
HacJIeNCTBEHHBIMU M HEHACIEACTBEHHBIMU MPOTPECCUPYIONIH-
mu 6oj1e3HIMu LTHC — paccestHHBIM CKJIepo30M, HAaCleICTBEH-
HBIMM CIACTMYECKMMHU MaparuieTHsIMHU, HacleICTBEHHBIMU
atakcusiMu U 1p. [4, 64], a TakxkKe ¢ HapyIIEHUSIMU JTMITUIHOTO
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00MeHa, 0COOEHHO XapaKTePU3YIOLIMMUCS MOSIBIEHUEM KCaH-
ToM [2, 20, 46]. Cpenu TIocIeTHUX — OYEeHb peaKast ayTOCOMHO-
petieccuBHast 0one3Hb cutocTepoiemus (OMIM 210250),
MPOSIBIISIIOIIASACS KCAHTOMAMM Pa3HOM JIOKATM3alMU, PAHHUM
aTepoCKIIepO30M, MOpaKeHUEM CYCTAaBOB, TeMATOJOTMYECKHU-
MU CHMIITOMaMH, TIOBBIILICHHEM (puTocTepoiaa B Kposu [19].
Z. Nicholls u coaBr. [45], oT™Meyast TpyIHOCTH AM(QepeHLIn -
anbHoi quarHoctuky LICK, BUAST nmepcrieKTUBbI paHHETO Bbl-
SIBICHUS B coBpeMeHHbIX MeTopax JJHK-muarHoctuku — cex-
BCHHPOBAHNH HOBOTO ITOKOJICHHSI.

OcHogoit zewenusa LICK sBnsietcs nonrocpoyHasi mepopaibHas
Tepanusi XeauyHbIMU Kuciaotamu. [Ipenapat Beibopa — XJAXK,
B OTJIMYME OT IPYTUX KETIHBIX KKCIIOT (XOJIEBOM, YPCOIE30KCH -
XOJICBOI1, TaypOXOJIEBOI), IEHCTBYIOMIAST HE TOIBKO Ha 3KCTpa-
HeBpallbHbIe, HO ¥ Ha HeBpoaornueckue cumntombl LICK [1, 8,
20, 24, 30, 36, 43, 46, 49, 51, 66]. JlnutenbHOE Ie4eHNE KOPPHU-
TUpPYeT OOMEH XETYHBIX KUCJIOT, CHUXAET Comep:KaHue XoJe-
CTaHOJIa B TKaHX, YIy4IIaeT MeTabom3M Mo3ra [11, 56] m B 11e-
JIOM 3aMeUIsieT mporpeccupoBanne. OMHAKO OMOXUMUIECKUIA
addeKkT He Bcerna conpoBoxkaaeTcs KinHuueckuM. Ha ¢one
JieYeHIsI OBICTPO MpeKparmaeTcs quapest. Yto KacaeTcst Apyrux
CUMITOMOB, 3 dEKT SBJISIETCS YACTUIHBIM M HAOII0AaeTCs He
y Bcex O0JIbHBIX. Y 1BYX cnbOcoB edyeHre X XK 3HaunuTenbHO
TIOBJIMSUIO Ha BRIPaXKEHHBIE PACCTPOIICTBA ITOBENCHNUS 1 B MEHbB-
LIei cTeneHy Ha KOTHUTHBHBIE HapyineHus [8]. B ciyyae LICK
¢ (hapMaKOPe3UCTCHTHOM SIUIEIICHENl OTMEUEHO 3HAYNTEITh-
HOE CHIDKEHUE YacTOThl MPUIaAKoB Ha ¢doHe neveHust XIXK
[30]. M3 15 GoabHBIX (paHIy3cKoii BHIOOPKU Y 8 HAOMI0AAI0Ch
yIy4IeHWEe B Hayaje JIeYCHHsI, 3aTeM y 5 M3 HUX COCTOSIHHE
CTaOMIM3MPOBANIOCh, Y OCTAJIbHBIX 0OJNE3Hb TPOrPECCUPOBa-
J1a, 4eTBepo ymepiu [36]. B rpymme 25 mMTenbHO IednMBLIIMX-
cs1 60J1bHBIX McTaHLeB Y 60% mpoxomkaioch yxyameHue, 20%
YMepJIH; BBLDKUBAEMOCTh KOPPEPOBAIa CO CPOKOM MEXKIY Ha-
yajioM OoNie3HM U HauanoM JedeHusd [51]. B ciyyae ¢ ¢peHoTH-
TIOM JIOOHO-BUCOYHOM TeMEHIIMY KOTHUTUBHEIC pacCTPOUCTBA
Ha (hoHe 3-JIeTHETO JIeUeHHS IIPOTrPeCCUPOBaIH, HO HOBBIX He-
BPOJIOTMYECKUX CUMIITOMOB He mosiBUIoCh [27]. Tloutu y Bcex
6ompHBIX LICK ¢ TapKMHCOHN3MOM PacCTPOICTBA HapacTali,
HecMoTps Ha jedeHue [53]. G. Yahalom u coaBT. poaHalu-
supoBanu 3dekt gonrocpouHoro nectBus XIXK Ha He-
Bposiornyeckue cuMnToMel LICK y 16 u3panibcKux OOIBHBIX;
BO3pAcT yCTAHOBJIEHKS AUarHo3a coctasui 22,6+10,8 set, Bo3-
pact nocneaHero odcaemoBanus — 35,019,2 . (16—45 ner).
V GonbHBIX, HAYaBLIMX JIEUCHUE TTO3XE 25 JIeT, HeBPOJIOTruye-
CKME CUMITTOMBI ¥ KOTHUTHBHBIC PacCTPOMCTBA OBLTH BEHIpa-
KEeHBI 0OJIbIIIE, YeM Y HA4yaBIIUX JIEYUTHCS paHbIlE, B YacTh
CJTyJaeB ¢ TI03HO HAYaThIM JIeYeHMEM MPOI0IKATIOCh POTpec-
cupoBanue [66]. TakiM 00pa3oM, yeM paHbllle HayaTa TepaIus,
TeM OOoJIbllle LIAHCOB MPEAYNPEIUTh HEBPOJIOTUYECKHME pac-
CTPOICTBA M TIPOTPECCUPOBaHIE, TOTNA KaK JIeUeHUe, HAdaToe
Ha (HOHE yXe Pa3BUBLIMXCS HEBPOJOTMYECKUX PACCTPOMCTB,
JaeT orpaHuueHHbIA 3PeKT. [l ougHKN OMOXMMUYECKOTO
addeKTa Tepamuy MOBTOPHO OIPEACIISIOT XOJECTaHOI ChIBO-
POTKH. B olleHKe KIMHMIECKON TMHAMUKHI MCTIONb3YIOT METO-
JIbl HEMPOBU3YANU3AlMHU, UCCIENOBAHNE KOCTHOM TUIOTHOCTU
[39], Heiipodusronoruyeckue Metoanl [50]. B rpymme 35 60sb-
Heix LICK ¢ monmuHeitponartieir oTMEUeHO YBEIMUCHHE CKO-
POCTH TIPOBEIEHUS IO HEpBaM M YCUJICHME CUHTE3a MUETMHA
B BOJIOKHAX C JACTMYHO COXPaHHBIMU aKCOHAMU Ha (poHe Jie-
YeHUs; TOMIMO Bo3pacTa Havyasia 3((eKT 3aBuces OT CTeIeHN
HEeoOpaTUMBIX CTPYKTYpHBIX M3MeHeHui [50]. nsg ycuneHus
acddekra XAXK pexoMeHIyIOT KOMOMHUPOBATD €€ C MHTUOU -
TOpaMU THIPOKCUMETUITIYTapUI-KODEepMEHT A-peayKTa3bl
(ctaTMuHaMu), HO CaMOCTOSITeNTbHBIN 3¢ (EKT CTaTUHOB HE 10-
KazaH. B kauecTBe BCTIOMOTaTeIbHBIX CPEICTB Ha3HAYAIOT BUTA-



Tom 9. Ne 32015

www.annaly-nevrologii.ru

MmuH E, kosH3uMm Q10; oTMeueH a(peKT BKITI0OYEHUS B TEPATTHIO
OOoJBIINX 103 MUpalLeTaMa — YMeHbIIeHue aTakcuu [60]. B o1-
TENBHBIX CITyYasx MPpUMEHSITN adepes IUTONPOTEHHOB HI3KOM
mnotHocTH [20]. ITo moxkazaHusIM Ha3HAYAKOT aHTHIETIPECCaH-
THI, aHTUKOHBYJIbCAHTBI, aHTUIAPKUHCOHUYCCKHE CpPEICTBA.
Ipenapatsr JI-JIO®A nipu cBa3anHoM ¢ LICK mapkuHcoHu3me
00BIYHO MaJIO3(PEKTUBHEI, HO OIMMCAH HEOXMAAHHBII TOJITO-
CPOYHbIif 3¢ PEKT AHTUTMCTAMUHHOIO IpernapaTa IueHUIIIIN -
panuH- ruapoxaopuaa y 3 6oabHbIX [47]. Pe3ekuusa KcaHTOM
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Cerebrotendinous xanthomatosis is a rare autosomal recessive
disorder of cholesterol and bile acid metabolism associated with
the sterol 27-hydroxylase gene CYP27A1. The disease is charac-
terized by a varying age of the onset, progressive course, and wide
range of the neurological and extraneural symptoms. MRI of the

brain plays an important diagnostic role. Measurement of the
serum cholestanol level and DNA analysis are verification meth-
ods. Timely started chenodeoxycholic acid replacement therapy
enables slowing down the disease progression and, in some cases,
preventing neurological disability.
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