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IMAHTOTEHAT KMHA3A-ACCOIIMMPOBAHHASI HEVPOJETEHEPALIUA
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Pesrome

IIpeocmasneno onucanue KIUHUYECKO20 CIYYAs AMUNUYHOU NO30Hel (DOpMbl, NAHMOMEHAMKUHA3A-ACCOYUUPO-
sannoul Hetipooecenepayuu (IIKAH) ¢ mepmunanvhotl cmaouu ¢ 0eO10mom Ha 4emeepmom OeCamuLemuu JHeusHu
u bvicmponpoepeccupyiowum meuenuem. Haubonee xapaxmepHoimu NPUsHAKamu 3a601e8aHusl y OAHHOU NAYUSHMKU
ObLIU CUHOPOM RAPKUHCOHUSMA, NUPAMUOHAS CUMAMOMAMUKA, PA3IUYHbIE SUNEPKUHE3bl, CHUNCEHUE KOSHUMUBHbIX
@yuryuii, denpeccus. Ilpu 0bocrosanuu OUAzHO3a ONUPATUCH HA XAPAKMEPHYIO KIUHUYECKYVIO KAPMUHY U MURUYHbIE
MPT — npusHaxu 6 gude cuMnmoma «21aza muepay». B cesasu ¢ omcymemeuem ¢ Hacmosiwee epems 3QhexmusHbix
Memo008 edeHust DONbHAS NOLYUANA CUMRMOMATUYECKoe JiedeHue.

KnioueBsle cnoBa: MaHTOTeHaTKWHa3a-accoluupoBaHHas HeliponmereHepamms (PKAN), oTnoxenue xenesa,
napkuHcoHu3M, MPT — cumnToMm «riaza turpa»
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PANTOTHENATE KINASE-ASSOCIATED NEURODEGENERATION
Novikova L.B., Akopyan A.P, Ziultsle K.M.
Bashkir State Medical University, Ufa, Russia

Abstract

The article presents a description of a clinical case of atypical late form of pantothenate kinase-associated neurode-
generation (PKAN) in the terminal stage with debut in the fourth decade of life and rapidly progressive course. The
most characteristic signs of the disease in this patient were parkinsonism syndrome, pyramidal symptoms, various
hyperkinesis, decreased cognitive functions, depression. The diagnosis was based on the characteristic clinical pic-
ture and typical MRI signs in the form of the “tiger eye” symptom. Due to the lack of effective treatment methods at
present, the patient received symptomatic treatment.
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Coxpawenusa: BI'lIl — Gone3np ["amneBopaena —
narna, BIII — Onennsiii map, KoA — xodepmeHT
A, HHXXI'M — HeilipogereHepanysi ¢ HaKOILUIEHUEM
)kesesa B roioBHOM mo3re, IIKAH — nanToreHarkruHa-
3a-accouuupoBaHHas Helipoxerenepanus (Pantothenate
Kinase-Associated Neurodegeneration).
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Heiiponerenepalius ¢ HAKOTICHUEM KeJe3a B FOJIOB-
HoM Mo3re (HHXKI'M) (anr. Neurodegeneration with
Brain Iron Accumulation (NBIA)) npexncrasiser coboit
KJIMHUYECKH M TEHETHYECKU TeTePOTSHHYIO IPYIINy Ha-
CJIC/ICTBCHHBIX 3a00JIeBaAHUH, OCHOBHOW OCOOCHHOCTHIO
KOTOPBIX SIBIISIETCS aHOMAJBHOE HAKOIUICHHE J>Kele3a
B 0Oa3anpHBIX ranmusax (onexnom mape (BI) u uepHoit
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cyocrantun)) [1]. Kopa, cTBOJ TOTOBHOTO MO3Ta U MO3-
JKEYOK MOTYT OBITh TaKKe MOPaKEHBI TMPH TAKEIBIX
nontunax HHXXI'M [2]. XoTs reHeTHUeckue MyTa-
uuud B reHe PANK?2 moryt BAusiTe Ha BCE€ CTPYKTYpbI
TOJIOBHOTO MO3Ta, MPEUMYIIECTBEHHO IOPAXKAIOTCS
Heripons! bl kak Hanbonee Ooraroii xene3om [3]. Ca-
Moii pacnpoctpaHerHoit ¢gopmoii HHXXI'M sensercs
oone3ns [ammepBopmena — Ilmarma (BI'LL), HA XoO-
Topyto mpuxonurcs 50-70% cmydaeB; BTOpoe MO Ha-
CTOTE BCTpEUaeMOCTH 3a0oJieBaHHe, OOYCIOBICHHOE
myTtarueit B reie PLA2G6 — «PLA2G6-accomuupo-
BaHHas HeWpoaereHepaus» (a1 PLA2G6-associated
neurodegeneration) [ 1, 4]. bosnee penkue GopMbl U3 3TON
TPyNITBl HeHpoaereHepaTHBHBIX 3a00ieBaHuil (paHHSIA
TUCTOHHS + MapKUHCOHU3M, HEHPOAKaHTOILMTO3, JHIIE-
tdanonarus Jles, neiipopeppuruHonarus u npyrue [5].
Il Bcex 3aboneBanuii rpynmnel HHXKI'M pacnipoctpa-
HeHHocTh coctaBiageT 0,1-0,3 ma 100 TeIC. Haceme-
Hus [1]. CommacHo Huang Yunpeng u coaBT. BeqymumMu
KIIMHUYECKIUMHE CHHIPOMAaMH SIBIISTFOTCS IIPOTPECCUPYIO-
IIMe IBUTaTENIbHBIC PACCTPOMCTBA U JeMeHITs [6].

BI'll Opma mepenMeHOBaHA B «IMAHTOTCHATKH-
Ha3a — acCOLMHUPOBAaHHYI0 HeHpoaereHeparuio»
(ITIKAH) (ammn. Pantothenate Kinase — Associated
Neurodegeneration (PKAN)), wunu «Heliponerenepa-
[IIO C HAKOTIJICHHEM JKelle3a B TOJJOBHOM MO3Te)» B CBA-
3u ¢ oTkpeiTHeM B 2001 T. reHa MaHTOTEHATKUHA3BI —
PANK2 [3, 7, 8]. 910 peakoe ayTOCOMHO-PELIECCUBHOE
3a0oieBaHue, Mopa)xxaroliee MPEUMYIIECTBEHHO JeTel
Y MOIIOJIBIX JTFOJIEH, CBSA3aHHOE C MyTalled B TeHe MaH-
toreHaTknHa3bl PANK?2, kxoTopelii koaupyeT mnepBbIit
tdepment OmocuHTeza Kodepmenta A (KoA) u3 man-
TOTEHOBOM KHCIOTH (BuTamuHa BYS) [9,10]. B mactos-
mee BpeMsi MOATBEPKAEHO okojo 120 myTanuii B reHe
PANK2, B ToM gncne okoso 80 MUCCEHC- U HOHCEHC-MY-
taruii [11]. 3aboneBaeMOCTb BO BCEM MHUpPE COCTABIISET
1-2: 1 000 000 nacenenus [12—14] u, coriacHO JaHHBIM
D. Brezavar u P.E. Bonnen, Bapsupyer ot 1: 396 006
y eBporneiines, 1: 1 526 982 y adpukanies, 1: 480 826
y JaTuHOaMepuKaHueB, 1: 523 551 y xxureneit Boctou-
HOM Asum u 1: 531 118 y xureneit FOxuoit Azum [14].
Berpeuarorcs kak cropagudeckue, Tak U CeMEHbIe
ciyuan [IKAH. B 3aBucumocTn oT BpeMeHH nebrora
BBIICISIFOT TpU (popMbl 3a0oNeBaHUs: pPaHHIOW JEeT-
CKyI0 (KJIaCCHYECKYI0) ¢ HadaioM B Bo3pacte 4—10 mer,
MTOJIPOCTKOBYIO (FOBEHWJIBHYIO) C HadajoM B BO3pPacTe
10—18 ner u MO37HIOK B3POCIYIO (aTHMUYHYI0) hopMy
¢ HawyajgoMm mocie 18-20 ner [15, 16]. Knaccuueckas
pannsisi hopma 3aboneBaHus cocrasisier 80% cinydae
I[IKAH. B uccnenoBannu S.Y. Hayflik u coaBr., myTta-
uu pu nozaued atunuaHol popme [TKAH 6butn 00-
HapykeHbl y 15% nanueHros [7].

Knuandeckass xapTHHA paHHEH W mMo3qHEH Qopm
IIKAH umeer cBou ocobeHHoctu. Kiaccuaecknii pan-
HUI TUT 3200JIEBaHUS XapaKTEPU3yETCsl IIPOTPECCHPYIO-
IIUMH SKCTPaTUPaMUAHBIMU HAPYIICHUSIMH, XapaKTep-
HOM 4epTOi KOTOPBIX SIBJISIOTCS JUCTOHHS, U3MEHEHUE
TTOXO/IKH, & TAaKXKe MCeBI00YIb0apHBIN CHHAPOM, TUTIEP-
pednekcus, cnactuaHocth. Yepes 10—15 net nmocie Ha-
yasa 3a00JeBaHNs OOJIBHBIE TEPSIOT CIIOCOOHOCTH K T1e-
pensrxkenuro [17, 18]. OpoMaHnuOynspHas AUCTOHUS
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0o0ycJIOBNHMBAeT 3aTpyqHEHHE pedn U au3aprpuro. Ha-
Omomatorcsi ToBeneHYeckre, ad(EeKTHBHbIE W MHe-
CTHYECKHE HapylIeHHs, aTpo(usi 3pUTEILHBIX HEPBOB,
SMUIIENTHYECKHE TpHUmagkd. Yacto oOHapyKHUBaeTcs
JIereHepaLs CeTYaTKy 110 TUIY TUTMEHTHOM peTHHomNa-
THHU, KOTOpas MOXKET MIPUBECTHU K KaTapakte [19].

JIns aTUMUYHBIX TTO3IHUX CIIy4aeB XapaKTepHBI MeJl-
JIEHHO TIPOTPECCUPYIOIINE HAPYIIESHHS: TTAPKUHCOHU3M,
CIIACTMYHOCTh B COYETAHWU C JAUCTOHHEH, HapyIIEHUSI
peun (nanmnanus, nu3aptpusi) [ 18]. PedeBrie paccTpoii-
cTBa B JicOroTe 3a00JIeBaHUs, PAaHHUE TIOBEIACHYECKUE,
KOTHUTHBHBIE U IPyTHE TICUXUYECKUE HAPYIICHUS, Pell-
KOCTh TIOPQKEHHUSI CEeTYAaTKU M JMUJIIENTUYECKUX TpHU-
MaJKOB OTIMYAIOT TMO3IHIOW (opMy 3a0oieBaHUS OT
KJIACCUYECKOM ¢ paHHUM HadajioM [ 18]. CHmkeHue Kor-
HUTHUBHBIX (YHKIWH, AETIPECCHS], 00CECCHBHO-KOMITYIIb-
CHUBHOE PacCTPOMCTBO, arpeCCUBHOCTh M acCOLHMAIbHOE
MoBeJieHHe, MU30(PEHONOA00HBIH IICUX03 HAOIIIOIAI0T-
cs npu Beex (opmax 3abonesanus [17]. CpenHee Bpemst
OT TOSIBJICHHUS NIEPBHIX KIMHUYECKAX CUMIITOMOB JI0 TIO-
CTaHOBKH JTMarHo3a Bapbupyer ot 2,5 g0 5,5 ner [13].

Junarnoctrka 3a00ileBaHNS OCHOBBIBACTCS Ha JIaH-
HBIX KJIMHUYECKOTO, HEHpOBHU3YyaIM3allMOHHOTO U Te-
HeTHdeckoro oOciemoBanus [9, 21, 22]. Hakornenue
xeine3a B BIII, u B MeHbIIel cTeneHu, B YepHOU CyO-
CTaHIMH OOYCIIOBITMBAET XapaKTEPHbIE KIMHUYECKUE
nposiBjieHUusT U u3MeHeHus npu MPT ronoBHoOro mMos-
ra — OOJIaCTH MO3ra ¢ OTIIOKEHUEM JKeJle3a UMEIOT TH-
MOMHTEHCUBHBINA CUrHaN B T2-pexxume U Ha Auddy3u-
OHHO — B3BEIIEHHBIX n300paxeHusx [20]. TunmmyapM
B T2-pexnmMe Ha akCHalbHBIX cpe3ax, B mpoekuuu bIII
SBIISIETCS CUMIITOM «Taza Turpay [9, 21, 22]. Oror de-
HOMEH (POPMHUPYETCS B BUIEC CHMMETPHUYHOTO CHHKCHUS
nHTeHCHBHOCTH curHana oT bILl B couerannu ¢ HeEOOIb-
LIOW THIIEPUHTEHCUBHON 30HOM B MX IEpeaHE—MEIU-
aJHbHOHN YaCTH, M MOXET IMPEIIeCTBOBATh KIIMHUYECKUM
npusHakam 3abosieBanust [20]. CTeneHb OTI0KEHHS Ke-
ne3a B 0a3albHBIX TAaHIIIMSAX 3aBUCHT OT BO3pPAacTa Maln-
€HTa, He OOHApYKUBAETCS NPU POKACHUN W HE UMEET
CYIIIECTBEHHOH CBSI3U C HEBPOJIIOTUYECKON CUMITTOMATH-
KOM, 4TO CIyXHT auddepeHranbHO-AMarHoCTHIECKUM
npu3HakoM [21]. [lo maHHBIM JUTEpaTyphl, BHISIBICHUE
¢enomena «rmaza turpa» Ha MPT romoBHoro mosra
omepexkaeT KIMHHYECKUE TPOsSBIIEHUS 0ONIe3HHU, a Cpo-
KH TOSIBJICHYSI TAHHOTO ()eHOMEHA BapralesibHbI [23].

Tepanesruueckue Bo3mMoxkHoctu npu [IKAH Becsh-
Ma orpanuueHs [9, 15, 16, 23, 28, 29]. Tepanus HocUT
CUMITOMAaTUYECKUI XapaKTep, MPUMEHSIIOTCS arOHUCTHI
N0(haMHUHOBBIX PELENTOPOB, aMaHTAIMH, AHTHXOJWH-
3CTepasHbIe Tpernaparbl, OeH30Ha3eNHBI, MHOpEIaK-
caHThl, 00TynoTOKCHH [25]. TlepCreKTUBHBIM Hampas-
nenueM B jeueHuu I[IKAH sBasercs ucnonb3oBaHue
MAaHTOTEHOBOM KWCIOTH! (BuTamMuHa B;), 9To mpendr-
CTBYET HAKOIUICHMIO eJie3a B FTOJIOBHOM Mo3re [24, 26,
27]. B Hacrosimiee Bpems HCCIEAYIOTCSI HECKOJIBKO Tepa-
MEBTHYECKUX HAIPaBIEHUH, KOTOPbIE MOXKHO CIPYIIIH-
pOBaTh MO YETHIPEM OCHOBHBIM T'pyIIaM: XEIHPOBAHUE
Keneza (medepokcamuH, nedepunpoH u aedepasu-
pokc), mobasnenne Meradonuto (PZ-2891 — B cra-
JTUU UCCIICAOBAHUS) ISl BOCCTAHOBJICHHUS MeTaboIu4e-
ckoro nedunura KoA, meron aktuanmu PANK3 mns
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BoccraHoBJeHus! KoA 1 GpochonaHToTeHOBOM KUCIIOTHI,
TeHHasl Tepanus sl BBeAeH!Us (YHKIHNOHAIBHON KOTIMU
rena PANK?2 [9, 24, 25, 27-29]. ledhepunpon — mpe-
mapar xejara jKene3a 3aMelUIieT IPOTrpeccHpoBaHUE
3a0oneBanus. [lo pesymbraram paHAOMH3UPOBAHHOTO
1ane00 KOHTPOIMPYEMOTO HCCIIEAOBaHNS IPUMEHEHNE
(ocMeTIIaHTOTeHATa HE MPUBENIO K YIIyYIICHUIO Hapy-
meHHbIX pyHkumi y 6ompabX [IKAH [30].

Hcnonp3yrores Taxke XUpypruueckue MeTo bl Jieue-
HUSI, TaKUMe KaK IIyOOKasi CTUMYJISILHMS MO3Ta, JAroInas
OBICTPBII, HO OTHOCHUTENIBHO KpaTkuii 3¢(dekT — mpo-
rpeccUpyIoOlni XapakTep 3a0ojieBaHusI CHOCOOCTBYET
BO3BpAILIEHUIO CHMITOMOB. Pexke mpuMeHSIOT apyrue
XUPYPrUUECKUEe METoAbl — aONsLUOHHAS MNaIHI0-
ToMUS WK Tamamoromus [14, 27, 31, 32]. V nauuen-
TOB C TSDKEJIOHW AMCTOHHEHW M CHACTUYHOCTBIO MOKET
WCIIOJIb30BAThCSI MHTpATeKallbHas Tmomma ¢ Oaxiode-
HoM [16, 17].

[MpuBoguM KIWHWYECKOE HaOIOnEeHWe — ciydas
ITIKAH. ITanuentka X., 57 nert, Opu1a 1O0CTaBlIeHa B Oec-
CO3HATEJILHOM COCTOSHUHM U3 MaHCHOHATa JUIsl IpecTa-
PEBIX JIoACH MO JTMHUN CKOPOH MEIULIMHCKOM IOMOIIH
C MOJO3PEHUEM Ha OCTPOE HapyIIeHHE MO3TOBOTO KO-
BOOOpAIIeHHS.

W3 anamHe3a, Mo JaHHBIM MEAWIIMHCKOW TOKYMEH-
TalM, CTaJl0 M3BECTHO, YTO MAIMEHTKa B BO3pacTe
46 net crana OTMe4YaTb HEJIOBKOCTh M CKOBAHHOCTh CHa-
YaJia B JIEBOW HOTE, MO3Ke B JIeBOi pyke. HabOmromamacek
Yy HEBPOJIOTA 110 MECTY KHUTENbCTBA 10 ITOBOY OOJIE3HH
[Napkuncona. Ilpuanmana wakom 250/25 mr mo 1 Tta-
Onetke 4 pasza B 1eHb U IpoHOpaH 50 mr mo 1 tabneTke
4 pasza B IIeHb, C KJIMHUYECKHU 3HAYMMBIM TIOJIOKHUTENb-
HbIM 3¢ dekxTom. B 2016 1. Biepsbie Obuia caenana MPT
TOJIOBHOTO MO3ra, IJ¢ BBISBICHA KapTHMHA CUMMETpPUY-
HOTO 0YaroBOrO M3MEHEHUs 0a3ajbHBIX siaep (CKopiy-
1a), TUIOMHTEHCUBHBIH CUMMETPUYHBIA CHTHAJ B pe-
xkume T2 or BII, o0ycloBIEeHHBIA JCMOHUPOBAHUEM
xenesza. B 2019 r. B Bo3pacte 54 net B cBs3U ¢ yXyalle-
HUEM COCTOSIHUS Obljla TOCIUTAIM3UPOBAHA C Kayo0a-
MH Ha OLIyIIEHHE CKOBAHHOCTH B SI3bIKE, MBILIIAX LICH,
KHUBOTA, SMU30JMUECKOE TIOTIEPXUBAaHUE BO BPEMS €Ibl,
3aTpyIHEHHs IPU X0Ab0e, ageHus], HeAep>)KaHUe MOYH,
3aropsl.

B HeBponornueckom craryce BBISBIISIACH TIOJIUMOP-
¢Hasi cMMITOMaTHKa C TpeoOiaJaHueM JKCTparupa-
MHUJIHBIX PAaCCTPOHCTB — aMHOCTATHUECKUI CHHOPOM,
JTUCTOHHHM, TU3APTPHs, MUpaMHUIHAs HEIOCTaTOYHOCTH,
runeppedaeKTopHbIii ModeBoi my3sips. MPT romoBHO-
ro mMo3ra: ¢ obeux cropoH B bIII 30Ha runepuHTEHCHB-
Horo MP-curnana B pexxumax T2 IBU u T2 FLAIR; Ta
e 30Ha B pexkuMe 11 nMeeT THITOMHTEHCUBHBIN CUTHAI,
MPU3HAKU ape30pOTUBHOM BHYTPEHHEH ruapouedaium.

JlaHHbIE KOHCYJIbTallUd CHEUUAIMCTOB: MCUXOTEpa-
MEBT — OPraHUYECKOE PACCTPOUCTBO ICUXUKHU C acTe-
HUYECKUMH TPOSABICHUSIMH, CHIDKEHHEM HHTEIIEK-
TyaJbHO-MHECTUYECKUX (YHKLUHUIH, 3MOLMOHANBHON
HEYCTOWYHBOCTBIO, TPEBOKHO-IEMPECCUBHBIM CHHIPO-
MOM, OOYCIJIOBJICHHBIE COMAaTHYECKHUM HEOIaromnoaydu-
€M, YMEPEHHOW CTEeTNeHH BBIPaXEHHOCTH; JIOTOIEN —
nceBnoOyap0apHas Iu3apTpus YMEPEHHOH CTeneHu
BBIPQKEHHOCTH; OPTaIbMOJNOT — JHCKH 3PUTEIBHBIX
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HEPBOB PO30BbIE TOMOTEHHBIE, I'PAHUIIBl SCHbIE, UHB-
eKIIMM BEH, apTrepuockiepo3. Helponcuxonorunueckoe
UCCIEI0BAaHUE C IIPUMEHEHHEM MOHpEaAIbCKOM IIKAJIbI
OIIEHKH KOTHUTHBHBIX (yHKIMA — 20 0amioB (ymepeH-
HOE CHIYKEHUE KOTHHUTUBHBIX (DYHKITHIHA).

Ha ocnoBanuu >xano0 OOJbHOM, HaHHBIX HEBPOJIO-
THYECKOTO WCCIICIOBAHUS — JU3apTpusi, OuchoHHs,
CHUMIITOMBI HaCHUJIBCTBEHHOTO CMEXa W Ilaya, CIIOHOT-
€ueHHue, JMCTOHHS s3bIKa (HETPOM3BOJIbHbIE HACHIIb-
CTBEHHBIE BBICOBBIBaHMS), OnedapocnasM, KaMITOKOP-
MUsl, OpaJuKWHE3Ws, aXeHMpoKHHe3, THIeppediIeKcus;
JAHHBIX HEHpPOBHU3YalU3allMOHHOTO MCCIEIOBAaHUS ObLI
MOCTaBJIEH AMArHO3: HeWpojereHepalys ¢ HaKOIUIeHH-
€M JKesie3a B royloBHOM Mo3re. bonesus ["amnepBopae-
Ha-1llmata ¢ BBIpaKEHHBIMU OSKCTPAUPAMUIHBIMU
U MUPAMHUIHBIMH HapyLIEHUSIMH, [TOCTYypaJIbHOW HeEy-
CTOWYHMBOCTBIO, MCEBAO0YIHOAPHBIM CHHAPOMOM, CTa-
TO-JIOKOMOTOPHOH AWCYHKIHMEH, HapylieHueM (yHK-
UM Ta30BBIX OPraHOB, YMEPEHHBIMH KOTHUTHBHBIMHU
U JCTPECCUBHBIMHU PACCTPONUCTBAMH, COLIMATILHO-OBITO-
BOM Je3anantauuen. [IpoBogunace cuMnroMaruyeckas
Tepanus: OOTyJIMHOTEpanus A KOppeKuuu Onedapo-
crasMa mpernaparoM OotyiaoTokcud tuna A (Jucmopr)
500 EJl 1 mpOoTMBONApKUHCOHUUYECKUE CPENCTBA, YUU-
TBIBasl HAIMYHE PUTHIHOCTH U KamnTokopmun. Ha done
JIeYeHUs] OTMedaaach HE3HAYUTEIbHAS MOJIOKUTEIbHAS
JMHAMUKA B BHJIE YMEHbBIIEHHUS THIIEPTOHYCA MBITIIL] KH-
BOTa M KPYroBOH MbIIIBI IMMa3. beuto pexoMeHmoBaHO
MEINKO — Te€HeTHYEeCKOe KOHCYIbTHpoBaHUE. B Teue-
HHE 2 JIET COCTOSIHME OOJIBHOM MPOAOIDKAI0 yXyAIaTh-
csi, HapacTaix HeBpolornieckuil neunut. bonbHas me-
pecTaja caMOCTOSITETIbHO XOIUTb.

Hpyrue nepeneceHHble 3a00J€BaHUS: aNmeHIIKTO-
MU B MOJIOIOCTH, YEPETTHO-MO3T0Basi TpaBMa, Ijiedeso-
NaTOYHBIA NepuapTpo3 cieBa. Mmemudeckas Oone3Hb
cepaua. CTeHoKapaus HalpsoKeHUs. XpOHUYECKas cep-
JeYHast HeJOCTaTOYHOCTh I, QyHKIMoHaNBHBIH Kiace 11.
HacnencTtBeHnbIli aHaMHE3 He oTgromieH. PasBenena,
umeet 10ub. OOpa3oBaHue CpeHE-CIICIUAIbHOE, pado-
Tana AupexkropoM kiryba. Musamuz I rpynmost.

OOBeKTUBHBIA CTaTyc MpH MOCTYIUIEHUH B KJIWHU-
Ky: COCTOSIHUE TSKEJIO€, YPOBEHb CO3HAHHUS IO LIKajie
koMbl [1a3ro 9 6ammoB — comop. OTMeUaroTCs OMBIT-
KU OTKpBIBaHUS IM1a3 Ha OojeBoe pasmpaxeHnue. Macca
tena 38 xr, poct 147 cm. Jleduuut maccel Tena (MHIEKC
Macchl Tena 17,6). KoxxHble OKpOBHI ONeqHbIe, CyXue.
JpixaHne uepe3 ecTeCTBEHHBIE [bIXaTelbHbIE MYTH.
l'emomunamuka crabuinbHas. ApTepuanbHOE HaBie-
HHe 95/60 MM PT. CT., YaCTOTa CEpACUHBIX COKPALICHUHN
(UCC) 75 ynapos B muH. Cep/ieqHbIe TOHBI pUTMUAYHBIE,
MPUITYLIeHBI. AYCKYyIbTaTUBHO C 00EMX CTOPOH JbIXa-
HHE 0CJIa0JICHHOE B HI)KHUX OTHeNax Jerkux. Moyeunc-
MycKaHue 1o karerepy. OKCUreHoTepanus 4epe3 Hoco-
BbIe KaHioau. HyTpuTHBHAs nopepxkka.

Hesposioruueckuii cratyc: 3padkd paBHbIC, (o-
TOpEaKuusl >KuBas. 3a MOJOTOYKOM He cieaut. Bzop
He ¢ukcupyer. brnedapocnasm. Pedunekcsl opaisHOTO
aBTomMarusMa. [morounblii peduiekc oxwuBieH. JInio
cumMeTpuuHoe. Jnddy3Hoe NOBBHINIEHHE MBIIIECYHO-
ro TOHyCa IO 3KCTPAaUPaMHUIHOMY THILY, CHMIITOM
«3ybuaroro konecay. [mybokue peduiekchl OXUBIICHBI,
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D < S, Opromnbie pedeKchl BBI3BIBAIOTCS, pPABHOMEPHO
cHkeHsl. [latonornueckux pednekcos Het. YacTuunas
KOHTPAKTypa JIEBOTO TUIEUEBOTrO cycTaBa. UyBCTBHTEIb-
HOCTb OLIEHUTb HE YJAeTCsl B BUAY TSIKECTH COCTOSHHUS.
MeHuHTeanbHbIe 3HAKH OTPHIIATEIIbHEIC.

Pesynbrarel 1a00paTOpHO-UHCTPYMEHTAJIBHBIX HC-
CIIe/IOBaHWI: OOMIMH aHAM3 KPOBH — JPHUTPOLIUTHI
4,93 x 10'?/n1, remorno6un — 130 /11, TPOMOOIIUTH —
263 x 10'%/n, nefikorurer — 8,6 x 10°/m, ckopocTh
ocCelaHusi IPUTPOIHUTOB — 19 MM/4; OHMOXHMUYECKUit
aHalM3 KpOBH — 00IIMiA O6enok 69 r/1, OumupyOons —
36,3 mmonb/i1, kpeatTuHUH — 40 MMOJIB/JI, MOUEBHHA —
3,5 Mmonb/a, acnapratamMmuHoTpancepaza — 14 En/n,
anmannHamMuHOTpaHc(hepasza — 7 En/n, kpeaturdocdo-
kuHaza — 83 En/n, xonecrepun — 5,91 MMomb/J1, Ha-
Tpuit — 142 MMons/m, kanuit — 4,2 mmods/i. [pusHaku
THIIEPKOATYIISIIH TI0 JaHHBIM KOAryJlnorpaMMbl — Q-
Opunoren 4,4 1/11, pacTBOpuMble (GUOPUHMOHOMEPHBIE
KOMILJIEKCHI 4,5.

AHanu3 nuKBopa: OecIBETHBIN, MPO3PAYHBIN, IUTO3
1 xi1 B 1 Mk, Oemox 0,16 /1, mmroko3a 3,88 MMOJIE/TI,
naxrar 2,29 mmons/n, peakuus [lanam oTpuriarenpHas.

Onekrpokapauorpadus: cunycoblii putm ¢ UCC 85
B MHUH., KDYITHOOYAaroBble U3MEHEHUs] HWKHEH CTCHKH.
Hapymenune nporeccoB penonspu3anny nepeaHe-mepe-
TOPOJOYHO-BEPXYILECYHON CTEHKH (10 THUITY UILEMHH).

Oxokapauorpadus: YIUIOTHGHHUE aoOpThl, pa3Mepsl
KaMep cepAla B Ipeenax HOpMbl, COKpaTUTeIbHas CII0-
COOHOCTh MHOKAp/ia JIEBOTO KENy/I0YKa HE HapyIIcHa,
¢pakuus Beropoca 61%.

Pentrenorpadus rpyaHON KIETKH MPH MTOCTYIUICHAN
B CTallMOHAP — XPOHUYECKUH OPOHXUT. AOPTOKAapINO-
CKJIEpO3.

Pentrenorpadus rpynHol KIETKH B JUHAMHIKE — 3a-
CTOIHBIE JIeTKHe. XpOHUYECKUH OpOHXUT. AOpTOKapau-
OCKJIEPO3.

VYibTpa3BykoBO€ JIYIJIEKCHOE CKAHUPOBAHWUE Maru-
CTpaJbHBIX apTEPHUil TOJIOBHL: HaYaJbHbIC IPU3HAKH aTe-
pockiepo3a.

RESEARCHES AND CLINICAL REPORTS

Ha KT ronoBHOro Mo3ra nmpu3Haku 3aMeCTUTEIbHOU
runponedaniu Ha GoHe arpoduu roaoBHOTO Mo3ra. KT
B aHTHOrpauyuecKkoM U mep(y3uoHHOM peKUMax Oe3
MaToJIOTUH.

MPT rosoBHOro Mo3ra: ape30pOTHBHAs BHYTpEH-
Hss TuApouedanus, CTPyKTYPHbIE N3MEHEHUS! OIeIHbIX
nrapoB B T2 pexume, peHOMEH «iaza Turpay» (puc.l a,
0) u aTrpodudeckrie U3MEHEHUs! OONBIINX MONYIIapUH,
Mo3xeuka (puc.l 6, B).

OcmoTp o¢TanbEMoI0ra: TMIepTOHNYECKas aHTHoa-
THS. AHTHOCKJIEPO3 CETYATKH.

KoHcynpramus xapanosora: uiieMuieckas 0one3Hb
cepana. [TocTuHpapKTHEIN KapAHOCKIepo3 (10 JaHHBIM
OKT'). XpoHudeckas cepiedHasi HEIOCTAaTOYHOCTH I.
®dyuknmroHaNbHbIA Kitace 1l ¢ coxpaHeHHol (pakineit
BEIOpOCa. 3aCTOWHBIE JIETKHE.

YuutbsiBas aHaMHE3, KIIMHUYECKUE U HEMPOBU3yaIH-
3allMOHHbBIC JaHHbIE OONBbHOW OBLI MOCTaBJIEH AMArHO3:
HelposiereHepaTuBHOE 3a00JieBaHHE C HaKOIUIEHHEM
JKeje3a B TOJIOBHOM MO3re (IaHTOTEHATKHHA3a-acco-
UUPOBaHHAsI HeWpolereHepanys), arunudHas ¢Gopma,
ObICTpOIIpOTrpeccUpyIoliee TEYEHHWE, TEePMHUHAIbHASL
CTaus.

3a nepuoy HaOMrOMEeHNs OONBHON B OTACIICHNN HEll-
popeaHnMaliy OTMeYanach OTpHUIaTeIbHas JMHAMHUKA
B BUJE YIIyONeHHs HapyIIEHHUs CO3HaHHs IO aTOHHU-
yeckod koMbl [II, 4To moTpeboBano HMCKyCCTBEHHON
BEHTWISALIMU JIETKUX 4Yepe3 MHTYOALHMOHHYIO TPYOKY.
IemonnHamuKa HecTaOMIIbHAS MONJEPKUBAIACH BAa30-
npeccopamu. AprepuaibHoe naBieHue 60/40 MM pT.
cT., UHCC 45 ynmapoB B MuH. CepaeyHble TOHBI apuT-
Mu4Hble, Tiryxue. Ha 4-e cyTku npeObIBaHUS B OTHAE-
JIEHUU HACTYIWJIO PE3Koe YXyAIIeHHE COCTOSHUSA, YTO
noTpeOoBai0 MHTEHCUBHBIX PEAHHMAIIMOHHBIX MEPO-
MPUATHI, KOTOpbIe TPOBOAUIUCH B TedeHue 30 MUHYT,
Ha (OHE KOTOPHIX NPOM30ILIA OCTAHOBKA KPOBOOOpa-
mienust. KoncrarupoBana 6uonorndeckas cMepth. [la-
TOJIOTOAHATOMHUYECKOE HCCIeIOBAaHUE HE IPOBOAM-
JIOCh.

Puc. 1 MPT ronosHoro mo3ra — pexxumsl T1, T2, DWI; a, 6 — cuMnTom «1iaza TUrpay; 0, B— arpoduuecKiue N3MEHEHHUS BElleCTBa
TOJIOBHOTO MO3Ta
Fig. 1 MRI of the brain — T1, T2, DWI; a, 6 — “tiger eye” symptom; 6, B — atrophic changes in the brain tissue
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NCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

O0cyxnenue. B KIMHUYECKUX MPOSBICHUSX IMpe.-
cTaBIieHHOTO cirydast atunuaHoi ¢popmbl [IKAH ¢ o3n-
HUM HadajoM JIOMUHUPOBAJIM CHUMITOMBI MapKHHCO-
HU3Ma Hapsily C MBILIEYHON NHUCTOHHEH, TUPAMHUIHON
HEIOCTaTOYHOCTBIO, KOTHUTUBHBIMU H ad)(EKTHUBHBIMU
paccrpoiictBamu. bonesns mebroTnpoBasia B BO3pacTe
46 et mpuU3HAKaMH aMHUOCTATUYECKOTO CHHAPOMA, YTO
TUIWYHO AJIS1 O3AHUX (opM 3a00JeBaHUS C MOCIENy-
IOIIUM TIPUCOEAVMHEHNEM CHMIITOMOB HAaJIbsIEPHOTO
napanuya: Mporpeccupyroleil mocTypanbHONW HEYyCTOM-
YHBOCTH C MAaJCHUSIMH, aBTOHOMHOU AuchyHKIuu (Ha-
pyiieHre (QYyHKIUH MOYEBOIO IMy3bIps, KOHCTUIALKS),
KOTHUTUBHBIX M addexktuBHbIX Hapymenuid. [Tporpec-
CHUPYIOLIMHA HEHpOdereHepaTUBHBIN MPOLECC, CBS3aH-
HBIH ¢ HapylIeHHeM TroMeocTasa jKejle3a y MalueHTKH,
B TEPMUHAJIBHON CTaZuM SBWICA NPUYMHOM HOpaxe-
HUS KU3HEHHO Ba)XXKHBIX CTPYKTYp TOJIOBHOTO MO3Ta,
¢ ymIyOJIeHueM YPOBHS HapyLICHHUS! CO3HAHUS OT COIO-
pa J0 KOMBI, YTO MPHUBENO K JIETAIBHOMY HUCXOAY. XOT4,
[0 IaHHBIM HEKOTOPBIX aBTOPOB, aTUNUYHAS (HO3IHSA)
¢dopma [TKAH nporekaer OnaronpustHee paHHUX HOpM
3a00eBaHMs, TEM HE MEHEe, ONMCAHbI TALMEHTHI C PaH-
HUM HadajioM 3a00JIeBaHuUs, HO MEJIEHHBIM NPOTPECCH-
POBaHHEM M MALMEHTHI C TIO3IHUM HAaYalIoOM U OBICTPHIM
nporpeccupoBanuem [16, 17, 24].

Huarnoctuka [IKAH npencraBnsier TpygHOCTH
B CBSI3H C MOTMMOP(HU3MOM HEBPOJIOTHYECKUX CUMIITO-
MOB, OCHOBBIBA€TCSl Ha aHAJIM3€ KIMHUKO-HEHpOBH3ya-
JU3AIMOHHBIX JAaHHBIX U TEHETUYECKOM HCCIIEI0BaHNH,
Mpu KOTOpOoM HaxonsT nedekrt B okyce PANK?2 y mo-
JABJISIONIETO OOJILIIIMHCTBA OOJNBHBIX C PaHHUMHU (HOp-
MaMH 3a00JIeBaHMS, B OTIIMYHE, OT MTO3IHUX aTUIIHIHBIX
dopm [9, 21, 22, 26,27]. S.J. Hayflick, M. Hartman u co-
aBT. MCCJICAOBAM KOPPEJSLUI0 MEXIY H3MEHEHUSIMH
Ha MPT B pexxume T2 1 HanmmureM reHeTHYECKUX MyTa-
uuii y 49 nanuentoB ¢ NBIA, u3 koTopbix 29 nauueHToB
nvenu myTaruio PANK?2 [26]. beina mokazana xoppe-
JSIMA MeXIy (EHOMEHOM «Iyla3a TUTpa» U HaJudhueM
myTtanuu reHa PANK2 — y Bcex manneHToB ¢ MyTalu-
SMH MMeJICS JMaHHbIi cnenuduueckuid MPT-narreps.
DTOT MpH3HAK HEe HAOIOMAJNCsl HU B OIHOM HCCIEIO0-
BaHWH y 20 manueHTOB 0e3 MyTaluid, a ONpenessiiach
TOJIBKO TMIIOMHTEHCUBHOCTh CUTHAJIA OT CTpyKTyp BIIIL.
HmeHHO KIaccuueckuil BapuaHT 3a001eBaHus ¢ 1e0ro-
TOM B pPaHHEM JIETCKOM BO3pacTe CBsI3aH ¢ MyTaluein
B rene PANK?2, npu mo3gnelt atunudHoi ¢popme MyTa-
UK BCTpedasnch pexe — y 1/3 manuenrtos ¢ [TIKAH [3,
7]. B nuteparype umeercs onucanue ciaydas 1IKAH
C paHHUM JeOI0TOM B 8-JIETHEM BO3pacTe, TUITHYHBIM
narrepHoM Ha MPT — «masa turpa», Korma MyTaius
reHa ObLIa BBISBJICHA ITyTEM IOJIHOTO CEKBEHUPOBAHUS
reHoma gepes 6 JeT oT Havyaja 3abosneBanus. [IpoBoaus-
HIMICA 0 3TOr0 MOJIEKYJISPHO-TEHETUYECKU aHaIu3
HE J1aJl UICKOMOTO PEe3yJbTara IO BBIBICHUIO MyTallu
PANK2 [20].

B ciydasx oTcyTCTBUSI T€HETHUECKOTO HMCCIIEAOBa-
HUS, KaK B HAIlIEM CITy4ae, UM OTPHUIIATEIbHOTO PE3YIib-
Tara Ha MyTtanuio reHa PANK?2 Benymias nuarHoctu-
yeckasgs U IudQepeHIrnanbHO-IUarHOCTUYEeCKas POIb
MPUHAIEKUT KIMHUKO-HEMPOBH3yaIH3alluOHHBIM JaH-
HeM. Hapsiny ¢ tunmnunsiMu juia [IKAH cumnromamu
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MIPOTPECCUPYIOMIETO TOPAKEHHUST IKCTPATUPAMUIHOM,
MUPaMUAHON CUCTEM, KOTHUTUBHOU U 3MOIIMOHAIBLHOM
c(epsl y HallleH MAIMEHTKH UMEJTUCh XapaKTepHbIC HEl-
POBU3yaNU3alMOHHbIC IPU3HAKY B BUJE AaTTepHA «IJIa-
3a TUTpa» Hapsay ¢ nepedpanbHoil atpoduei. merot-
csl IaHHble 00 yracaHWW TMIOMHTEHCHBHOCTH CHTHala
B oOmactu OnemHoro mapa B T2-pexume MPT BIioTh
JI0 €T0 MOJHOTO UCYE3HOBEHHSI CO BPEMEHEM, a IpU3Ha-
KU aTpoduu OONBIIMX MONYIIAPUN WM MOIKEUKA SIB-
JSI0TCS 00JIee PacpoOCTPaHEHHBIMU U 00Iee TSHKEIbIMU
y MalMeHToB 0e3 MyTaluid, CpEeAN KOTOPBIX HE BBISBIIS-
eTcs creu()UIecKUX U3MEHEHHUH B BUAE NATTEpHA «IJIa-
3a turpay [22]. Tunwmasemm s manuentoB ¢ [IKAH
SIBJISIETCSl CHIDKEHUE CUTHAJIA OT OJIeTHOTO Iapa u 4ep-
HOW CyOCTaHIIMU, pexKe OT 3yOuarsix siziep B T2 pexxume
MPT. [IKAH — x0T u camoe pacnpoCTpaHEHHOE, HO
HE eIMHCTBEHHOE 3a0o0JieBaHue, CBSI3aHHOE C Hapyle-
HHEM MeTa0oJIM3Ma U OTIOKEHHEM JKelle3a B TOJIOBHOM
MO3re, K HUIM OTHOCSITCS: MYJIBTHCHCTEMHasi arpodus,
6one3np Bunmscona—Konopanosa (BBK), 6one3ns ['en-
TUHITOHA, PACCEeSHHBIN CKJIepo3, HelpohudpoMaros,
OIJHAKO OTIMYAETCS OCOOEHHOCTSAMHU BH3yaIM3aLMOH-
HOW KapTHHBI W KIMHUYECKUMHU NPOSIBIECHUSAMH [33—
38]. OcobeHHOCTIME HEMPOBHU3YATH3AINA TTPU OOJIE3HU
Bunbscona—KoHoBan0Ba SBISIETCS HAJIWYUE TUIEPUH-
TEHCHBHBIX 0YaroB B IIOAKOPKOBBIX Y3JlaX, CpEeIHEM
MO3r€ U TAIAMYCE C XapaKTEPHOU KapTUHOM «JIULO IIaH-
1eD». [lpu 6oneznn @apa metomoM BeIOOpa siBisiercs KT
TOJIOBHOTO MO3ra, ¢ MOMOIIBI0 KOTOPOTO BBISBIISIOTCS
MHO)KECTBCHHBIE THUIICPUHTEHCHBHBIE OYard OTJIOXKe-
HUsI coiedd Kanmplws. [ mMynsTucucTeMHO# arpoduu
Ha MPT TUNHUYHBI TUIEPUHTEHCUBHBIE 30HBI B KPACHBIX
saapax, B o0macTu 3yOuareix siep, MOCTa TOJOBHOTO
MO3Tra, «CUMITOM ropsaero kpecrta» [34, 38]. Ilpu 6o-
ne3nn [lapkuHCOHA B 3aBUCHMOCTHU OT CTaauu 3aboJe-
BaHMS BU3YAJIN3UPYETCS] HAKOIUICHHE jKeJie3a B YepHOMH
cyOcTaHIuu, nanee B OJSTHOM IIape U CKOPITyTe CHM-
METPHUYHO, CUMIITOM «IJla3a TUIPa» OTCYTCTBYeT. Jlis
Oosie3Hn [eHTHHITOHA XapaKTepHBI IPU3HAKK aTpodhuu
xBocraroro siapa. [lpu paccestHHOM ckiepo3e odaru ae-
noHupoBaHus xene3a Ha MPT HaxonmsdT B TIIyOMHHBIX
OTZEJIax TOJIOBHOTO MO3ra ¢ 06enx ctopoH. Kpome toro,
HaOmonaeTcs yBEeNMYCHUE HAKOIUIGHHS jKene3a B To-
JIOBHOM MO3Te, 0COOCHHO B 00MacTH 0a3albHBIX sIep,
yTO ToaTBepkaaeTcs manapiMu MPT [34, 35]. C amar-
HOCTHYECKOH LEJbI0 I OOJIHBIX Pa3HbIX BO3PACTHBIX
TpyMI, UMEIOUINX 3KCTpalMpaMUIHbIE U JpyTrue pac-
CTPOWCTBA, PEKOMEHAYIOT BKItoyarh npu MPT-uccne-
JIOBAaHHH JKEJIE304YBCTBUTENBHYIO METOIUKY T2*-B3Be-
MIeHHBIX n300paxenuit (T2*-W wm T2%*) [3, 34, 35].
[Mo3mHKe cnyyan HeoOXOMUMO KIMHUYECKH TUudQepeH-
UPOBaTh C APYTMMH HEHpPOAETeHEPaTUBHBIMU 3a0oie-
BaHHsAMU: Oone3Hb [lapkuHcoHa, Oone3Hb AU Py3HBIX
tenen Jlesu, 6ose3ns Buinbcona—KonoBanosa, 00j1€3Hb
dapa, Heiipodeppurnnonarusi. OcOOEHHOCTHIO TAPKUH-
COHM3Ma B ciyvasx ¢ mytauueit B rene PLA2G6 sBius-
€TCsl COueTaHHe SKCTPAMUPAMUIHBIX C MUPAMUIHBIMU
JBUTaTelIbHBIMU HApyLICHUSMH, HaJHYHe MYIbTU(O-
KaJbHBIX TUCTOHUI, paHHHE KOTHUTHUBHBIE HApyIIEHUS.
Juctonuu, xopes ABIAIOTCS NEPBBIMU MPU3HAKaMH 00-
JIe3HU TIpH HeWpodeppuTuHOnaTHu ¢ 0ojiee MO3IHUM
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MpUCOeIMHEHHEM MapKuHcoHu3Ma [39]. s Gose3Hu
Bunbcona—KoHOBajI0Ba THIHMYHBIMHA CHMIITOMAMHM SIB-
JISTIOTCS TPEMOP, PUTHIHOCTE. J[narHo3 monrBepkaaet-
Csl BBICOKHIM COZIEp)KaHWEM M B CHIBOPOTKE KPOBH.
Bonesnr TenTunrrona (Bapmant Becrdans roHomie-
CKHH) OTIINYAeTCS aKHMHETUKO-PUTHIHBIM CHHIPOMOM,
yT0 Takke xapaktepHo g [IKAH, Ho ayrocomHo-10-
MUHAHTHBIN THI HaclieMOBaHUs U sBisieTcs nuddepen-
[IAATFHO — TUATHOCTHYECKUM KPUTEPUEM.

MexaHU3MBl HAaKOIIJICHHS JKele3a B CTPYKTypax ro-
JIOBHOTO MO3Ta MPOI0JDKAIOT H3yUaThCs B TeHE3€ HEHPO-
JIETeHepaIlii, YTO BO3MOXKHO TOBIHSAET Ha pa3padoTKy
HOBBIX TEPANEeBTUYECKUX cTpareruit [9, 24, 25, 27-29,
37].

3akaouenne. OCOOGEHHOCTBIO TIPEACTABICHHOIO
KImHnYeckoro HaomroneHus nanuenTtku ¢ [IKAH saBu-
Jach MO3MHsAsA MaHu(ecTaus 3a00eBaHMs C OBICTPHIM
IIPOTPECCUPOBAHIEM ITATOJIOTMUYECKOTO TIporiecca. XOTs
B HACTOSIIEE BpPEMs HE CYIICCTBYET CHEHM(PHUSCKUX
METOZIOB JIEUEHHs JaHHOTO 3a00JIeBaHUs, CBOEBPEMEH-
Hasi TUAarHOCTHKA ITO3BOJHT YK€ Ha PaHHUX CTaTUAX
Ha3Ha4aTh ONTUMAIBHYIO CHMIITOMAaTHYECKYO TEPAITHIO
JUTSI TIOBBITIICHUS] KA4€CTBA KU3HU MAIlEHTOB.

KongaukTt nuHTepecoB. ABTOPHI 3asBUIA 00 OTCYT-
CTBHU KOH(IIMKTA UHTEPECOB.

duHaHcupoBaHme. lcciaenoBanne BBITIOIHEHO 0e3
(bMHAHCOBOM MOIICPKKY.
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