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KAJBINPUKALUSA BASAJIBHBIX TAHIVIMEB. 9THOITATOI'EHE3,
JAUATHOCTHUKA, KIMHUYECKUE ITPOSABJIEHUSA

Xopesa M A., Cmacuna H.B.

®I'BOY BO «Anraiickuii rocynapcTBeHHBINH MEAMIMHCKUHN yHUBEepcuTeT» Mun3apasa Poccun, bapuayn, Poccus

bonesuv ®@apa — smo pedxoe nacnredcmeennoe uny cnopaoudeckoe Hegpoiouieckoe sabonesanue, XapaKmepu-
3y10Weecss OUNAMEPANbHBIM OMIONCEHUEeM KATbYUs 8 001ACMU DA3ANbHBIX 2aH2Ues, 3Y0Uamblx A0pPaAX MO3HCeUKd
u cybKopmuKanbHoM beliom eeujecmee 201081020 Mo32a. Beidensiom maxaice cunopom Dapa, smuonozus KOmopozo
C6A3AHA C HapYWeHUueM Kalbyuegozo 0OMeHd, MUMoXoHOPUONAMUAMU, HOB00OPA30BAHUAMU 20106HO20 MO32d, UH-
Gexyuamu, gocnanumenbHuIMU 3a001e8aHUAMU HEPBHOU cucmembl, mpasmamu. Knunuueckas manugpecmayus 6ones-
HU MOJiCem 803HUKAMb 8 PA3HOM 803pdcme, HO 8 OCHOBHOM Y 83POCIIbIX MON00020 U cpedHezo ospacma. I nasnvimu
KAUHUYECKUMU NPOABTIEHUAMU DONE3HU AGNAIOMCS IKCMPANUPAMUOHbBLE O8USATNENbHbIE PACCMPOTICIEA, IMOYUOHANb-
Hble U KoeHumugHsle Hapywenus. Ilpu smom coomeemcmaue opmuvl u maxcecmu He8POIOSUYECKUX PACCMPOUCMEa
Xapakmepy Kanbyuno3a 6a3anvHulX 2anenues ecmpeuaemcs Heuacmo. Ilpuvem nexomopwvle nayuenmsi 0CMAOmMes
ACUMNINOMHBIMU 6 meydeHue éceli JcusHu. B nacmosujee epemsa cmpameus neuenus 6onesnu Papa ocHosana Ha
CUMRIMOMAMUYECKOU mepanuu U KOppeKkyuy smuoiocuyeckux gaxmopos npu cunopome @apa. Hmeiomes ceedenus
06 obpamumocmu npoyecca Kanbyupurkayuu u noIHo20 80CCMAHOBIEHUA MEHMANbHLIX QYHKYULL npu panHel oua-
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BASAL GANGLIA CALCIFICATION. AETIOPATHOGENESIS, DIAGNOSTICS, CLINICAL

MANIFESTATIONS
Khoreva M.A., Smagina I.V.
Altai State Medical University, Barnaul, Russia

Fahr disease is a rare hereditary or sporadic neurological condition characterized by bilateral calcium deposition
in the basal ganglia, dentate nuclei of cerebellum, and subcortical white matter. We can also distinguish Farh syn-
drome when its etiology is associated with the disorder of calcium metabolism, mitochondriopathies, cerebrum
neoplasms, infections, inflammatory diseases of the nervous system, and injuries. The most common manifesta-
tions in patients with calcification of the basal ganglia of cerebrum are neurological and/or psychiatric disorders
of varying severity. The clinical manifestation of the disease can occur at different ages, but mainly in young and
middle-aged adults. However, some patients remain asymptomatic throughout their lives. The main clinical mani-
festations of the disease are extrapyramidal and movement disorders, emotional and cognitive impairments. At the
same time, the correspondence of the form and severity of neurological conditions and the nature of calcification
of the basal ganglia is rare. Currently, the treatment strategy for Fahr disease is based on symptomatic therapy and
correction of etiological factors in Fahr syndrome. There is information about the reversibility of the calcification
process and the complete restoration of mental functions in the early diagnosis and treatment of Fahr syndrome.
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bonesnr dapa (CHHOHUMBI: CTPHONMAIIINI03yOTa-
TBIH KaNbLUHO3, HAMONATHYECKas KaJlbLU(UKAINs
0a3aabHBIX TAHIIIMEB) — 3TO PEIKOE HeWpoereHepa-
TUBHOE MIHONAaTHYECKoe (HACIeICTBEHHOE MU CIopa-
nrdeckoe) 3a00JieBaHMe, XapaKTepU3YIOMIeecs CHMMe-
TPUYHOI JABYCTOPOHHEH KajbuupuKanued 0a3aibHBIX
TaHIIMEB U IPOTPECCUPYIOLIMMU HEHpoICUXuaTrpude-
CKMUMH M JBHUTaTelbHBIMH paccTpoicTBaMu. llepBoe
oncanue 6one3nu dapa marupyercs 1930 1. u npuHaz-
nexxuT HeMmenkoMy Hesponory K.T. ®apy [1]. Tepmu-
HOM «cuHApoM Dapay 0003HAYAIOT CIlydan BTOPUIHOM
KajbpuruKanuy 0a3aJbHBIX TaHIJIMEB, KOTOPBIE MOTYT
BCTPEYATHCS TPH IIETIOM psizie 3a00IeBaHUH.

[Taromopdonorudeckoit ocHoBoii Oone3nn dapa
SIBJISIETCSl OTJIOXKEHUE KOHITIOMEPATOB COJIEH KaJlbIIWs
(docdaros, kapOOHATOB) IPEUMYIIIECTBEHHO B 0a3allb-
HBIX TaHDIMAX, TajlaMyce, THIoTajlaMyce, Kope TOiy-
mapuid Mo3ra, 6eJ0M BelLIecTBE U 3yOuaThbIX siApax Mo3-
KedKa, YeM OOYCIIOBIICHBI 0COOCHHOCTH KIMHHUYECKOU
MaHu(ecTanuu 3abojeBanus. HecMoTpst Ha MHOT000-
pasue CUMIITOMOB, HanOoJiee pacrpoCTPaHEHHBIMHU SIB-
JSIFOTCS. HEWPOIICUXMATPUYEeCKUe (IEMEHLMS, TICUXO03BI,
appeKTUBHBIC HAPYLICHHUS) U SKCTpapaMH/IHbIC IBU-
rarejibHble paccTpoucTna [2].

Knuanveckas manudecranus 6oneznn dapa Moxer
HabmonaTbes B m000oM Bospacte. Ilpu aToM HekoTopeie
aBTOpBI OTMEYAIOT Hauboee JacThlii neOroT 3a0oseBa-
Hus B Bo3pacte 30-50 mer [2]. B GonpmmHCTBE ciy-
yaeB 3a00JieBaHWE HAUYMHAETCS C JKCTPaHpPaMHIHBIX
paccTporictB. Kpome Toro, Bo3MoxkHa MaHH(ecTaIus
B BHJIC MO3)KEUKOBBIX, PEUEBbIX, KOTHUTHBHBIX U APYTHX
HEUPOINICUXUATPUUECKUX HAPYLISHUM.

TakuMm 006pa3om, KIMHAYECKHE POSBICHUS OONe3HN
®dapa mocratogHo BaprabenbHBI. HeBpomornmueckue u/
WM TICUXUATPUIECKUE CUMITOMBI OOJIE3HU MOTYT OBITH
BBIp@)KEHBI B pa3HoOM creneHu. Kpome Toro, BO3MOXKHO
ACHMIITOMHOE TeYeHHE KajbIH(UKAIuH Oa3zaibHBIX
TaHIJIMEB.

K HacTosimemy BpeMeHH TOYHBIX JaHHBIX O Paclpo-
ctpaneHHocTH OonesHn Papa Het. KanmpnnHo3 6azans-
HBIX T@HIJIMEB MOXKET OBITh CIy4allHOH HaXoIKOW Mmpu
xommbioTepHoi Tomorpaduu (KT) rojgoBHoro mosra.
[o pesynbraTaM pa3IUYHBIX UCCIEIOBAHUI, €T0 UMEIOT
o 12,5% manuentoB [3]. XapakTtepHbIM i1 O60I€3HU
Dapa sBIIETCS OTIOKEHUE COJICH KanbLus B 0a3aIbHBIX
TaHIIUAX, 3pUTEIBHOM OyTpe, 3yOuaToM siipe MO3KeuKa,
CyOKOpTHKaIHbHOM OEJIOM BeIleCTBe, TUIIoKaMIe [4].

CornacHO JaHHBIM JIUTEPaTypbl, C BO3PACTOM IIO-
BBILIAETCS] YaCTOTA BBIIBICHUS HEOOJIBIINX Kalblupu-
KaToB, yaile B obnactu OnexHoro mapa. [Ipu aHamusze
JAHHBIX HEHpOBM3yalu3allMd NPHU3HAKH KanbLu(HKa-
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uu 0a3ajbHBIX TaHIHEB ObUTH BhIsiBIEHBI Y 0,3—1,2%
MOXWIBIX ManueHToB [5]. B acuMOTOMHBIX cirydasx
y nanueHToB crapiue 50 jeT nogoOHbIe U3MEHEHHUS pac-
CMaTpHUBAIOT KaK MposBIeHHUE cTapeHus [3].

ITHOJIOTUA

Bonesnp dapa B OONBIIMHCTBE CIy4YacB HACIEAyeTCs
10 ayTOCOMHO-IOMHHAHTHOMY THITY, HO TaKXX€ BCTpeda-
I0TCSI cIlopainveckue ciiydan 3aboseBaHus. B HacTos-
11e€ BpeMsI OTBETCTBEHHBIMH 32 Pa3BUTHE HACIIEICTBEH-
HOTO BapuaHTa OOJIE3HW CUYHMTAIOT MyTaldd B TEHax
SLC20A2, PDGFB u PDGFRB. CornacHo maHHBIM
JUTEPaTypbl, X BBIBIAIOT B 50% ciydaeB Ooine3HH
®dapa. SLC20A2 koaupyeT HaTpPH-3aBHCUMBIH TpaHC-
nopt pocparoB. PDGFB u PDGFRB kogupyioT Tpom-
oonmrapusiid GakTop pocra 6eta (PDGF-B) u pemenrop
TpomOouuTapHoro ¢aktopa pocra O6era (PDGFR-f),
cootBeTcTBeHHO. M3BecTHO, uT0 PDGF mpucyrcTByeT
B HelipoHax HeHTpaibHoi HepBHOI cucteMsl (LIHC), roe
OH MI'PAcT BAXKHYIO POJIb B BBKHBAaHUH M pereHepaiuu
KJIETOK, B OTIOCPEAOBaHNY Nponudepannu u guddepen-
[UPOBKH IJIHANBHBIX KIETOK, a peunentopsl PDGFR-B
SBJISIFOTCS. BOXKHBIMU O€JIKaMH, PEryIUpPYIOIUMH MpPO-
nmudeparuio, nudhdHepeHIUPOBKY U POCT KIETOK [6, 7].

B xauecTBe BO3MOXKHBIX PacCMaTpUBAIOTCA MYyTallMH
B JIOKycax Ha xpomocomax 14q (IBGC1), 8 (SLC20A2)
u?2(8,9].

CummeTpuuHas KalblUpUKanus 0a3aqbHBIX TaH-
IVIMEB HE I0JDKHA pacCMaTpUBaThCs KaK TOXKICCTBEHHAS
nuarno3y 6omnesnu dapa, MOCKONBKY MOXET BCTpeyaThb-
Csl TP LIETIOM psifie Apyrux 3aboseBaHuil. CHexTp He-
BPOJIOTHUECKHX MPOSABICHUN cuHaApoMa Dapa TOBOIBHO
pa3HooOpa3zeH.

OcHoBHO¥ nnpuunHOM cuHpoma Papa CUUTAIOTCS IH-
JOKPUHHBIE HAPYIIECHUS, IPEUMYIIECTBEHHO MaTOJIO0TUs
MapanUTOBUAHBIX JKeJe3, BKIoYas WAMONaTHYecKui
U BTOPUYHBIA THUIONAPATHPEO3, IICEBAOICEBIOIUIIO-
naparupeo3 u runepmaparupeos [2]. Mnuonaruueckuit
TUIIONAPATHPEO3 XapaKTEPU3yeTCs OTCYTCTBHEM, XKH-
POBOIi lereHepanueii uim arpodueil mapamTOBHIHBIX
Keses. BTopuuHbIi runonaparupeos, Kak npaBuilo, siB-
JSIeTCSL ITPOTCHHBIM CIIEICTBHEM THPEOUIPKTOMHHU.

Kak nepBuuHBIN, Tak U BTOPUYHBIN TUIIONapaTUpe-
03 BCTPEYAIOTCSA B OCHOBHOM B IIE€PBBIE MIECTHAECHT JIET
KHU3HU, UX KIMHUYECKHE IPOSBICHUS JTOBOJBHO BapH-
abenbHBl U HecTieU(UYHBL. | UmoKanbeMusl Ipu TH-
HOIIApaTHPEO3€ MOXKET IPOSIBISITHCS HApYIIEHUEM CO-
3HAHUSL, MUICTITHUYECKUMH MIPUIIAJAKAMU U TETaHYCOM.
MoryT Taxxe HabIHOaThCsl HApYyLIEHUs ITOXOIKHU, pac-
CTpOICTBA peud, KOTHUTHUBHBIE W HKCTPAIUPaMHUIHBIC
(TapKUHCOHM3M, XOpes, TPEeMOp, AMCTOHHSA, MHOKIIO-
HYC) HapyILIeHHUS.
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[IceBnorunonaparupeos u IMceBIONCEBAOTUITONapa-
THPEO3 — TPYIINa PEAKNX HACIEICTBEHHBIX CHHAPOMOB
C KJIMHHUKO-Ta0OpaTOPHBIMUA MpPU3HAKAMH HEIOCTaTOu-
HOCTH TapalIUTOBUIHBIX JKelle3 (TeTaHUH, TUITOKAIb-
nueMuu, runepdocdaremMun) ¢ MOBBILIEHHBIM WIIA HOP-
MaJbHBIM CO/IEp)KaHHEM B KPOBU MapaTropMoOHA. OTH
COCTOSIHMS TPOSIBISIIOTCS HU3KOPOCIIOCTBIO, 0COOEH-
HOCTSIMH Pa3BUTHS CKeneTa (0CTeonucTpodueit, ykopo-
YCHHEM TPYOUaThIX KOCTeH KOHEUHOCTEU, NedeKTaMu
3yOOUENFOCTHON CHCTEMBI), KAJIBIIWHAIIEH MATKAX TKa-
HEH, a TakKe HepeIKo HapYLICHUSIMH TICHXHUKH.

[IceBnorumonaparupeos cBsizaH ¢ pehpaKTepHOCTHIO
TKaHel (MoYeK M KOCTEH) K YHJOTEHHOMY M SK30TC€HHO-
My maparropMmony. [Ipu 3ToM HabmrOmaeTcsl MOBBIIICH-
Hasl WJIM HOpMaJibHasi CEKPEIHs MapaTropMOHa U rumep-
TUTa3usl MApAITUTOBUIHBIX JKeJie3. YCTaHOBJIEHO, UTO
TKaHeBasl PEe3UCTEHTHOCTh K MapaTrOpMOHY 3aBHCHUT OT
CHIDKEHHS] aKTUBHOCTH TaK Ha3bIBAEMOIO T'yaHWH-HY-
KJICOTH/ICBSI3bIBAIOIETO OeJiKa, yYacTBYIOLIETO B aKTH-
BaIl MEMOpPaHHOH aJIcHWIATIIMKIIA3bl, YTO 00eCceyn-
BaeT B3aMMOAEHCTBHE TOPMOHA C PELIETITOPAMHU.

VY pOICTBEHHUKOB OONBHBIX MCEBIOTUIIONAPATHPEO-
30M HEPENKO MMEIOTCSl OTKIOHEHHUS! OT HOPMBI 00LIero
pasBuTHs 1 1eEKTH cKelleTa 0e3 HapyIICHHsI CeKPEIIH
MaparropMoHa, 6e3 MaToJIOrHH KaJbIHeBO-poCPOpPHOTo
oOMEHa | CyIOpOr. DTO TaK Ha3bIBAEMBIH IICEBIOTICEB-
JIOTUIIONAPaTHPE03 — BapHAHT TCEBIOTUIIONApaTHPEO-
3a 0e3 MeTabonuueckux HapymieHui [10].

W3BecTHO, 9YTO UCTHHHBIA (CO CHMKEHUEM YPOBHS
MapaTropMoHa) M TCEBAOTHIIONApaTHPEO3 COMPOBO-
XKmawTcs runepocdareMueii U TUMTOKAIBIUEMHEH U,
KakK CIIeJICTBHE, CKIOHHOCTBhIO K Kanbludukanun. Co-
IJJaCHO JTAaHHBIM HCCJIEOBaHUH, PAacIpOCTPAHEHHOCTh
cunapoma Papa cocrasmuset 21,5% cpenu nanueHToB ¢
HCTHUHHBIM THIIONapaTHpeo3oM U 42,6% cpenn ciydacs
TiceBaorunonaparupeosa [2].

Cunngpom Kennn—Kaddu (Kenny—Caffey
Syndrome) — peakoe HacieICTBEHHOE 3a00JeBaHUE,
XapaKTepu3ylolleecss HU3KOPOCIOCThIO, YTONIIEHHEM
W MEAYJUIAPHBIM CTEHO30M IJMHHBIX TPyO4aThIX KO-
cTe. Y JHI ¢ 3TUM CHHIPOMOM MOTYT OTMEYaTbCs
MOBTOPSIOUINECS SMU30AbI THIOKAJIbIIMEMUH, YTO 00-
YCIIOBIIEHO THIIOMApaTupeo3oM. JeQumur ropMoHOB
MapalnIuTOBUAHBIX Kelle3 MOXKET Pa3BUTHCS M3-3a He-
MPaBIIBHOTO (PYHKITMOHUPOBAHUS JIMOO M3-3a OTCYT-
CTBUS MAPAIIUTOBHIHBIX XKelle3 y JTIofei ¢ CHHIPOMOM
Kenan—Kaddu. B cBsa3u ¢ xapakrepHBIMH MeTaOOIH-
YeCKUMHU paccTporicTBaMu cUHIpoM Papa MOKeT OBITh
MpOSBJIIEHUEM KIMHUYECKOM KapTUHBI cuHApoMa KeH-
nu—Kaddu [11].

MUuTOXOHIpUaTbHBIE MUOTIATHH — TPyIa 3a0oJe-
BaHUI C MPEUMYLICCTBEHHBIM TOPaKEHHEM IOIeped-
HO-ITOJIOCATHIX MBI WJIH COYETAHHBIM MOPaKCHUEM
MBI, TOJIOBHOTO MO3Tra U APYTux opraHoB. Hapymre-
HUSl MeTaboJIM3Ma Kallbl[usl y MAIlMeHTOB C MUTOXOH-
JpUANBHBIMA MHUOTATUSAMH MOTYT CIIOCOOCTBOBAaTh
pasButuio cunapoma dapa. Hanmpumep, npu cuHapoMe
Kepnca—Celipa, KOTOpBII XapakTepusyeTcs TpHamon
MPU3HAKOB: MPOTPECCUPYIONIEH HapyK KHOU odTanbMo-
IJIerued, MUrMEeHTHOW JeTeHepalueil ceTyaTku U IMo-
BbIIIEHHEM Oelka B 1epeOpOCMHATIBHON KHIKOCTH,

6

Takke ObUIa BBISBICHA acCOLMAIMSI C CHHIPOMOM

®apa [12].
Oco6ennoctsimu MELAS-cunapoma (Mitochondrial
Encephalomyopathy, Lactic Acidosis, Stroke-like

episodes) SBISIFOTCS MUOTIATHS, 3aJIepXKKa POCTa, JIak-
TOAIMI03, SMHU30AbI PBOTHI, AMMUJICTITUYECKUE MPHUCTY-
Obl U peNUAMBHPYIOIINE lepeOpaibHble UHCYIBTOIO-
IoOHBIE paccTpoiicTBa. JI0BOJIBHO pacpOCTPAHEHHBIM
NaTOJIOTMYECKUM MPHU3HAKOM NPU HEHPOBU3yaIH3aluU
y manueHToB ¢ MELAS-cuanpomom siBisercs Ounare-
pasibHas KajbuupuKanus 6a3aabHBIX TAHIIUCB.

Jlunmownnuerit mpotennos (lipoid proteinosis, Urbach—
Wiethe disease — Oone3ns Ypbaxa—Bure) — reHo-
JepMaTo3, MPOSBISIONIMNICS BBICBIIAHUAMU HAa KOXeE
U CIM3UCTHIX O0O0JOYKAxX, aJoNeluel, MopakeHHeM
a3, 3y00B, HApYIICHUSIMU [JIOTAHUSA, PEYH U AbIXaHUS
BCJIEZICTBUE OTJIOKEHHUS TMajJHHA B JEpPME U MOACIH-
3ucToM cioe. Hepeaxo mpu JMIOMIHOM IIPOTEUHO3E
B 005acTy 0a3abHBIX TaHTIHEB OWMJIATepaIbHO HAOIIO-
JIAFOTCSl 30HBI KaNbIU(HUKAINU, KOTOPBIE CTAHOBSITCS
MPUYMHON SMUJIENITHYECKUX MPHUMAAKOB. [leTn oTcTaroT
B YMCTBEHHOM pa3BuTHH. ONIKCAHBI CITy4an BHYTPHUMO3-
TOBBIX KpoBouznusHui. TeueHne 3a0o0neBaHHUS XPOHH-
4yeckoe, JoOpokadecTBeHHoe. [IporpeccupoBanue 6o-
JIE3HH 3aMeUISIETCS B 3pEJIOM BO3pacTe.

Cunnpom KokkeilHa — TeHETHYECKH HaCIEIyeMoe
3aboneBanne. Cunnpom Kokkeiina | tuna xapaxrepu-
3yeTcsi BOBHUKHOBEHHEM IMEPBBIX CHMIITOMOB IIOCIE
HOIYyTOpa-IBYX JET HOPMaJIBHOIO pa3BUTHA pPeOeH-
ka. [laromorusi mporpeccupyer IMOCTENEHHO, Xapak-
TEpU3yeTCsl NMPEUMYILIECTBEHHO 3aJCP>KKOH pa3BUTHA,
CHIDKCHUEM CIIyXa U 3pEHHs, HEBPOJOTMYECKHMHU pac-
CTpOMCTBaMH, a TaKXke KalblupuKaueit B oonactu Oa-
3anpHbIX ranrmes. [Ipu cunapome Kokkeina II tuma
YPOBEHb HEBPOJIOIMYECKOTO Pa3BUTHUSI HEBBICOK H3HA-
YanbHO, TPU3HAKK OOJIC3HH MPHUCYTCTBYIOT Y HOBOPOXK-
JIEHHOTO. XapaKTepHbI Tpydas 3ajepxka (HU3MIecKoro
U TICHXMYECKOTO pa3BUTHSA, BPOXKICHHAS KaTapakra,
a TaxKe aHOMAaJUM CTPOEHMs Ia3, KuoTHUecKas Je-
(hopmarus Mo3BOHOYHNKA, KOHTPAKTYPHI CYyCTaBOB [2].

Cunrnpom Aidikapau—Iyreepeca (Aicardi—Goutiéres
syndrome) npeacTaBisieT coOO MPOrpecCHPYIONIYIO
sHIIearonaruio ¢ 1e0I0TOM B paHHEM JIETCKOM BO3pac-
Te. 3a00sIeBaHNEe COMPOBOXKIACTCS KanbliuKanuei 6a-
3aJIbHBIX TAHIVIMEB (B YaCTHOCTH, CKOPIIYIIBI, TalaMyca
u OnexHoro mapa), nelkogucTpoduei, nepedpanbHON
arpo¢ueil, reHeparu30BaHHBIMH TOHHKO-KJIOHUYECKHU-
MU CyIOpOTaMH, XPOHUYECKUM JTMM(OIIUTO30M 1 TIOBBI-
IMeHueM YpoBHS aib(a-uaTepdepoHa B 1epedpocmu-
HaJIbHOH >kuAKocTH. [Ipr 3TOM B GONBLIMHCTBE CITyyaes
HaOJMIONAIOT OTPUIATENILHBIE PE3YbTaThl CEepPOIOTHYC-
CKOTO HCCIIeIOBaHMsI Ha TUIHYHBIE BHYTPHYTPOOHBIE
uHdexnuu [2].

TyGepo3Hblii CKIIEpO3 OTHOCHUTCS K rpymie (hakoma-
T030B. Ero passurue 00yCcIOBICHO MyTalUsIMH B TeHaX
TSC1 u TSC2, npu HapyuieHuu pabOThl KOTOPBIX Opra-
HHU3M HE CIIOCOOCH KOHTPOJIHPOBATh MATOJIOTHYECKUHN
pocT TKaHe# ¢ obpa3zoBaHueM omyxoned. [lonmucucrem-
HBII XapakTep HApyLIEHUH TIOPOXKAAET INUPOKUM CIIEKTP
KJIMHUYECKUX CUMITOMOB — IOBPEKACHUS MO3Ta MO-
TYT BBI3BaTh JMHJICTICUIO, CHIPKEHHE UHTEIJIEKTa; TIopa-
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JKAIOTCS KO’Ka, BHYTPEHHUE OpraHbl — IOYKH, CepAlle,
nerkue. llepeOpaibHbIE TaMapTOMBI MOTYT KaibIH(pH-
[IUPOBATHCS U Yallle JIOKAIU3YIOTCS TePUBEHTPHUKYISIP-
HO U CYOKOPTHKAJIBHO [2].

BaxHo MOMHHTH, YTO HapylIEHUs] TOMEOCTa3a BUTa-
muHa D, ygacTByroImero B perynsnuyd oOMeHa Kaiblus,
MarHus u hocdopa, MOTYT CIIOCOOCTBOBATH Pa3BUTHIO
cunspoma Dapa.

JdpyruMu mpuYrHAMH KalbUU(PHUKALUN 0a3aJbHBIX
TaHIIINEB MOTYT OBITh HH()EKIIMOHHBIE TIOPAKEHHS MO3-
ra (HauboJee 4acTo — KpacHyXa, TOKCOTIIa3MO03, IIUTO-
MeralloBUpycHast WH(EKIns, YHIeParTnuTsl, BEI3BAHHBIE
BUpycoM OmnmteiiHa—bapp, mpocroro repmeca), cu-
CTeMHas KpacHas BOJYaHKA, MepUHATAbHAS THIIOKCHS,
JTy4eBasi MM XUMHOTEpanusi, OTPaBJICHUE OKUCHIO a30-
Ta, KaJbIIU(UIMPOBAHHBIE AHTHOMBI M TJIINOMBI MO3Ta,
a TaKXke JUIMTEIbHAs Tepanus aHTUKOHBYIIbCAHTAMHU
[13].

ITarorenes

M3BecTHO, UTO KanbIuduKaTel pu Oone3nn dapa
JIOKAIM3YIOTCSl MPEUMYLIECTBEHHO CUMMETPUYHO B 00-
nactu OJNEeHOTO MIapa, B CKOPIyTIe, 3pUTeIbHOM OyTpe,
uepeOpaibHONH KOpe, BHYTPEHHEH Karcyne, 3yOdaThix
Apax, OEJIOM BEIIECTBE MOKEUKA U THITIIOKAMIIE.

Jeno3uTsl npeacTaBieHbl MPEUMYIIECTBEHHO MUHE-
PaILHBIMU COEMHEHHUSIMH, BKITtouast ocdarsl 1 kapoo-
HaThl; TIIOKOHATaMH, MYKOIIOIMCAXapHIaMH, a TaKkKe
MeTaJlJIaMH, TAaKUMH KakK eJle30, MarHui, Meflb, IIHHK,
ATIOMHHUH, a B psAJie cliydyaeB — cepedpo 1 KoOabT [2,
3]. [Matodu3nonornyecKkue MeXaH|U3Mbl BHEKJIETOYHOT'O
U TIEPUBACKYIISIPHOTO HAKOTUICHUS KAIbIUS U JPYTUX
MUHepaJoB pu 6o1e3Hu Papa 10 HACTOAIIETO BpEMEHHU
10 KOHIIa He M3y4eHbl. Ha MoeKynsapHOM ypOoBHE Kallb-
uguKaus 00bIYHO HAOIOIACTCS B COCYIUCTON CTEHKE
7 TIEPUBACKYISPHOM TPOCTPAHCTBE, BTOPUYHO BOBIIE-
Kasi HelpoHbl. MUHEpaabHbIC HAKOTUICHUS B 0a3aJIbHBIX
TaHTIUSAX TIPENICTaBICHB 0a30(UILHBIMA C(HEepHIeCcKH-
MU 00pa30BaHHSAMHU B CTEHKaX apTEphoj, BEH Malloro
IUaMeTpa W KalmUISIPOB, a TAKKe B MEPHUBACKYIISIPHOM
npocrpancTBe. [Ipu 31€KTPOHHON MUKPOCKONIMU U3MeE-
HEHUS BBISBISIFOTCS B aJIBEHTHIIMH COCYAOB M OKPYKak0-
el TTHaNbHON TKaHH, B TO BpeMs KaK HHTUMa TPaKTH-
4yeckd WHTakTHa. lIporpeccupyromas MuHEpaTHU3aIus
0a3abHBIX TAaHIJIUEB COMPOBOXKIACTCS CY)KEHHEM TPO-
CBETa COCYIOB M CHIDKEHHEM KPOBOTOKA, BTOPHUYHOM
HelipofereHepaned U IIMO30M B MOPaKEHHBIX 00Ja-
cTsx mosra [2, 13].

Knunuka

CHexTp HEBpPOJIOTHMYCCKUX TMPOSBICHUN OOJIE3HH
u cunapoma ®apa 10BOIBHO pa3HOOOpa3eH, OTMEYaeT-
Csl IIMPOKasi BapHadEeTbHOCTh BBIPAKEHHOCTH CHMITO-
MOB OT MX MOJHOTO OTCYTCTBUS (ACUMIITOMHBIE CITy4Yan)
JI0 TSDKENBIX JKCTPAMPAMUAHBIX W HEHpPOIICUXHATPH-
4YecKMX HapymeHui. Kak ykas3pIBamoch BBINIE, TOJNb-
K0 y 68% 00cienoBaHHBIX C KaJbIMHO30M 0a3ajibHBIX
TaHIIIMEB HAONIONAINCh KIIMHUYECKHUE MPOSBICHUsT 00-
ne3nn. Hambornee wacTo BCTpewaroTcs JBHUraTelbHBIC
(55%), xorauTuBHBIE U icuxuarpuueckue (40%), peue-
BhIe (36%), Mo3xkeukoBeIe (36%) HapymmeHus. OTHOCH-
TEJNBHO PENIKO HAOIOAAr0TCS TMPAMHUIHBIE 1 CEHCOPHBIE
HapymeHus [14, 15].

REVIEWS

B nuteparype oTMeueHa BO3MOKHasI acconuanys 060-
ne3nn Papa ¢ 11epeOdpoBACKYIIPHBIMU 3200JI€BAHUSMU.
Onucanbl KJIMHUYECKHE CITyYau Pa3BUTHS KaK WIIEMH-
YECKHX, TaK M TEMOPParnuecKuX WHCYIBTOB, TPaH3U-
TOPHBIX MIIEMHUYECKUX aTaK y MalHUeHTOB C KaTbIUpH-
Karueit 6a3anpHbix raarmueB. M. T. Migliano onmceiBaeT
pa3BUTHE JIAKYHAPHOTO UHCYJIBTa B 001acT 0a3aabHbIX
siiep y 76-1€THEro My >K4MHbI C apTeprUaJbHON TUIIEPTEH-
3ueit u 6one3npio Papa Ha HoHE UMEIOIINXCS B aHAMHE-
3€ aTaKCUM M KOTHUTHBHBIX HapylieHu# [16]. B pabdore
F.G. Sgulo u coaBr. npeacTaBiieH ciay4aid HOMyILIAPHOTO
reMOpPparuyeckoro MHCYJIbTa y 69-JIeTHEH JKEeHIIUHBI 1
WIIEMUYECKOTO MHCYIbTA Y 72-J€THEro MykK4uHsl [17].
[Ipu 3TOM HEKOTOpBIE aBTOPHI OMKCHIBAIOT CIydaW HH-
CyllbTa y IalKeHToB ¢ Oose3Hpio @apa npu OTCYTCTBUU
KapINOBACKYISPHBIX (PaKTOPOB prCKa, Kak, HapuMep,
y 36-nerHero myxunHsl B padore C.S. Yang [18]. On-
HaKO CBEJACHWH O TIOBBIIIEHHOM KapAHOBACKYIISIPHOM
pHCKe y manueHToB ¢ Oone3npio Papa K HACTOSAIIEMY
BPEMEHH HEIOCTaTOYHO.

[BurarensHeie paccrpoiictBa mpu Oonesnu Papa
Hambolee pacrpoCTpaHeHBl U MOTYT OBITH TPENCTaB-
JIEHbI IUPOKUM CHEKTPOM CHUMIITOMOB, BKIIIOYAsi HApYy-
[ICHHUE TTOXOAKH, MBIIIEYHYIO PUTHIHOCTD, TU3APTPHIO,
Iucdaruio, TUIEPKUHE3bl U MBIILIECYHBIE KPaMIIH.

PacnpocTpaHeHHOCTh IKCTpanUpaMUAHBIX CHMIITO-
MOB TIPH KaJbIU(PUKAINHA 0a3aIbHBIX TaHTIIAEB, COTIIAC-
HO JIMUTEpaTypHBIM HCTOYHHKaAM, fnocturaetr 56% [13].
Hawubonee yacto BcTpevaeTcst MapKUHCOHU3M (57% ma-
[IMEHTOB), a TaKXke runepkuHessl: xopes (19%), Tpemop
(8%), mucronus (8%), areto3 (5%) u opodannaipHas
muckunesns (3%) [14, 19].

B HekoTOpBIX ciyyasx BO3MOXHA OJHOCTOPOHHSS
MaHHu(ecTalys JABUTATeNbHBIX HAapYUICHUH, Aaxe MpU
OmmarepalbHOM TOpaXKeHWW 0aszambHBIX TaHTIHEB.
OnucaH KIMHUYECKUN Ciiyyail ocTporo nedroTa OHO-
CTOPOHHETO XOPEWYECKOTO THIEpPKHHE3a Yy YKECHIIIMHBI
58 ner ¢ aBycTopoHHel kanblnupuKaiuei 0a3aabHBIX
ranrueB 1o pesyasratam KT, mpu 3Tom He OBLTO BBI-
SIBJIEHO APYTUX HEBPOJIOTMYECKUX M ICUXUATPHUUECKHUX
CHUMIITOMOB, a TaK)K€ BOSMOXKHBIX JHJIOKPHHHBIX M Me-
TaboNn4eckux Hapymenui [20].

C nmpyroii CTOPOHBI, THIIEPKHHETHIECKUI CHHIPOM
MOXET HaONIOHaThCsl HapsAAy C ICHUXUYECKUMH pac-
CTPONCTBAMH, TAaKUMH KaK JEMpeccHs, KOTHUTHBHBIE
HapyUICHUs], Y MAMEHTOB C YHAOKPHUHHOW MaTOJOTHEH,
HaIpuMep MPH THIIONapaTHPEOHTU3ME.

Heiipornicuxuarpuyeckiue CHUMOTOMBI NpU OOJNE3HU
®dapa MoTyT HaOIIOAATHECSA B NIEOI0TE THOO pa3BUBATHCS
Mo3%e, ObITh HE3HAYUTENBHBIMHU JTHOO BEILyIIMMH KIIH-
HUYECKUMHU TPOsiBIeHUsIMH. CUUTaeTCsl, 9TO KOTHUTHUB-
HBIE U TIOBEJEHUECKHE pacCTPONCTBA ABISIOTCS BTOPBI-
MU TI0 PacTpOCTPAaHEHHOCTH B KinHHKe Oone3nn dapa
nocie HapyueHui apmwxenus [21]. Ilpumepno y 40% na-
LMEHTOB € KAJIBIIMHO30M 0a3aJIbHBIX IaHIINEB OOIE3Hb
MaHU(PECTUPYEeT TNCHUXUYECKUMH  PacCTPOMCTBaMH,
M3 KOTOpPBIX Hambosiee 4acTO BCTPEYAIOTCS] KOTHUTHB-
HBIE, TICUXOTHYECKHE W 3MOIMOHAIBHBIE HapyIICHUS.
WX cnexTp BapbUpyeT OT HapyIUEHU! BHUMAHUS U Ila-
MSITH, I3MEHEHUI JTMYHOCTH ¥ TIOBEACHUS JI0 TICHX030B
u pemeHunuu [22, 23]. Hauboxnee pacnpocTpaHeHHBIM
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OB30Pbl

MICUXUYECKUM paccTporicTBOM nipu Oose3nu Dapa cum-
Taercs genpeccusi. JJoBOIBHO 4acTO TaKKe BCTPEUAIOT-
cs TpeBora, KOTHHUTHBHBIE HapylIE€HHUs, pacCTpOHCTBa
JUYHOCTH, MHU30(PEHONOAO00HBII MICUX03, TAJUTFIOIIHA-
MY, 6€3PIHUIIMATUBHOCTD, arPECCUBHOCTS [ 15].

Cpeny KOTHUTUBHBIX HapyIIeHUH y TIAIIMEHTOB ¢ 60-
ne3Hpto Dapa Hambosiee pacHpOCTPaHEHBI PACCTPON-
CTBa BHUMAHHA, YNPABIAIOMHX (YHKIHWHA, TMaMSTH,
3pUTENBHO-TIPOCTPAHCTBEHHBIE, peueBble HapyIICHUS,
neMeHIas [24].

B nwureparype omnmcanbsl cinydam Oonesnun Dapa
¢ mpeobnamaHueM B KIMHUYECKOH KapTHHE KOTHHUTHB-
HBIX HapylIeHUI NpU OTCYTCTBUU WM HE3HAYUTEIHHO
BBIP@XCHHBIX JIBUTATENBHBIX paccTpoiicTBax. Ommca-
HBI ClTy4an OBICTPO MPOTPECCUPYIOLINX IU3PEryITOp-
HBIX PACCTPONCTB C Pa3BUTHEM JAEMEHIINH Yy MAIHEHTOB
C KaJbLMHO30M Oa3albHBIX TaHIVIKEB MPHU OTCYTCTBUHU
KaKUX-IM0O JIPYyTMX HEBPOJIOTHMYECKAX HapyIIeHUI
[21]. B pabore T. Benke u coaBT. mpuBOAMTCS Omuca-
HUE KIMHWYECKOTO CIIydas MOJOCTPOTO Pa3BUTHS (B Te-
4yeHue 6 MecsAueB) AeMeHIUH y S50-JeTHero My>K4nuHbBI
C YCTAHOBJICHHBIM B JIaJIbHEHIIIEM TUAarHO30M «OOJIe3Hb
®apay [23]. Knuanueckas kapTuHa PPOHTOTEMITOpAIIb-
HOH neMeHInu onrcana y S50-JEeTHEH STOHKU C Kallb-
nudukanuei 6a3aibHBIX FAHIIAEB [IPU OTCYTCTBUH JKC-
TpanupaMHUIHBIX HapymeHui [25].

[cuxuueckne HapymIeHUsI MOTYT OBITH N30JIMPOBAH-
HBIMHU ¥ HaOJIIOAAThCs B JIe0t0Te 00JI€3HH JTHOO MOSBIIS-
FOTCS TP HAJTMYWU JABUTATeNFHBIX HAPYIISHUH B Ooee
no3aHee cpoku [26]. J.S. Lam u coaBT. mpencraBis-
10T ciIyd4ail muarHoctuku Oonesnu ®apa y 38-nmetHero
MYXXYHHBI, 710 3TOTO 5 JIET C JUarHO30M «IIH30(PEHUD
HaOIONABIIETOCS Y TICHXHWarpa. 3a0oieBaHuEe IIpo-
SIBIISTIOCH TIPUCTYNIaMU HEYJAEpXKUMOTO CMexa, IuIadva,
AMU30/]aMH HeIep KaHUsI MOYH, YMEPEHHBIMH XOpeoare-
TOWUJHBIMH JIBHKCHUSIMH B pyKaX, 0€3 KOTHUTHBHBIX Ha-
pymenwnii. Jpyroit cinydait — Ooneznp ®apa y 59-net-
HETO MYKYUHBI, KINHUYECKH MaHU(ECTHPOBABILAS
JOOHBIM CHHIPOMOM C BBIPQKEHHBIMH H3MEHEHUSMHU
JUYHOCTH U TIOBEJEHMS, MPOTPECCUPOBAHHEM KOTHHU-
THUBHBIX PAaCCTPOUCTB [0 NEMEHIINH, 0e3 JTBUTATEIbHBIX
HapyuieHuit [27]. B pa6ote Naqvi u COaBT. peICTaBIIcH
KIMHAYECKUH clTydaid OmMOOYHOM TUArHOCTHKH IIH-
30¢penun 21-neTHeMy nauueHty. B 12-neTHem Bo3pac-
T€ Y HEro OTMEYaJINCh CHIDKEHIE BHUMAaHHS, H3MEHEHUS
HacCTPOEHUs, HEYyCUTYUBOCTh; B 18 JIET MOABUINCH CITy-
XOBBIE, 3PHUTEIBbHBIE TAJUTIONWHAINH, arpecCHBHOCTH,
JMarHOCTHPOBaHa INM30(pEeHNs; MOCe 3MHU301a SIIH-
nentudeckoro npunagka Ha KT depena BbIsSBIEH CUM-
METPUYHBIA KalbLUUHO3 Oa3albHBIX TaHIIMEB; MeTabo-
JUYecKHe M ApPYyrHe MPUYUHBI ObUIH HCKITIOYeHbl [28].
ABTOpPBI aKIEHTUPYIOT BHUMaHHE HAa HEOOXOOHUMOCTH
KT-auarHocTHKH y MalMeHToB ¢ HETUTUYHBIMH YepTa-
MU IICUXOTHUYECKHUX paccTpoiicTs [27, 28].

Hapsny ¢ mambomee pacmnpocTpaHEeHHBIMH JBHTa-
TEJIHHBIMU U HEHUPONICHXUATPUIECKIMH PaCCTPOICTBa-
MH y TIAI[MEHTOB C KaJbIU(HUKaIed Oa3anbHbIX T'aH-
IJIMEeB BCTPEUAIOTCS M 0oJiee pellkhe HEBPOJIOTHYECKUE
nposieieHus. Onwmcad ciydail cuaapoma dPapa Ha dhoHe
MIEPBUYHOTO TUTIONIApaTUPe03a y 65-1eTHEel KEeHIUHBI,
KIIMHAYeCcKasi MaHU(peCTalusl KOTOPOro ObLIa MPeaCcTaB-
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JIeHa TIOBTOPHBIMH 3IU30/laMH HAapYLIEHUS CO3HAHUS
Y IPEXOASIINUM BbIIaJEHUEM T0Jei 3penus [29].

Br3piBaeT mHTEpeC HaOMIOACHUE, AEMOHCTPUPYIO-
Iee, YTO BBIPAKEHHOCTh KAIBIU(UKAIUN B MEHbBIICH
CTETIeHH KOpPpeIupyeT C YacTOTOW HEBPOJIOTMYECKHUX
CUMITOMOB B CPaBHEHHWH C TIICHXHYECKHIMH PacCTPOH-
cTBaMu. B cirydasx Gonee oOLIMPHBIX 0YaroB IMOpaxke-
HUSI MO3Ta HEBPOJIOTHYECKHE TPOSBICHIS BCTPEYATUCH
B 35,8%, a mcuxuyeckue nocroBepHo vame — B 50%
ciy4aeB. B To BpeMs Kak IMpH JIOKaNBHBIX Odarax He-
BPOJIOTHYECKUE U TICUXUATPHUYECKUE CHMIITOMBI BCTpE-
YJaloTcs TPUMEPHO ¢ oauHakoBod dactoroit (y 34,5
u 34,5% o0ciemoBaHHBIX COOTBETCTBEHHO) [13].

Knnandeckne mposiBneHust OONE3HW W CHHApPOMA
®dapa CXOKM ¥ HE MMEIOT KaKUX-THOO YETKUX DPa3Iiu-
yuid. [Ipu cunapome Papa ¢ pa3HOW 4YACTOTOW U BBI-
P2KEHHOCTBIO MOTYT HAOJIONAThCS KaK JBUTATEIILHBIC,
TaK ¥ Helporncuxuarpuieckue cuMntoMsl. Hepenkumu
SIBIISTIOTCSL TUTIEPTOHYC MBI, HApPYIICHUS TMOXOIKH,
paccTpoiicTBa pedd, MapKWHCOHU3M, XOpes, TPeMop,
JUCTOHMSI, MHOKJIOHYC, JCMCHIUS, SMUJICITUYCCKUE
MIPUIIAKY.

Kpome TOro, He OTMEUEHO B3aUMOCBSI3U MEXKAY
KJIMHUYECKUMHU TPOSIBICHUSIMH W JIOKAIHM3allUue oda-
roB kanpiuduranun [3, 13]. Tak, B padore D. Lopes-
Villegas u coarrt. (1996) y 11,1% naiueHTOB ¢ CUHAPO-
MoM Dapa onrcaHbl IPOSBICHNUS TAPKUHCOHU3MA (TIPU
JIOKaJU3allui  Kaibliu(PUKaToB B 0OJIACTH OJIETHOTO
mapa u 3y04aThIxX saep Mokeuka), y 22,2% — TpaH3u-
TOPHBIC UIIEMUYECKUE aTaky (MIPU NOPaKEHUU OJieTHO-
IO IIapa U CKOpIymsl), B 5,6% cilyyaeB B KIMHHUKE IIpe-
oOmamanyu Iu3apTpusl U OPTOCTAaTHYECKas THIIOTEH3US
(30HBI TIOpaKEHUSI B OOJIACTH CKOPIYITBI M XBOCTATOTO
snpa). Oyaru KaiblU(GUKAIUN ObUIH BBISIBIICHBI B MPO-
eknuu OmemHoro mapa B 88,9% ciydae, B oOmactu
ckopiymnbel — 16,7%, xBoctaroro siapa — 11%, Tana-
Myca — 5,6% u 3y04aThIX siapax Mokeuka — y 5,6%
00cie0BaHHbBIX ManueHToB [30].

OmHako B WCCIIEIOBAHHSIX OTMEYEHO, YTO KIWHU-
yeckasg KapTHHA B OINpEAENIEHHON CTENeHW 3aBUCHUT
OT BBIPAKEHHOCTH MOP(OIOTHIECKUX HM3IMEHEHUI
Mo3ra. Hampumep, y naiieHTOB ¢ KITMHUYECKUMH MPO-
SABIICHUAMH KalbluduKamms Ooyiee BbIpakeHa B CpaB-
HEHUU C ACHMIITOMHBIMH CITy4asiMH, a SKCTPaTUPaMU/I-
Hbl€ W KOTHUTHUBHBIE HAPYNIEHUS UMEIOT TEHICHIIHIO
K YTSDKEIEHUIO MO0 Mepe MPOrPEeCCHPOBAHUS KabIU-
(hukaru Mo3ra.

[Ipu oTCyTCTBHHM YETKOW KOPPENSIUM MEXKIY BbI-
PaKEHHOCTHIO, JIOKaM3allueil 09aroB KanbUu(UKaIuu
Y HEBPOJIOTMYECKUMU TPOSBICHUAMU OOJE3HW HauOO-
Jiee 3HAYUMBIM (PAKTOPOM, BITUSIOLINM Ha KIMHHYECKYTO
KapTHUHY, CUYMTAeTcs BO3pacT naedroTa 3a0osieBaHMS.
B cBsi3u ¢ 3TUM BBIIENSAIOT 3 KIMHUYECKUX TaTTEpPHA
Oosie3nn @apa: oyeHb penkas MHGpaHTWIBHAS (GoOpMa;
(dbopma ¢ paHHUM Ha4ajaoM — JIeOIOT CUMIITOMATUKU
HaOJIIOaeTCsl Ha TPETbEM JIECATUIICTUN KU3HU C TIpe-
oOmagaHueM MIM30(QPEHONOIO0HOTO TICHX03a, JIBHIra-
TeNbHBIE HApYyIISHNU He BHIPAXKEHBI, (hopMa C TIO3THUM
HavyaioM — KJIMHUYECKas MaHU(ecTalus Ha MIToH Jie-
KaJie )KU3HU, Hanoboliee BhIpaKeHbl KOTHUTUBHBIC U JIBU-
rarejbHbIe MPOsBIeHUsI Oone3Hu [3].
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PanHsss MaHU(ecTalys IBUTATENBHBIX HapyIICHUH
HanboJIlee 9acTo OTMEYEHa P Mo3/IHeM JieOroTe 3aboe-
BaHUSI, B TO BpeMS KaK y MOJIOJIBIX MAI[HEHTOB PacCTPOii-
CTBa JIBIDKCHHS Yallle BCTPEYAIOTCSI Ha 0Oojiee MO3THUX
stanax 6one3nu. [Iporpeccupyiomiee KOTHUTHUBHOE CHH-
JKEHHE C KIACCHYECKUMH UYepTaMh CYOKOPTHUKAThHOMN
JIEMCHIIMY THITUYIHO JUTs (JOPM ¢ TIO3THUM HadanoMm. Oj-
HAaKO KOTHUTUBHBIE HAPYIICHHS, TOCTHTAIOIINE CTETIEHU
JEeMEHIMH, MOTYT HaOMoaThesl ¥ IPH PaHHUX opMax,
MIPEUMYINECTBEHHO Ha OoJjiee MO3MHUX CTaAMsIX 3a00-
neBanus. [laToreHe3 KOTHUTHBHBIX HApYIICHUH CBsI3aH
C HapyIIeHNeM CBs3ei 0a3ambHBIX TaHTIIMEB U KOPHI TO-
JIOBHOTO MO3Ta. XapaKTepHbl (JOPMUPOBaHKE HEHPOPH-
OpWUIPHBIX KIIYOOYKOB W TIPOTPECCHPYIOIIAs TOTEPS
HEHPOHOB Kak B OOJIACTH TOJKOPKOBBIX OOpa30BaHMIA,
TaK ¥ B Kope ¢ popMupoBaHHEeM (POHTOTEMITOPATHHOMN
arpocum [3, 31].

[lcuxoTryeckne CUMITOMBI HauboJIee TUIIMYHBL IS
dopMm ¢ panHuM HavanoM Oone3nu dapa U aHANIOTHY-
HBI IPYTHM OpPTaHHYecKuM rcuxo3aMm. Hambomee gacto
OTMEYAIOTCS CITyXOBBI€, 3PHUTEIbHBIC, OOOHSATEIHHBIC
TAJUTIOTIMHAIINY U OpeoBas cuMIToMarnka. Takue ad-
(beKTUBHBIC HAPYIICHUs, KaK NENPEeCcCUs U TPEBOXKHBIE
paccTpoMCTBa, BCTPEUYAIOTCS OMHAKOBO 9acTo MpH (Hop-
Max C paHHUM U IO3AHUM Havasom [13].

st 6one3nn Papa xapaKTepHO IPOTPECCHPYIOIIEE
TEYeHHUe, OHAKO BO3MOXKHBI Pa3HBIE BAPHAHTHI Pa3BH-
TUsSL OOJIE3HU, ¥ TMPOTHO3 B OOJBIIMHCTBE CIIyyacB He-
peJIcKa3yeM.

JAunarnocruka

CoracHO JaHHBIM JUTEPATyphl, B TUATHOCTHKE 0O-
ne3nun Dapa clieAyeT HMCIONb30BaTh CIeIyIoIue Aua-
THOCTHYECKUE KpuTepuu [2, 15].

1. BunarepanbHas KanpuupuUKanys 6a3aabHbIX TaH-

TIHeB (BOZMOXKHO, U IPYTHIX 30H MO3Ta), BBISBIIS-
eMasi Ipy HENPOBU3YyaTU3ALINH.

2. llporpeccupyromue HEBPOJIOTHYECKHE W/WIH
Helporncuxuarpuieckie HapyIIeHus.
3. Manudecramuss  KIMHAYECKAX  MPOSIBICHUA

B Bo3pacte 40-50 et (Bo3MOkeH Ooliee paHHUMA
ne0roT).

4. OTCcyTCTBUE KIMHUYECKUX U JJAOOPATOPHBIX JIaH-
HBIX, CBUJETEIHCTBYIOIMX O BO3MOXHOH pPOJU
METa0OIMICCKUX, MUTOXOHJPHUATBHBIX, HWH(EK-
ITMOHHBIX, TOKCHYECKUX, TPaBMATHUECKHUX (hak-
TOPOB B pa3BUTUU 3a00JICBaHUSI.

5. HacaencTBeHHBINM aHaMHE3 H/WJIM T€HETHYECKOE
TECTUPOBAHKE, CBUICTEILCTBYIOIIME 00 ayTo-
COMHO-IOMHHAHTHOM THIIE HACJIEAOBaHUS 3a00-
JIEBaHUS.

Takum oOpa3om, nuarHoctuka Ooneznn dapa oc-
HOBaHA Ha HAJIMYMH MPHU3HAKOB Kanblupukanum Oa-
3anbHBIX TaHMeB Ha KT-ckaHax ¥ KIMHUYECKON CHM-
NITOMATHKH OOJIE3HU TPH OTCYTCTBUM JIADOPATOPHBIX
MIPU3HAKOB HapyiieHus: GochopHO-KaIbLHUEBOr0 00Me-
Ha WM IPYTUX BO3MOXKHBIX IPUYUH.

Huarnoctuka cunipoma @apa BO3MOXKHA MPU HATH-
YUY KaJTBIU(PUKAIIII MO3Ta IO JAHHBIM HEeHPOBHU3YaIH-
3alUd ¥ creluduueckux (pakTopoB, CrIOCOOCTBYIOIINX
€€ Pa3BUTHIO, JAKE IPU OTCYTCTBUU KIIMHUYECKUX MPO-
sBieHu [3].

REVIEWS

KT cunraercs 6onee 4yBCTBUTENBHBIM METOJIOM BbI-
SBIICHUS KaJIbIIU(UKAIIMA MO3Ta, YeM MarHUTHO-Pe30-
HaHcHas Tomorpadus (MPT). Mmerorcst manHBIe, 4TO
MPT B pexxume SWI (Susceptibility-Weighted Imaging)
Oosiee nH(pOpMATHBHA HA PaHHMX dTanax ooye3nu [32].
Hambonee wacTo memo3WTHl KaimbIlus OOHAPYKHBAIOT-
Csl CHMMETPHYHO B 00JaCTH Ye4EeBHLIEOOPA3HOTO sIpa,
0COOEHHO MeIHUaJIHHOTO OJIETHOTO mIapa, a TaKXkKe B T0-
KpBILIKE, TaJlaMyCe, XBOCTaToM U 3yOuaToM sapax. [Ipu
3TOM BO3MOXHO BOBJIEUEHHE CTBOJIA MO3Ta, CyOKOpTH-
KaJbHOTO OeJIoro BellecTBa MONYLIAPHA TOJIOBHOTO
MO3ra 1 MOKedKa. B psge ciaydaeB MokeT HaOIrOIaTh-
Cs TPEUMYIIESCTBEHHOE OTIOKEHUE KalbIUs BHE Oa-
3aIIbHBIX TAHTIINEB.

Crnemyer OTMETHUTh, YTO TIPU OTCYTCTBUHM KIMHHYE-
CKHX TIPOSIBIICHWH CIENU(PHIEeCKre W3MEHEHHS TOJOB-
HOTO MO3ra IMPU HEHPOBU3YyAIH3AIMH, B YACTHOCTH IPU
KT, MoryT cunrarscst «hu3HonoraaeckuMm». CoriracHO
pesynbraraM aHanm3a 99 cimydyaeB ByCTOPOHHEH Kallb-
nupUKaIui 0a3albHbIX TAaHIINEB KIMHUYCCKUE MPOSB-
nenust 6one3nn Papa Habmroganucy Menee yeM y 70%
nmauenTos [14].

HexoTtopbie aBTOpBI pEeKOMEHAYIOT CUMUTATh MATOJO-
TMYECKUMH OWiaTepalibHble odaru B OJIEJIHOM Imape,
CKOpITyTIe, 3y04aToM sIpe MO3KeuKa U OeIOM BelleCTBE
y s maaamre 40 et [13]. Tem He MeHee B TuTEpaType
OTCYTCTBYIOT YETKHE KPUTEPHH, IMO3BOIIstoHe nudde-
PEHIMPOBATh KIMHUYECKYIO 3HAYUMOCTH BBISBICHHBIX
PaIUOIOTUIECKUX N3MEHEHHIA.

C uenpio auddepeHuanbHOi TUarHOCTUKUA CHH-
npoma dapa HEOOXOAMMO TMPOBECTH PsiN J1aboparop-
HBIX uccienoBanuii [33]. B mepByto odepens uckiroda-
10T HapymeHne MeTabonmsMa docdopa U KaJablHs Kak
HaunboJjee 4acTyl0 MPUYMHY BTOPUYHON IepeOpabHON
KanbpIduranmn. s onenku (HochopHO-KaIbIIEBOTO
o0OMeHa OLIEHMBAIOT KOHIICHTPAIIUH B CHIBOPOTKE KPOBU
kampnus, ¢ocdopa, Maraus, MenoIHON docdarassl,
KaJbLIMTOHMHA U TAPaTUPEOUTHOTO TOPMOHA, KpeaTHHH-
Ha CHIBOPOTKH, OCTEOKAJBIIUTOHHHA. TakKe MPOBOISAT
tect OmncBopra—loBapaa (ompeneneHue 3KCKPEKIUU
TAM® ¢ Mouoit) — xapakrepHo 10-20-kpaTHOE TIOBBI-
HIEHUE SKCKpeKIH HTAM® ¢ Mo40ii TOCIEe CTUMYIISIIUN
200 E/I maparropmona. B cBsi3u ¢ Tem, 4TO rumomnapa-
THUPEO3 SABJSIETCS CaMOW PaclpOCTPAHCHHOW MPUYHMHON
cuaapoma Papa, BceM HaIMeHTaM ¢ Kaubnudukameit
0a3aJIbHBIX TaHIIMEB PEKOMEHIIYEeTCS CKPHHHUHTOBOC
WCCIIEZIOBaHUE CHIBOPOTOYHOM KOHIIEHTPALNU KaJIbITH,
¢docdopa u naparropmona [10, 34].

HccnenoBanue 1nepeOpOCIUHAIEHON KHJKOCTH MO-
JKEeT ObITh MH(POPMATHBHO JUIS MCKIFOYCHUS WHMEKIIN-
OHHOTO MTOPAYKEHUS LUEHTPAIBHON HEPBHOW CHCTEMBI.

Takum oOpaszom, J1aboparopHas AMArHOCTUKA CHH-
npoma Papa mpeAronaraeT CIeAyOUIIe NCCIeIOBaHUI
[33].

1. YpoBHm kambiusi, Maraus, ¢ocdopa, maparrop-
MOHA B CBIBOPOTKE KPOBH (i1 UCKIFOUEHUS TH-
MOKAJIbIINEMHUH, THIIOMAarHUEMHH, TUTIEP- WUIIN TH-
MoTapaTupeos’a).

2. Butamun D u KanbIIUTOHUH CHIBOPOTKHU (TSI MC-
KIIFOYEHUS] TUIIOBUTaMUHO3a D 1 BTOpUYHOTO TH-
romaparupeosa).
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3. Tect DmncBopra—l oBapaa (qMarHoCTHUKA TUIIONA-
paTtupeosa).

4. HccrnenoBaHne KpOBU M MOYM Ha CONH TSKEIBIX
METAJUIOB (JUISI MCKITFOYCHUS WHTOKCUKAIUH TsI-
JKEIBIMHA METAJIAMH).

5. HccnenoBanue 1epeOpOCTHHATBHON IKUIAKOCTH
(mnst ICKITIOUeHNST MHPEKITUOHHBIX U ayTOUMMYH-
HBIX 3200JICBaHMIT).

B psane cimywaeB HEOOXOOMMO TPOBOAWUTH -
(dbepeHIMANBHYI0O JAWMATHOCTUKY C HeWpojereHepa-
OUAMH C HakomuieHueM xene3a B mo3re (NBIA —
Neurodegeneration with Brain Iron Accumulation).
OTO KIMHUYECKH M T€HETUYECKH IeTepOoreHHas rpymnmna
PEIKUX HACIIEACTBEHHBIX IPOrPECCUPYIOINX O0e3HeH
HEPBHOW CHCTEMBI C BBIPOKEHHBIM HAKOIUICHHEM JKe-
ne3a B 0azambHBIX TAHIIHUSAX, JAIONAM XapaKTEPHYIO
KapTHHY NpHU Helpou3yanm3anud. [1o GnmoxuMudeckoi
KiTaccu(uKany HACIEACTBEHHBIX HelpoMmeTabommyae-
ckux 6one3neit NBIA mpuHapiekar Kk HapyIIeHusIM 00-
ME€Ha METaJUIOB, C KIIMHNYECKOM TOYKHU 3PEHUS UX Jalle
OTHOCST K O0JIE3HSIM C MPEUMYIIIECTBEHHBIM MOpaKEHH-
€M 3KCTpanvpaMHUIHON CHCTEMBI, HECMOTpPsSI Ha TO 4YTO
IKCTpaUpaMUIHBIE PACCTPONCTBA HE BCETIA SABISAIOTCS
BeAymmMH. B Hactosiiee BpeMs HACHTU(DUIIMPOBAHO
9 reHoB, cBsi3aHHBIX C pa3HbIMH (popmamu NBIA, gacTs
M3 3TUX TEHOB OOYCIIOBIHMBAET Pa3BUTHE HECKOJIBKO all-
JIeTBHBIX (heHOTHIIOB [35].

CaMbIM 4acTBIM U U3y4eHHBIM BapuaHToM NBIA sB-
nssercs NBIA-1, ¢ gebroTtoMm Ha 1-2-M ASCATUIETHIX,
yarie B 5—7 JieT. B kiMHu4ecKoi kapTuHe npeolinaaatoT
pasHooOpa3HbIe IKCTPAMUPAMHUIHBIE CHMITOMBI, 0CO-
OCHHO JTUCTOHUS, XapaKTePHBI MTUPAMUIHBIN CHHIIPOM,
JU3apTpUsl, KOTHUTUBHBIE PACCTPONCTBA, JEMEHIUS, Ha-
pylIeHHe 3peHus. Y 4acTH OONBHBIX OTMEUaeTCs aTak-
CHSl, PElIKO — TIOJIMHEBPOIIaTHsI. XapaKTepHO ObICTpoe
MpOrpeccupoBaHie, BOSMOKHO UepeOBaHUE MTEPHOIOB
OTHOCHUTEIHHON CTAOMIIPHOCTH M PE3KOTO YXYIICHHUS.

MPT npu NBIA-1 memoHCTpupyeT M30upareapHOe
OTJIOXKEHHUE jKele3a B OJeTHOM IIape W 4YepHou cyO-
CTaHIIUH, YTO MOXET TpeOoBaTh AuddepeHranbHOM
JMarHOCTHKH C HEHMpOBU3yaIM3allMOHHBIMU U3MEHEHHU-
ssMu 1ipu cuaapome Papa. MPT B pexume T2 npu Bcex
NBIA-1 ropa3no undopmarusHee, yeM B pexume T1,
B TOM YHCIE Ui pAaHHETO BBISABICHUS W3MEHEHHA, HO
pexxuMm T1 momoraer nuddepeHIpoBaTh 04aru HaKoI-
JISHUSI ’KeJie3a ¢ KaTbIIMHATAMH ¥ HEKOTOPBIMHU IPYTUMHU
nporeccamu [36, 37].

XapakrepasiM uisi NBIA-1 sBnsieTcss CHUXCHEHE
WHTEHCUBHOCTH T2-curHana B OJIeTHOM Iape M 4ep-
HOW CyOCTaHIIMM, YTO COYETAETCs C MOBBHIIICHHON HH-
TEHCHUBHOCTBIO CHUTHAJa B IEepeAHEMEANaIbHON 4acTH
onemnoro mapa. Takue MPT-npu3Haku M3BECTHBI TIOJ
Ha3BaHUEM «IJIa3 TUTPa»: o4ar TUNEPUHTECHCHBHOCTHU
B IICHTPE THIIOMHTEHCUBHOTO ovara. Pagmonornyeckuit
MaTTEPH «TJ1a3 TUTPa» BhICOKocmerupuyaeH s NBIA-
1, HO He marorHomMoHn4eH [38, 39].

MounekyJsipHO-TeHeTHYeCKO€e TECTHPOBAHUE

JlocToBepHBIA AMarHo3 ceMeWHoW (popMbI KasbIu-
¢ukanyy 60a3aNbHBIX TAHIIMEB YCTAaHABIMBACTCS HA OC-
HOBaHMU pE3YJIbTaTOB T€HETHYECKOTO TECTHPOBAHUA,
nepe] MpPOBEIEHHEM KOTOPOTO MCKIIIOYAIOTCA Jpyrue

10

BO3MOXKHBIE DJTHOJNOTHYECKHE (aKTOphl (HapyLIeHUs
MeTabonn3Ma KaJlblinsl, MHTOKCUKALUS TSDKEJIBIMH Me-
TanaaMu, HHQEKIUOHHBIE U ayTOMMMYHHBIE 3a00JeBa-
HUs).

[Ipu oTcyTcTBUM APYyrux NMPUYHMH JTHOO CEMEHHOM
aHaMHe3€, YKa3bIBAIOILEM Ha ayTOCOMHO-JOMUHAHTHBII
TUI HACJIEAOBAHMSI, CIEAYET MPOBECTH MOJEKYJSPHO-
TEHETUYECKOE TeCTUpOBaHHUE. B mepByro odepens mpo-
BoaAT cekBeHupoBanue SLC20A2, anamu3upys Hajudue
MyTalui, Aenerui/nymukanuii. [Ipu ux oTcyTcTBUH
npoBoxsT cekBeHupoanne PDGFRB u PDGFB. B cay-
Yyae OTPULIATENILHOTO pe3yibTaTa UCKII0YatoT APyTrHe re-
HeTHYeCKHe 3a00JeBaHUs, COMPOBOXKAAIOMINECS Kajb-
nuguKanueil roIoBHOTO MO3Ta.

OO6cnenoBaHe aCHMIITOMHBIX B3POCIBIX YICHOB Ce-
MbU TipobaHa nomkHO BKimodars KT romoBHOTO Mo3ra.
Busyanuzanus 1eno3uToB KadbLUsl B TaKUX CIydasx
MOJKET pacCMaTpPUBATHCS KaK MPEAUKTOP OOJE3HU AaKe
0e3 pe3y/lbTaToB T€HETHYECKOW SKCmepTusbl. Ilpm or-
cyrcTBuM XapakrtepHblx KT-u3meHeHuil mokasaHo Mo-
JIeKyNApHO-TeHeTHUeckoe TecTupoBanue [13].

M.L. Perugula 1 coaBT. MpeIJIOXKHUIN JHATHOCTHYE-
CKUil yek-mucT Oone3nu u cuagpoma Papa (cM. Tabnu-
y) [39].

Jleuenne

Bonpmioe 3HaueHHE MUMEET BBIABICHUE BO3MOMKHBIX
npuurH cuHapomMa @Dapa, BO3MEHCTBHE Ha KOTOpPHIE
CIIOCOOHO 3aMeITUTh MPOTPECCUPOBAHNE M YMEHBIIUTH
BBIPDAKEHHOCTh KIIMHUYECKUX MposBIeHUN. Tak, mpu
CBOEBPEMEHHOM JIEYEeHHH THIIONapaTUpeo3a BO3MOXKHA
KOPPEKIUS HMEIOIIMNXCS TCUXUYECKUX PacCTPOMNCTB,
TeueHus snuiencui. OcoOyro 3HAYMMOCTh UMEET KOp-
peKIHs MeTaOOMMYECKUX HapyIIeHHH emie 10 GpopMu-
pOBaHUs KATBIU(UKATOB B TOJIOBHOM MO3T€, YTO MOXKET
paccMarpuBaThcs Kak npoduiakTika cuHapoma Dapa
[15,41].

Cy1iecTByroIas TepaneBTHICCKas TAKTHKA OOJIEC3HA
®apa 0CHOBaHA Ha CHMIITOMaTHY€CKOW KOPPEKIINHU KITH-
HUYECKUX MpPOSBICHUH (MIpUMEHEHHE aHTHUIETpecCaH-
TOB, AHKCHOJIUTHUKOB, HEHPOJIETITUKOB, AHTHUKOHBYIb-
caHToB U 1p.). [Ipu manudecranuum napKUHCOHH3MA
MOKa3aHO Ha3HaueHUe I0(aMHUHEPTrHUECKOH TepamuH.
I KOoppekLnu NMCUXOTUYECKUX MPOSBICHUH Mpeano-
YTUTENbHO HA3HAUECHUE AaTUIHUYHBIX HEUPOJIENITUKOB
[42]. Onnako MeTozp! neueHust Oonesan Papa, crocoo-
HBI€ KOHTPOJHMPOBAThH TPONECCH KaTbITU(PUKAINH TO-
JIOBHOTO MO3Ta, B HACTOsIIIEe BpeMs He pa3pabOTaHBbI.

3akaiouenue

TakuM 00pa3oM, MbI MOKEM 3aKJIIOYUTH, YTO KIIH-
HUYECKUE TMPOSIBICHUS Kamuuu(UKanuu Oa3zaibHBIX
raHrMeB KpaiiHe BapuabenbHbl. OHH MOTYT OBITH
NpeACTaBlIeHbl HeCcnenn()UIECKUMHU JBUTaTEIbHBIMHY,
MICUXUATPUUECKUMH, KOTHUTUBHBIMU PACCTPOIICTBAMU,
NeOrTHPOBaTh B Pa3HOM BO3pacTe, MPOTPECCHPOBATh
KaK MEJICHHO, TaK 1 OBICTPO. BaskHO MOMHHTS, 9TO 3Ta
penKasi maToaorusl KIIMHUYECKH MPOSBIISETCS TOBOJIBHO
pacmipoCTpaHEHHBIMH HEBPOJOTHYECKUMH M TICHXHA-
TPHUUECKUMH PAaCCTPONCTBAMU — 3TO MOXKET CO3/1aBaTh
JTUArHOCTHYECKHE CIIOKHOCTU. B cBA3M ¢ oTCyTCTBHEM
B HACTOsIIIee BpeMsl CHIeHU(UIECKUX METOAOB JICUCHUS
0c000 aKTyaJbHOU sBJIsIeTCS MpoduIakTUKa 3a00JeBa-
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Tabnuia
JlnarnocTnyeckne KpuTepuu 6oJie3Hu U cuHapoma ®apa
Bonesns ®apa Cungpom ®Papa
Bospact nebrora 40-60 et 30-40 ner
OKcTpanupaMuIHbIe JIBUraTeIbHbIe HapyIIeHUs
IIupamugHbIE CHMITOMBI
Kornutuszele HapymeHus
Hapymenus noxonku
Knmangeckne cCHMIITOMBI PYIICH A
PaccrpoiictBa peun
Mo3KeuKoBbIE€ CUMIITOMBI
Ilcuxuueckue HapymeHns
CeHcopHbIe HAPYLICHUS
KT-npusznaku JIByCTOPOHHSIS CHMMETPHUYHAs KalbLU(PHUKAIMs 0a3aIbHBIX TaHIIINEB
JlononHUTEeNbHBIE CBEACHUS CBUAETENHCTBO ayTOCOMHO-/IOMHHAHTHOTO niy | Hanmune kakoii-in6o u3 SHIOKPUHONATHIHA:
PELIECCUBHOTO TUIIAa HACIIEA0BAHUS — WANOTIATUYECKHUI TMIonapaTupeos;
— BTOPWYHBIN THITONIAPAaTHPEO3;
— TICEBJIOTHIIONAPaTUPEO3;
— TICEBJOICEBIOTUIIONAPATHPEO3;
— THUIepHIapaTupeos;
WM KaKOH-TTHOO0 Ipyroi MpUYHHbI:
— Opyuennes;
— HeilpoaereHepanuy ¢ HaKOIICHUEM JKeNe3a;
— cunapom Kokkelina;
— cunzapoM Alikapan—IyTeepeca;
— TyOepO3HBIii CKIIEPO3;
— MUTOXOHJpHAJIbHbIE MHOIIATHH;
— JIMNOUIHBIN IPOTEHHO3
Table

Diagnostic criteria for Fahr disease and syndrome

Fahr’s disease

Fahr’s syndrome

Age of debut

40-60 years

3040 years

Clinical symptoms

Extrapyramidal movement disorders
Pyramidal symptoms

Cognitive impairment

Gait disorders

Speech disorders

Cerebellar symptoms

Mental disorders

Sensory disturbances

CT signs

Bilateral symmetric calcification of the basal ganglia

Additional information

Evidence of autosomal dominant or recessive inheritance

Presence of any of the endocrinopathies:

idiopathic hypoparathyroidism;
secondary hypoparathyroidism;
pseudohypoparathyroidism;
pseudopseudohypoparathyroidism;
hyperparathyroidism;

or some other reason:

brucellosis;

neurodegeneration with iron accumulation;
Cockayne syndrome;

Aicardi—-Gouticres syndrome;

tuberous sclerosis;

mitochondrial myopathies;

lipoid proteinosis

HUS. DTO TIPEICTABISAETCS BO3MOXKHBIM B CIIy4ae CHH-
npoma Dapa, 0COOEHHO MPH paHHEH AUATHOCTHKE 3H-
JIOKpPUHHOW MaTOJIOTHH, B YACTHOCTH TUIIONIAapaTupeosa.
IIpu aTMIIHYHOM TEYEHUHU HEKOTOPBIX HEBPOJIOTHYCCKAX 5
Y TICHXMATPUYECKHX 3a00JIEBaHMH CIIEyeT B MpoIecce '
TG GepeHIInaNbHOTO TMONCKA BKIIOYATh TEPBUYHYIO

WM BTOPUYHYIO KaJbIM(DUKALMIO 0a3aIbHbBIX TaHIJINEB.
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