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Pesiome

Pesyabmamei. B cTaThe npeicTaBieHO OMUMCAaHWE KIMHUYECKOTO HaOII0eHU S PeNIKOii HacaeICTBeHHOM 6ose3Hn [annepBopaeHa —
IlImarma (maHTOTEeHATKMHA3a-aCCOLIMMPOBaHHAsI HelipoereHepallysl, U1K HelipoiereHepallisi ¢ HaKOIJIEHUEeM XeJie3a B TOJIOBHOM
MO3re) C aTUITMYHOM Mo3aHe# (HhOpMOIt B TepMUHAJIBHOM CTaIMU C 1e0I0TOM Ha YeTBEPTOM IeCATUIICTUN KU3HU C OBICTPOITPOTpeCcCupy-
IOIIMM TeYeHUEM U JieTaTbHbIM ucxonoM. Hanbosee xapakTepHBIMU MTpU3HaKaMu 3a001eBaHUS y TaHHOM MallMeHTKHU ObLJIM CUHIPOM
MapKUHCOHM3Ma, BhIpaXkeHHast MOCTypajbHasl HEYCTOMYMBOCTh, MMPAMUIHAS HEIOCTATOYHOCTD, pa3JIMYHbIC BUIbI THTIEPKUHE30B,
CHUKEHME KOTHUTUBHBIX (GYHKIINIA, nernpeccust. [Ipu 060CHOBaHMY AMArHO3a OMMPaCh Ha XapaKTePHYI0 KIIMHUYECKYI0 KaApTUHY
u TunuaYHble MPT-npu3Haku B BUae CUMIITOMA IJ1a3a TUTpa (CMMMETpUYHAsI TUIIEPUHTEHCUBHAsI 30Ha B 00J1aCTH OJIeTHOTO I1apa
BHYTpU 00Jsiee OOIIMPHON TMITOMHTEHCUBHOM 30HbI). [To3aHue ciiydyan HeooxonuMo auddepeHIMpoBaTh C TAKMMU 3a00JIEBAHUSIMU,
Kak 6oje3Hb [TapkuHcoHa, 60J1e3Hb ¢ Teabliamu JleBu, 6osie3Hb Buibcona — Konosaosa, 6osie3ub Mapa, 6oye3Hb [eHTUHTTOHA,
HelipodeppuTHHONATHS U ApyTrue. B cBsi3u ¢ OTCyTCTBUEM B HacTosIee BpeMs 9((GEeKTUBHBIX METOIOB JICYSHU ST TALIMEHTKA TTOTY-
qaJia CUMIITOMaTHYeCcKOoe JiedeHHe, TaK KaK 3THOJOTMYecKasi ¥ IaToreHeTHIecKast Teparusi 3TOro 3abojieBaHusI OTCYTCTBYET.
3axarouenue. TeKyInii CTaHIAPT MEAUIIMHCKOI ITOMOIIY HAMTPABJISH HAa CUMITTOMATHYECKOE JieueHre (arOHUCTHI TO0(haMUHOBBIX peLier-
TOPOB WJIM aMaHTaIMHbBI, AHTMXOJTMHACTEpa3Hble M OEH301Ma3eTMHOBbIE ITperapaThl, MUOPEIaKCAHThI, 00TYJOTOKCUH). Mcrmonb3yoTces
TakKe XMPYyPruyecKre MeTOIbI JICYSHU I, TAKWe KaK IIyooKast CTUMYJISIIIAST MO3ra, aGJIsIIIMOHHAs aJJIMAOTOMUSI, TAaJTJaMOTOMMSI.
Heo6xonrMo MoBBIIIATh OCBEIOMJIEHHOCTH HEBPOJIOTOB O HAJTMYMU TaHHOM penKoil (hopMbl HelipoaereHepaTuBHOTO 3a00J1eBaH U ST
C KJIMHMKOM MapKUHCOHM3MA B CBSI3W C HAJTMIUEM IPYTUX HO30JOTMYeCKMX (hopM apKMHCOHM3Ma-TUTIoc. CBOeBpeMeHHast Tra-
raoctuka 6ose3nu lannepBopneHa — IllnaTiia mo3BoJMT yKe Ha pAHHUX CTaAUSIX Ha3HaYaTh COOTBETCTBYIOIIYIO MHOTOOGPa3HbIM
MPOSIBJICHUSIM 00JIE3HU CUMIITOMATUYECKY10 Teparuio JJIsT MOBBIIICHUST KaueCcTBa MallMeHTOB OOTbHBIX U CHUKEHUST METMKO-3KO0-
HOMMYECKUX 3aTpar.

Kumouesbie ciioBa: 60s1e3Hb [annepBopaeHa — [llnarua, HeitponereHepaliusi, TapKMHCOHU3M, CUMIITOM TJ1a3a TUTPa, OTJIOXEHHUE Xee3a
Jng uurupoanusa: Hosukosa JI. b., 3ronbiuie K. M., Akonsin A. T1. bosnesnb lannepBopaeHa — llnaTiia: KIMHUYECKOE HaOIIOACHUE.
Jlevanimii Bpau. 2025; 4 (28): 16-21. https://doi.org/10.51793/0S.2025.28.4.002

Kondaukt uHTEpecoB. ABTOPHI CTaThU ITOATBEPAMIN OTCYTCTBHE KOHGMINKTAa MHTEPECOB, 0 KOTOPOM HEOOXOIMMO COOOIIMUTh.
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Abstract

Results. The article describes a clinical observation of a rare hereditary Hallervorden — Spatz disease (pantothenate kinase-associated
neurodegeneration or neurodegeneration with iron accumulation in the brain) with an atypical late form in the terminal stage with
a debut in the fourth decade of life with a rapidly progressive course and a fatal outcome. The most characteristic signs of the disease
in this patient were Parkinsonism syndrome, severe postural instability, pyramidal insufficiency, various types of hyperkinesis, decreased
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cognitive functions, and depression. When substantiating the diagnosis, we relied on the characteristic clinical picture and typical MRI
signs in the form of the tiger's eye symptom (a symmetrical hyperintense zone in the region of the pale globe within a larger hypointense
zone). Late cases should be differentiated from such diseases as Parkinson's disease, Lewy body disease, Wilson — Konovalov disease,
Fahr disease, Huntington's disease, neuroferritinopathy and others. Due to the current lack of effective treatment methods, the patient
received symptomatic treatment, since there is no etiologic and pathogenetic therapy for this disease.

Conclusion. The current standard of care is aimed at symptomatic treatment (dopamine agonists or amantadines, anticholinesterase drugs,
benzodiazepines, muscle relaxants, botulinum toxin). Surgical treatment methods such as deep brain stimulation, ablative pallidotomy,
thalamotomy are also used. It is necessary to increase the awareness of neurologists about the presence of this rare form of neurodegen-
erative disease with the clinic of parkinsonism due to the presence of other nosological forms of parkinsonism-plus. Early diagnosis of
Hallervorden — Spatz disease will allow symptomatic therapy to be prescribed at early stages, corresponding to the various manifestations
of the disease, to improve the quality of life of patients and reduce medical and economic costs.
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WHIPOMBI HEMpoereHepalliu ¢

HaKOILJICHUEM 3KeJie3a B TOJIOB-

HoM mo3sre (Neurodegeneration

with Brain Iron Accumulation —
NBIA) npencraBisitoT co00it Helipoaere-
HepaTuBHbIe 3a00seBaHus (H/3), ocHOB-
HOI 0COOEHHOCTHIO KOTOPHIX SIBJISIETCSI
aHOMaJTbHOE HAaKOILJICHHUE XKeJe3a IPpeuMy-
1LIECTBEHHO B OsieAHOM 1ape [1], XoTst Kopa
M MO3XEUYOK TaKKe MOTYT ObITh ITOPakeH bl
npu Haubosee Tskeabix moaTunax NBIA
[2]. s Bcex popm NBIA pacnipocTpa-
HeHHocTb cocTaBseT 0,1-0,3 na 100 000
cayuaes [1]. CornacHo Yunpeng Huang
1 coaBT. (2022), BenyIMMU KJIMHUYECKU-
MU CUHApPOMaMu nporpeccupoBanus HJ3
SIBJISTIOTCST IGMEHIIMSI U IBUTATEIbHbIE pac-
cTpoiicTna [3].

bonaesnb lNannepBopaena — llnarua
(bI'lll) npencraBasieT coboit Haubo-
Jiee pacrnpocTpaHeHHy1o ¢dopmy NBIA,
Ha KoTopyo nmpuxonutes 50-70% ciyda-
eB [1, 4]. BI'lll — penkoe HaciaencTBEHHOE
nereHepaTuBHOE 3a00JieBaHe HEPBHOM
CUCTEMBI, CBSI3aHHOE C HAKOMJIECHUEM
xesie3a B 6a3ajbHBIX TAHTJIMSIX, BIIeP-
Bble onucaHHoe B 1922 r. Onuycom
TannepBopaeHom u Xwioro lnariem [5].
BI'lll HenaBHO ObIJIa MepeMMeHOBaHa
B TAHTOTEHATKMHA3a-aCCOLIMUPOBAHHYIO
Heiiponerenepauuio (ITKAH) u Heitpo-
JIeTeHepal Mo ¢ HAaKOTJICHUEM XeJie3a
B FOJIOBHOM Mo3re [6].

IMKAH — peakoe ayrTocoMHO-pelec-
CHBHOE 3a00JieBaHMe, TTopakaroliee mpe-
MMYIIECTBEHHO JeTei U MOJIOIBIX JIIOICH.
3aboJsieBaHUE BOZHUKAET B pe3yjbTare
MYTallMil B TeHe MaHTOTEHAaTKMHAa3bl
(PANK?2), KOTOpBIi1 KOTUPYET MEPBBI it
depmeHT OruocuHTe3a KohepmeHTa A (KoA)
U3 TIAHTOTEHOBOM KUCIOTHI (BUTaMKHa Bs)

|7, 8]. B HacTos11Iee BpeM s OMKMCaHO OKOJIO
120 myTaluii, MOATBEPXKIEHHBIX B TeHE
PANK2, B TOM uncie okojio 80 MucceHc-
U HOHCeHc-MmyTanuii [9]. 3aboneBaeMoCThb
BO BCEM MUpeE cocTaBJjsieT 1-2 yejoBeka
Ha muaauoH [10, 11]. CoriacHo naH-
HbiM D. Brezavar u P. E. Bonnen (2019),
3aboneBaemocth I[IKAH konebnercsa
ot 1:396 006 y eBpormeiines, 1:1 526 982
y adppukanues, 1:480 826 y naTuHOaMepu-
KaHueB, 1:523 551 y xxuteneit BocrouHoit
u 1:531 118 — y xureneit FOxHoI Azun
[12]. BcTpeuatoTest Kak criopaauyeckue,
TaK U CEMeHbIe CyJaun, KJIaCCUIeCKU it
M aTUNUYHBbIe BapuaHThl. B 3aBucu-
MOCTHU OT BpeMeHU 1e0I0Ta BBIICISIOT
Tpu ¢bopMbl 3a00JieBaHUS: paHHIOIO
NETCKYI0 (KJaccuyecKylo) ¢ HayajloM
B 4-10 JieT, MoAPOCTKOBYIO (IOBEHUJIbHYI0) —
B 10-18 et u mo3mHIO0 B3pocaylo (aTu-
nuuHyo) — nocie 18 net [13, 14]. CpenHee
BpeMsI OT BOSHUKHOBEHU ST CHMIITOMOB
10 MOCTAHOBKM IMAarHO3a COCTaBJSIET
ot 2,510 5,5 ner [11].

Knaccuueckuit Tun 3ab6oyieBaHUs
XapakTepusyeTcs mporpeccupyloliei
9KCTpanupaMUAHONW AUCHYHKIIMENH
B Bo3pacTte 10 10 et (00bIuHO B 3 roaa)
U TIOTepeil CTOCOOHOCTH MePeIBUTATHCS
yepe3 10-15 et nocie HavaJia 3a00JeBa-
Hus [15, 16]. AuCTOHMS SIBISIETCS XapaK-
TEPHOUW YepTOM 3TOrO paccTpocTBa.
B cnyyasix opoMaHauOYIpHOI TUCTO-
HUM 3a Heil YaCTO CIEAYIOT 3aTPyIHEH M ST
peuyu u qu3apTpus. Jpyrue npu3sHaku
BKJIIOYAIOT OpaXkeHNe KOPTUKOCITMHAb-
HOTO TpakTa (TMIepTOHYC, runeppediek-
CHsl, CTaCTUYHOCTD), aTPOPUI0 3pUTEb-
HOT'O HepBa, MUTMEHTHYIO pETMHOIIATHU IO,
KOTOpasi MOXKeT MPUBECTHU K KaTapakTe
u akaHTouuTo3y [17].
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JJis aTUTTMYHBIX ClIyyaeB XapaKTEPHO
OoJsiee mo3aHee Havya o (0ObIYHO B BO3-
pacte 18 jeT), mauuMeHThl HE MOTYT XOAUTh
caMocTosITeJIbHO yepe3 15-40 net nociie
HauvaJja 3abosieBaHusl. bosiee mo3aHee
HauaJyio [IKAH, HanpoTuB, cBsi3aHO ¢ pa3-
HOOOpPa3HBIM CIIEKTPOM CUMIITOMOB [16].
JIBUratenbHble pacCTPONCTBA, KakK Mpa-
BUJIO, MEHEE BbIpaKeHbI, a Mpeobanato-
UMW MTPU3HAKAMU SIBJISIIOTCS] CHUKEHUE
KOTHUTUBHBIX GYHKIIMI U ICUXUYECKHE
HapyuIeHusl, TaKue KaK 00CecCBHO-KOM-
MyJbCUBHOE PACCTPOMCTBO, NeNpeccusi
U mu3odpeHonono0OHbI cuxos [15].
PeueBble TpynHOCTHU (Maauaaius Uiu
NU3apTpusl), ICUXUUYECKUE MPOOIEMBI,
noBeleHUYeCKMEe TPYAHOCTU UJIU JIOOHO-
BUCOYHAs IEMEHIIUSI HA PAHHUX CTAIMU X
3a00JIeBaHU S SIBJISIIOTCSI pACIIPOCTPAHEH-
HbIMU MPU3HAKAMU B OTJIMYME OT KJjac-
cuyeckoit popmer [16]. EcTh manimeHTh
C paHHUM HayaJoM, HO MEJJIEHHBIM ITPO-
rpecCUPOBAHUEM UJIM MO3THUM HayaJIoM
¢ OBICTPBIM ITpOrpeccupoBaHueM [16].

Muorue roasl BI'L BBISIBISIIN TONb-
Ko nocmepTHO [14]. B HacTosiee BpeMst
NIMAarHOCTUKA OCHOBaHa Ha KJIMHUKO-HEe-
pOBU3YyaIU3allMOHHOM U FT€HETUYECKOM
aHanu3ax. XoTs FEHETUYECKUE MyTa-
uuu B reHe PANK2 MoryT MoBJIUSITh Ha
BC€ KJIETKH, HO, IO-BUIUMOMY, OOJIE3Hb
SIBJISIETCSI BBICOKOOYATroBOil, cocpeno-
TOYEHHOI B HelipoHax 6JieHOTO 1Iapa
U B obyactu cetuatku. Kpome Toro,
y HeKkoTopbiX naimeHToB ¢ [IKAH Hako-
TJIeHUE XeJie3a B 0J1eTHOM LIape U B MEHb-
1Iei CTeNeHU — B YepHOI CyOCTaHIIU U
MPUBOIUT K MOSIBJEHU IO MATOTHOMOH U Y-
HOI KapTUHBI IJ1a3a TUTpa MPU MaTHUT-
HO-PE30HAHCHOI ToMOrpaduu roJJoBHOro
mosra (MPT I'M): cumMeTpuyHas rumnep-
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WHTEHCUBHAs 30Ha B 00J1acTu 6JIeIHOTO
1apa BHyTpu 0oJjiee OO MPHON TMITOUH-
TeHCUBHOMU 30HbI [7, 18, 19]. [1o naHHBIM
JIUTEePATYPbl, CPOKHU TMOSIBJICHU I JAHHOTO
¢denomena Ha MPT I'M nuckyTtabeabHbl
[20]. Psim aBTOPOB CYUTAET, UTO BhIsIBJIE-
Hue rinasa turpa Ha MPT I'M onepexaet
KJIMHUYECKHUe MposiBJieHu s 6ose3Hu [20].
Hanuuue otoxeHuii xxeyne3a B 6a3aibHbIX
TaHTJIMSIX 3aBUCUT OT BO3pacTa U He 0OHa-
PY>XKUBaeTCs MPU POXKACHUU, UTO UMEET
pelatoiee 3HaueHue As nuddepeHu-
ajabHOU nuarHoctuku [18]. OTinoxeHus
KeJjie3a YBEJIMUYMBAIOTCS C BO3PACTOM,
HO 0€3 CYIIeCTBEHHOW KOppeasiuuu
C HEBPOJOTUYECKOW CUMIITOMATUKOM.
[Ipennonaraercs, YTO CHUXKEHUE CBSA3EI
B YHKIITMOHAJBHBIX IBUTATETbHBIX CETSIX
B COCTOSIHUY MOKOSI U CHUKEHUE MJIOTHO-
CTH CEpOro BellecTBa JIOOHOM, TEMEHHOM
U LIMHTYJISIPHOM KOPbI, a TAKXKe OJIeHBIX
1IaPOB OTBETCTBEHHBI 32 MPOrpeccupoBa-
HUEe CUMITOMOB [21].

B pa6orte S. J. Hayflick u coasr. [22]
KCCJIeOBAIU KOPPESILIMIO MEXY U3Me-
HeHusiMu Ha MPT B pexxume T2, Hanuunem
FeHeTUYEeCKUX MyTaluii y 49 naiiueHToB
¢ NBIA, u3 koTopbix 29 MaiMeHToB UMETU
myTtauuio PANK2[22]. bblia nokazaHa Kop-
pensius Mexay eHoOMeHOM rjlaza TUrpa
U HajnuueM MyTanuu reHa PANK2, tak
KaK y BCeX MallMeHTOB C MyTallMsIMU ObLIT
cnenudUyecKuii maTTepH rjia3a TUrpa.
DTOT NpU3HAK HEe HAOII0aJICS HU B OTHOM
uccienoBaHuu y 20 nmalmeHToB 6e3 MyTa-
1M1, a orpe/iesisijiach TOJbKO TMITOUHTEH-
CUBHOCTb CUTHAJIa OT CTPYKTYP OJIETHOTO
mapa. Knaccuyeckuit BapuaHT 3a00J1eBa-
HUS C 1e0I0TOM B paHHEM JE€TCKOM BO3-
pacte cBsi3aH ¢ myTalueit B reHe PANK?2,
MpY MO3IHEN aTUTTUYHOM hopmMe MyTallM K
BCTpevasuch pexe —y 1/3 malimeHTOB
c [TKAH [5].

B HacTosiiee BpeMs TepaneBTUYeCKUe
Bo3MoxxHocTu npu BI'l BecbMa orpaHu-
yeHsl [13, 14, 20, 24, 25]. Texyuiuii ctaH-
apT MEIUIIMHCKOUN MOMOIIM HanpaBjieH
Ha CUMIITOMaTUYeCcKoe JeuyeHue (aro-
HUCTBI 10(paMUHOBBIX PELIETITOB WU
aMaHTaJWHbI, AaHTUXOJMHICTEPA3HbIE
1 6eH301Ma3eMUHOBBIE ITpenapaThl, MUO-
penakcaHThl, 0oTyja0oTOKCHH) [23]. B mpo-
duakTUYECKUX LEeasIX elle 10 nedroTa
KJMHUYECKUX MPOSIBJEHU I, XapaKTep-
Hbix st BI'L, Heo6xonmumo Ha3HavyaTh
MaHTOTEHOBYIO KUCIIOTY (BUTaMUH By),
YTOOBI BOCIPENSITCTBOBATH HAKOTIJIE-
HMIO XeJje3a B roJJoBHOM mo3sre [14, 22].
B HacTosiiee BpeMst ak TUBHO UCCIEAYeTCS
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HECKOJIbKO MHOT'000eIIaloIIMX METOI0B
JIEUeHU s, KOTOPbIE MOXHO CTPYIIITUPO-
BaTh 110 YeThIPEM OCHOBHBIM ITOIXOIaM:
XeJIMpPOBaHUE XKeJje3a 151 JIeUeHU ST ero
OTJIOXKEHM I B TOJIOBHOM MO3re, 106aBJie-
HUe MeTabOoJIMTOB IS BOCCTAHOBJICHU S
MeTabosunueckoro nepunurta KoA, aktu-
Bauusi PANK3 nnst BoccraHoBieHus1 KoA
1 HochOIraHTOTEHOBOM KUCIOThI U TeHHast
Tepanus Ajisl BBeAeHUST GYHKIIMOHATBHOMN
xonuu reHa PANK2 (7, 26].

Hcnonb3yloTcst TaKKe XMpypPruyecKme
METOIbI JIeYeHH I, TaK1e KaK ITyboKast
CTUMYJISIIIMSI MO3Ta, Aatomast ObICTPhIiA
3 deKT, HO TPOrpecCcCupyIoLInii XapakTep
3a00JIeBaHU S Yepe3 ONpeeIeHHOE BpeMsi
CITOCOOCTBYET BO3BPAIIEHUIO CUMIITOMOB
[12, 27, 28]. K rn1y60KOii CTUMYISLIUU
MO3ra TaKKe MOT'YT ObITh T0OaBJIEHBI APY-
rve XUpyprudecKue mporeaypbl — adisi-
LIMOHHASI MaJIJTUIOTOMU I, TAJIAMOTOMM 1.
VY nmauuenTon ¢ [TKAH c Taxenoit nuc-
TOHUEM, CIACTUIHOCTBIO 1 GOJIHIO MOXET
HCITOJIb30BaThCsI MHTpAaTeKaIbHasi IToMITa
¢ 6ako(eHOM 1151 00JIerYeHU I CUMIITO-
MoB [14, 15].

MBI TpUBOAUM ONTMCAHUE KIMHUYE-
CKOTI'0 cjlyyasi 9TOl peaKoi MaTojJoruu
C TTO3THUM HayaJoM.

KAMHUYECKOE HABAIOAEHHUE

IManuenTka X., 57 neT, Obly1a 1OCTaBAeHA
M3 TAaHCUOHATA JUJTSl TIpecTapesIbIX JIIoaei
10 JIMHU U CKOPOM MeAUIITMHCKOI MTOMO-
1Y C MIOI03PEHMEM Ha OCTPOE HapyIlIeHHe
Mo3rosoro KkpopoobpanieHus (OHMK)
B 6eCcCcO3HaTeJIbHOM COCTOSIHUU B TIPU-
emHbIi nokoit 'BY3 Pb «Knunuyeckast
0OJIbHU 1A CKOPOU MEIUIIMHCKOM MOMO-
> Ydbl, rocnuTaau3upoBaHa B OTae-
JICHUM HelipopeaHMalluu.

W3 anaMHe3a U3BECTHO, YTO B BO3pacTe
46 et cTajia OTMEYaTh HEJIOBKOCTD M CKO-
BaHHOCTH CHayaJia B JIEBOI HOTe, MO3XKe
B JIeBo#i pyke. HabGnionanach y HeBpo-
JIoTa O MECTY XKUTEJIbCTBA IO MMOBO-
ny 6osie3nu [lapkuHcoHa. [Ipunumana
Hakowm (250/25 mr) 1o 1 Tabiietke 4 pa3sa
B ieHb U [TpoHopan (50 mr) no 1 TabaeTke
4 pa3a B IeHb C KJIMHUYECKY 3HAYUMBIM
MOJIOKUTEIbHBIM 3¢(heKToM. B Bo3pacrte
54 51eT B CBSI3U C YXYALLIEHUEM COCTOSTHU ST
B BUJIE YCUJICHUSI CJIaGOCTU M CKOBaH-
HOCTHM B MBIIIIIAX sI3bIKA, 11U, JKMBOTA,
3aMeIJIEHHOCTH PeYM, OCUTIIIOCTH TOJI0-
ca, BMMU30IMYECKOTO IMOTIEPXUBAHUS BO
BpeMsl elbl, HaCUJIbCTBEHHOTO cMeXa
M TJTaYa, CIIOHOTEYSHM I, HEITPOU3BOJIb-
HOT'O BBICOBBIBaHMSI SI3bIKa, HEJEPKaHH S

MOYM, 3aITIOPOB OblJIa TOCMTUTAIUZUPO-
BaHa B HEBPOJOTMYECKOE OTIEJIEHUE
PecnybinkaHCKOM KIMHUYECKOM 00Jb-
Huubl uM. I I. KyBaToBa, e OblJ1 BBICTaB-
JieH nuarHo3: «HeliponereHepauus c
HaKOIJICHUEM 3KeJie3a B TOJIOBHOM MO3Te.
bonesnps NannepBopaena — lnarua
C BbIpa>keHHBIMU SKCTPaTUPaMUIHBIMKI
M TUPAaMUTHBIMKA HapyIIEeHUSIMH, TTIOCTY-
paJibHOI HEYCTOMYMBOCTbIO, MICEBAOOYIb-
OapHBIM CUHIPOMOM, CTaTO-TIOKOMOTOPHOI
IUCHYHKIMEN, HAapylIeHueM QYHKIIUU
Ta30BbIX OPTaHOB, YMEPEHHBIMU KOTHU-
TUBHBIMU PacCTPONUCTBAMM, IETIPECCHUBHbBI-
MU BKJTIOYEHUSIMU, COLIMATIbHO-ObITOBOM
Je3ananTtalueii».

[Monyyana cuMnToMaTuyecKylo Tepa-
MU0, GOTYJIMHOTEPAITUIO TSI KOPPEKIINK
oJiepbapocriazmMa M KaMIITOKOPMUU Tpe-
napatom 60TyJ0TOKCHH Tuna A (ducnopr,
500 E/l), npyuHuMaaa NpoTMBOMapKUH-
coHMnveckue npenapatsl. Ha ¢poHe npo-
BOJAMMOTO JICUEHU I OTMeUaach He3Ha-
YUTEJIbHAS ITOJOXUTEeIbHAasI TMHAMUKA.
ITanmeHTKe OblJIa peKOMEHIOBaHa KOH-
cyJbTallvs reHeTHKa. B TedyeHMe nBYX
JIET COCTOSIHUE OOJIbHOI MPOA0JIXKAIO
YXYIIIaTbCsI, HApACTaIN BBIIIIEOIMUCAH-
Hble XaJo0bl. bosibHas nepecrana camo-
CTOSITEIbHO XOAUTH (TepenBUragach
C MOMOIIIbI0O MHBAJUIHOTO Kpecia). [Tpu
HEeNPOICUXOJIOTMIeCKOM TeCTUPOBAHUK
110 TaHHBIM MOHpeabCKOl KOTHUTHBHOM
mkajabl (MoCA) BbIsIBJIEHBl yMEPEHHbIE
KOTHUTHUBHBIE HapyuieHus (20 6a10B).

N3 nepeHeceHHBIX 3a00JIeBaHUIA:
aTIeHI9KTOMMUSI B MOJIOIOCTH, Yepern-
HO-MO3roBas TpaBma, IJjeyeaonaToy-
HBII IepuapTo3 clieBa, UIleMuYecKas
o6osie3nb cepaua (MBC). CreHokapaus
HaIpPSIKeHU T, GyHKIIMOHATbHBIN KJ1acc
(®K) II. XpoHuueckast cepaeqHast HeJ0-
cratrouHocTh (XCH) I, @K II. CemeiiHo-
HAacCJIeJICTBEHHBI1 aHaMHe3 He OTSITOIIIEH.
PasBenena, umeet noub. O6pazoBaHue
cpelnHee crienMaibHoe, paboTaia IupekK-
TopoMm kiyba. MuBanun I rpynnsl, yxo-
JI03aBUCHUMAS.

OOBEKTUBHO: COCTOSIHUE TIPU MOCTY-
MJIEHUU CTAOUJIbHO TsIKed0e. YPOBEHb
CO3HaHUs IO IIKaje KoMbl [J1azro —
9 6annos, corop. Ha Bonpockl He oTBeva-
€T, KOMaH bl He BBITIOTHsIeT. Macca Tena —
38 kr, pocT — 147 cM. UHaeKC Macchl Tea —
17,6 (nepuuut Macchl Tesa). ACTEHUIHOTO
TenocioxeHus. HyrputuBHas momaaepxk-
Ka. KoxXHble TOKpOBbBI OJIEAHBIE, CyXUE.
HbpixaHue yepe3 eCTeCTBEeHHBIE TbIXa-
TeJbHbIe TyTU. [eMoTnHaMKKa CTaOuJb-
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Hasi. AptepuayibHoe naBieHue (AJl) —
95/60 MM pT. CT., myJbc — 75 ynapoB
B MuH. CepaeyHble TOHbI pPUTMUYHBIE,
npuriaymeHbl. OKCUreHoTepanus yepe3
HOCOBBIE KaHIOJHU. AyCKYJIbTaTUBHO
¢ 06erX CTOPOH JbIXaHHe OcIabeHHOe
B HUKHUX OTaeJaX. MoyeucImycKaHue
o kaTeTepy. CoMaTM4eCcKMUX pacCTPOMCTB
HE BBISIBJICHO.

HeBposornyeckuii ctaTyc: 3pauku paB-
HbIe, hoTopeakius xuBast. OTMevaoTCs
MOMBITKM OTKPBIBaHMS IJ1a3 Ha 60JieBoe
pa3apaxeHue. 3a MOJIOTOYKOM He clie-
nuT. B3op He pukcupyer. biedapocnazm.
Pedekchl opaibHOro aBTOMaTu3Ma.
T'norouHsblit pedyiekc oxupiieH. JIuio
CUMMeETpUYHOE, TunoMuMus. Audoys-
HO€ MOBBIIIIEHNE MBIIIEYHOTO TOHYCA
M0 BKCTpANMpaMUJIHOMY TUIY, CUMIITOM
3ybuaTtoro Kosieca. CyxXoxXuJIbHbIE ped-
JIEKChI 03KUBJIeHBI, D < S, OprolirHble ped-
nekchl Hu3kue. [latonornvyeckux pedek-
coB HeT. YacTHuHast KOHTPAKTypa JIEBOTO
Mnjae4yeBoro cycraBa. YyBCTBUTEIbHOCTH
OIIEHUTH HE yaaeTcs B BULY TSAKECTH
cocrossHusl. Hapymenue dyHKImMii Ta30-
BBIX OpraHoB. MeHUHTeabHble 3HAKK1
OoTpUIlaTeIbHBIE.

PE3YAbTATbl AABOPATOPHO-
UHCTPYMEHTAABHbIX
MCCAEAOBAHUH

OO it aHaJIU3 KPOBU: 3PUTPOLIUTHI
4,93 x 10'2/n, remormo6un — 130 /7,
TpOMBOLMTEI — 263 X 10'2/51, neiikouTe! —
8,6 % 109/;1, cKopocTh OCeNaHUST IPUTPO-
UUTOB — 19 MM/u.

BuroxuMuueckue aHaIM3bl KPOBU: OMJIH-
pyo6uH — 36,3 MMOJIb/JI, KpEaTUHUH —
40 MMoOJIB/J1, MOYEBUHA — 3,5 MMOJIb/J,
acraptaTamMmuHoTpaHcdepasa — 14 En/n,
allaHuHamMmuHoOTpaHchepaza — 7 En/n,
kpeatuHdochokuHaza — 83 En/a, xone-

cTepuH — 5,91 MMoJIb/IT, HaTpUit — 142
MMOJIb/J, Kanuid — 4,2 MMOJIb/JI.

Koarysorpamma: npoTpoMOUMHOBOE
Bpems — 14,1, dubpuHoren — 4,4 r/iu,
aKTMBMPOBAHHOE YACTUYHOE TpOMOoOTIIa-
CTUHOBOE BpeMs — 36,5 ¢, pacCTBOPUMBIE
(rGprH-MOHOMEPHbIE KOMILJIEKCHI — 4,5,
MEX1YHapOIHOE HOPMATU30BaHHOE OTHO-
mwenue — 1,00.

AHaJiu3 TUKBOpa: 6€CLBETHBIN, MPO-
3payHblii, HUTO3 — | KjeTKa B 1 MKIJI,
6enok — 0,16 1/, roko3a — 3,88 MMoJIb/I1,
JakTat — 2,29 MMoutb/1, peakuus [Manau
oTpUlIaTebHASI.

DnexkTpokapauorpadbus (OKI): uny-
COBBIM PUTM C 4YaCTOTOM CEPAEUHBIX
COKpallleHUu# 85 B MUH, KPyITHOOYAroBbie
M3MEHEeHW I HUKHeli cTeHKu. Hapyiirenue
MPOLIECCOB PEMNoJasIpU3aluu NepeaHe-
MEPEeropolouHO-BEPXYIIEUHON CTEHKU
(10 TUITY UILIEMUU).

Dxokapauorpadusi: yrjioTHEHUE a0PThI,
pa3mephbl KaMep cepilia B peaesiax HOpMbl,
COKpaTUTEebHAsl CHOCOOHOCTh MUOKapa
JIEBOTO XXeJyI0uKa He HapylleHa, ppakiius
BbIOpOCa — 61%.

Pentrenorpadust 1erkux: XpoHUIeCK Uit
OPOHXHUT, A0PTOKAPAUOCKIIEPO3.

YnbpTpa3ByKoBO€E NYTJAEKCHOE CKaHU-
pOBaHMe MarucTPaJIbHBIX apTEPUId TOTO0-
BbI: HaUaJbHbIE MPU3HAKU aTePOCKIIE-
po3a.

KT I'M — npusHaku 3aMeCTUTE b~
HoM ruapoledannuu Ha ¢poHe aTpopuu.
KT B anruorpaduyeckom u nepdy3uoH-
HOM HMCCJIeIOBAaHUM — 0€3 TTaTOJIOT U H.

MPT ronoBHoro Mo3ra: ape30p0oTHUBHAas
BHYTPEHHsIsI Tuapoledanus, Heiipoae-
reHepaTUBHbBIE MTPOILIECCHl B BUJE IJ1a3
Tturpa (puc., a) u arpouueckre usMeHe-
Hu4 (puc., 6, B). MPT rosioBHoro mosra
B 11 (GY3MOHHO-B3BEIIICHHOM PEXUME —
0€3 MaToJIOTuu.

Puc. MPT ronoBHOro mo3ra: a) CHMNTOM rAa3a Turpa, 6) u B) atpodpuueckue
U3MeHeHus [npepocTaBAeHO aBTOpamu] / Brain MRI: a) tiger eye symptom,
b) and c) atrophic changes [provided by the authors]
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OcMmoTp odTanbmoJiora: TUHIIEPTOHU-
yeckass HeMpOONTUKONAaTUsI. AHTHO-
CKJIEPO3.

Koncynbranus kapauonora: UBC.
IMpu3Haku MOCTUHMAaPKTHOTO Kapano-
ckaepo3sa (ITMKC no BKTI). XCH I.
®K 2. 3acToiiHbIe JeTKHe.

YuutbeiBast KaTaMHe3, KIMHUKO-J1abo-
paTopHbIe M HelpoBU3yaau3allMOHHbBIE
JNIaHHBbIE, Y 00JbHOM ObIJT UCKJTIOYEH a1a-
rHo3 OHMK u BbICTaBJIeH CIEAYIOLINA:
«HeiiponerenepatuBHoe 3abojieBaH e
C HaKOTMJIeHUEeM XeJie3a B TOJIOBHOM
mo3re. bone3snp lNannepBopaeHa —
Inarua, (maHTOTEHATKMHA3a-aCcCOL M-
upoBaHHas HeliponereHepanus, [IKAH),
aTunuyHas hopma, ObICTPONIPOrpeccupy-
folliee TeYeHre, TepMUHAIbHas CTaauSI».

3a nepuoa HabJiogeHUST OONbHOM
B OTIeJICHU U HelipopeaHUMaIu OTMe-
yajiach OTpullaTeIbHasi TMHAMKWKA B BU-
ne yriayOJieHU s HapyIeHW s CO3HaHU s
o atoHu4veckoit koMbl 111, uyto morpe-
60BaJIO NICKYCCTBEHHOW BEHTUISIIIAN
JIETKUX Yyepe3 UHTYOaIlMOHHY IO TPYOKY.
T'emoaguHamMuKa HecTaOUIbHAS MOAAEP-
>XuBajach Bazornpeccopamu. Al — 60/40
MM. PT. CT., yJbC — 45 y1apoB B MUH.
CepleyHble TOHBI apUTMUYHBIE, TTyXUeE.
Ha 4-e cyTku npeOGbIBaHU S B OTAECJICHUU
HACTYMUJIO Pe3KOe YXYALIeHUE COCTOSI-
HUSI, 4TO MOTpeboBaia MHTEHCUBHBIX
TepaneBTUYECKMX MEPOIIPUSTUI, KOTOPbIE
NpOBOAUIUCH B TeueHUue 30 MUHYT, Oe3
a¢dexTa, Ha GoHEe MHTEHCUBHON Tepanuu
MpouU30IiLJIa OCTAHOBKA KPOBOOOpAIIIEHUSI.
KoHcraTupoBaHa 6uosiornyeckasi CMEPTb.
ITaTonoroanaroMuuyeckoe uccieaoBaHue
He MPOBOAMUJIOCH.

3AKAKOUYEHME

OCco0EHHOCTbhIO HAlIEro KJAMHUYE-
ckoro canyyast BI'Ll sBisinack mo3maHsis
MaHudecTalus CMMIITOMOB 3a00jieBa-
HUS C OBICTPBIM MPOrpecCUpPOBAHUEM
MaToJIOTMYeCcKOoTo npoliecca. Y Hauiei
MalueHTKU TOMUHUPOBAJIN CUMIITOMbI
MapKMHCOHU3Ma HApsIAy C IUCTOHUSIMU,
MUPaMUIHON HEIOCTAaTOYHOCTbIO, KOTHU-
TUBHO-aHEKTUBHBIMU pacCcTpoOiiCcTBa-
Mu. [To nTaHHBIM TUTEPATYPBI, ATUTTUYHAS
¢opma BI'Ll mpoTekaeT OaronpusTHee
paHHuX popM 3aboseBaHUS, TEM HEMEHEE,
€CTb MallMEHThl C pPAHHUM HayajoM 3a060-
JIeBaHU I, HO MEIJIEHHBIM MPOrpeccrupo-
BaHUWEM U MALIMEHTHI C MO3HUM HayaJIoM
U OBICTPBIM MporpeccupoBaHuem [13-15].

Huarnoctuka BI'I npencrasisier Tpyn-
HOCTH B CBSI3U € OJIUMOP()U3IMOM HEBPO-
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JIOTMYECKMX CUMIITOMOB, OCHOBbIBA€TCS
Ha aHaJIM3e KJIMHUKO-HelpoBu3yaaunsa-
JIM3aLIMOHHBIX JaHHBIX U TEHETUYECKOM
HUCcCeOBAaHU U, MPU KOTOPOM HAXOASIT
nedekT B jokyce PANK2 y nonaBiisiio-
11ero 0OJIbIIMHCTBA OOJbHBIX C PAHHMU-
MU (popMamu 3a007eBaHUS B OTJIMYME
OT MO3AHUX aTUMTMYHBIX popM [7, 18, 19,
22]. MenuKo-reHeTu4eCcKoe uccaeoBaHue
He MPOBOAMNJIOCH, HECMOTPSI HA PEKOMEH-
allMU, KOTOPbIE ObLJIM TaHbl MAlLlUEHTKE
Mpu BeIMUcKe U3 ctanimoHapa PKb um.
I. I. KyBaTtoBa. [Ipu oTcyTCcTBUU reHe-
TUYECKOTO MCCJIeIOBaHM S, KaK B HallleM
cllyyae, UJud OTPpULIATEIbHOM pe3yjibTaTe
Ha MyTauuio reHa PANK2 Benyiast nua-
rHoctuyeckasi u nuddepeHummaibHO-
IUarHocTUYecKast pojib MPpUHAIJIEKHUT
KJMHUKO-HEUPOBU3YaIU3aLLUOHHbBIM
nanHbiM (MPT). Hapsay ¢ TMMUYHBIMU
nns BI'I cumntomamMu nporpeccupylo-
LIETO MOPakeHU I DKCTpanupaMUIHOM,
MUPaMUIHON CUCTEM, KOTHUTUBHO-3MO-
LIMOHAJIbLHOM c(pephl y Halllel MalMeHTKU
WMEeJIUCh XapaKTepHbIe HEIPOBU3YaIU-
3allMOHHbIC TIPU3HAKU B BUJE NMaTTep-
Ha «IJla3a TUTpa» Hapsay ¢ aTpodueit
MO3TOBBIX CTPYKTYp. MIMetoTcs naHHbIe
00 yracaHWu TMIIEPUHTEHCUBHOCTH
cCUTrHaJja B obJyilacTu O6JieAHOTO 1Iapa B
T2-pexume BIJIOTh A0 €ro MOJHOro ucyes-
HOBEHMSI CO BpeMEHEeM, a IPU3HaKU 1iepe-
OpaJibHOM U/UIK MO3KEUKOBOU aTpoduu
Ha MPT-u3o0paxeHusix aBiasitoTcs 6osiee
pacnpocTpaHEHHBIMU U 00Jiee TSI KETbIMU
y MalMEHTOB 03 MyTalluil, Cpean KOTOPbIX
HE BbISIBJISIETCS CriellM(pruUecKuX u3MeHe-
HUIi B BUJIE TTaTTepHa «ryia3a Turpa» [19].
XoT$ B HacTosI1Iee BpeM s He CYIlIeCTBY-
eT cneuudruYecKux METOIOB JIeYEH U,
HEeO0OXOAMMO MOBBILIATH OCBEIOMJICH-
HOCTb HEBPOJIOTOB O HAJIUYUU NaHHOM
penkoit GopMbl HelipoaereHepaTu BHOTO
3a00JIeBaHU S ¢ KIMHUKOU MapKUHCOHU3-
Ma B CBSI3U C HAJIMUUEM IPYTUX HO30J10-
ruyeckux ¢hopM nNapKMHCOHU3Ma-TLIIOC.
CBoeBpeMeHHast nuarHoctuka bI'II
MO3BOJIUT YK€ Ha pAaHHUX CTAaAUSIX Ha3HA-
YaTh COOTBETCTBYIOILYI0 MHOTOOOPa3HBIM
MPOsIBJICHUSIM 0OJIE3HU CUMITTOMATHYE-
CKYI0 Tepanuio 1Jisl MOBBIILIEHU S Ka4yeCTBa
SKU3HU OOJIbHBIX U CHUKEHU I METUKO-
3KoOHOMMueckux 3arpar. JIB
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