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B crartbe mpesicTaBieHbl KINHNYECKe HAGTIOMEHUS TPEX THITOB TedeHus: Goe3nu [ammeBopaeH —
[naria, npoBe/ieH aHAIN3 KINHUKO-HEBPOJIOIMYECKUX U HePOBU3YaIU3AIMOHHbIX JaHHbIX. BoJe3nnb
Tamnesopaen — Illmariia — pegkoe HacieACTBeHHOE 3ab0JeBaHNe, CBA3AHHOE C JIET€HEPATHBHBIMU
MU3MEHEHVSIMU OKCTPATMPAMUIHON CHCTEMBI: OJIETHOTO TMapa, KPACHBIX sfiep, YepHOH CyOCTAHIIH.
3aboseBanne XapaKTEPU3YETCs TIPOTPECCUPYIONIEH MBINIEYHON PUTHAHOCTBIO, XOPEOATETO30M,
porpeccupyiolieil yMcTBeHHOM 1 9MOIIMOHATIBbHON OTCTAIOCTDIO.

Kmiouessie cnoBa: 6osesnp TammeBopsen — Illnaria, HaciencTBenHoe 3ab0IeBanme ayTOCOMHO-

peHeCCI/IBHHﬁ THII.

Articleis devoted to study of three types Hallervorden — Spatz disease, conducted the analysis of clinic,
genetic and neuroimaging features. Hallervorden — Spatz disease is a very rare disease with degeneration
of the globus pallidus, red nucleus, and substantia nigra of the brain. It is characterized by progressive
Parkinson-like rigidity, athetotic movements, and progressive mental and emotional retardation.

Key words: Hallervorden — Spatz disease, heredo-familian syndrome autosomal recessive trait.

BBenenne

bonesnw lannepsopaena — Illmarma (BITIT) —
penkoe HacseacTBeHHOe 3aboseBanue [THC, mopa-
JKarolee MPerMYIeCTBEHHO OasaibHble TaHTJIMH
C HAKOIUIEHWEM B HUX sKese3a. Briepsbie 6oJe3Hb
6buta ormmcana Mopdosoramu J. Hallervorden u
H. Spatz (1922) [1] na npumepe GOIBIION CEMbH,
B KOTOpOI u3 12 nereil Gblin GOJBHBI 5 POAHBIX
cecrep. 3HAUMTEIbHOE BHUMAaHUE W3YYeHUIO 0O-
JIe3HU yJIeJIeHO B paboTax M3BECTHOTO PYCCKOTO
nesposiora C.H. /laBunenkosa (1932) [2]: «Cumii-
TOMBI OOJIE3HU CBOAMJINCH K MPOTPECCUPYIOIIEit
KOHTPAKTYpe HWKHUX KOHEYHOCTEH U TSKeJIOMY
ciaboyMuio. AHaTOMHUYECKH OBLIO OTMEYEHO B
pallidum u peruxyaspHoii yactu substantia nigra
YBEJIMYEHHOE COJIepKaHue Kejie3a, TOsIBIeHne
TJIHO3HBIX 3JIEMEHTOB € GOJIBITIM OJIETHBIM SIZIPOM,
MMUTMEHTUPOBaHNE KJIETOK Tuu, nuddysHoe mo-
SBJIEHIE HEOKPAIIIEHHBIX KOHKPEMEHTOB.

Ussectno, uto BITIl nacnemyercda 1o ayro-
coMHO-pereccuBHoMy Tuty. Zhou et al. (2001) [3]
YCTaHOBHJIH, YTO TIPUIUHOIT 3260 I€BAHNUST SIBJISIIOTCST
MYTAIM¥ B TeHE, PACTIOJI0KEHHOM Ha KOPOTKOM I1JTe-
ye 20-i1 xpomocombl (20p13-12.3) u xoxupyiomem
depmenT nanrorenar-kuHasy-2 (Pantotenate kina-
se 2 — PANK2). IlanTorenaTt-knHasa sBjsieTcs pe-
IyJISTOPHBIM (hepMeHTOM OMOCHHTE3a KO9H3MMA A,

yYacTBYET B KaTajn3e IIUTO30J6HOTO (hochopuim-
pOBaHUs MAHTOTEHOBOU KUCIOTHI (Butamuua BY),
IMCTeNHa U NaHToTenHa. B cBOIO ouepesb, KO9H-
3UM A UTpaeT IJIaBHYIO POJib B MeTabOIM3ME JKUP-
HBIX KuCJa0T. MyTaiuu B ak30He 6 reHa mpUBOIAT
K HaKOILJICHUIO KeJsle3a U aKCOHAIbHBIX C(hepOnI0B B
KJIeTKaX Oa3aJIbHbBIX si/iep TOJIOBHOTO MO3Ta, YTO SB-
JISIETCST TATOMOP(OTIOTHIECKIM MapKepoM OOJIe3HIH
JIAHHOTO aJIeIbHOTO BapHaHTa CUHpoMa [4, 3].
TeneTnyeckass TeTEPOTEHHOCTh 3ab0JIeBaHUS
MIPUBOIUT K KIMHUYECKOMY MOJTUMOP(PU3MY Teue-
uug BI'MI, yto onpesiesisieT TPYAHOCTU AUATHOCTHU-
Ku. B TUNIMYHBIX cayyasx mepBble CUMIITOMBI 3a-
6osieBanus MaHUMBeCTUPYIOT MEKILY 5 1 15 rogamu
JKU3HHU, a B 15% ciryyaeB — BO BTOPOII U TpeTheli jie-
Kajie xku3Hr. OObIYHO Y HOPMAJIbHO PAa3BUBABIINX-
€51 710 9TOT0 BO3pacTa JieTeil MosIBIIsieTCs U3MeHeHne
MTOXO/IKH, CBSI3aHHOE C TOBBINIEHUEM MBITIIEYHOTO
TOHYyca B HOTax u jiehopmaiiueii crom (pes equino-
varus). PaccTpoiicTBo ToHyca MOXKET IpPOTPecCu-
poBaTh BIJIOTH /10 PAa3BUTHSI TeHePATU30BAHHOMN
MBIIIIEYHON PUTHUAHOCTU € (POpMUPOBAHUEM CIU-
GaTebHBIX KOHTPAKTYP. XapaKTEPHBIM U PAHHUM
npuzHakom BITII aBasgercd pa3zBuTue MbllledyHON
JTUCTOHUM C PA3JIUYHBIMU TATOJOTMYECKUMH T10-
3aMu. TUIUYHOW SIBJSETCS OPOMaHANUOYJISIpHAsT
JVCTOHUS, TIPOSIBJISIONIASICS PACCTPONCTBOM peyn
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u rioranust. Habmmomarores u ipyrue sKeTparmpa-
MU/IHbIE TUTIEPKUHES3DI: I[epBUKAIbHAS IUCTOHUS,
XOpeoaTeTo3, TpeMop, MuokjoHuu. Hepenko BbI-
SABJIAIOTCS TTATOJIOTUYECKUEe TTUPAMU/IHbIE CTOTTHBIE
pedaekcsl, TOBbITIEHNE CYXOKUIbHBIX PeIIEKCOB,
HUKHUI crlacTUYecKUil mapanapes. BaxkHeinmm
[PU3HAKOM GOJIE3HH SIBJISIETCSI TIPOTPECCUPYIOTITast
JIEMEHIIHS C PACIIaJIOM JIMYHOCTH. V3MeHeHue 1cu-
XU4YecKnX (hyHKIUI HEPEJKO BO3HUKAET B PaHHEN
craguu GOJIE3HW U WHOT/A CJIYKHUT MEPBBIM CHUM-
nToMoM 3abosieBaHust. TUITHYHBI arpecCUBHOCTD,
paspaskUTeJbHOCTD, acollMajibHOe TIoBe/eHue. Y
JieTei HapylaeTcsi BHUMaHue, CHUXKAETCS aMSTh.
Paccrpoiictso ncuxuku ipu BI'TI nHocut xapakrep
cyOKopTHKaIbHON gemeHIn. OIHAKO Y OT/AEJb-
HBIX OOJIBHBIX BBIPAKEHHOW JeMEHIMK He HabJIIo-
JlaeTcst Ha BCeM TPOTsKeHuu Gosiesnu. IIprmep-
HO Y MOJIOBUHBI OMMCAHHBIX OOJIBHBIX CHUKAETCSI
OCTPOTa 3PEHHUs, YTO CBSI3aHO C MMUTMEHTHOM Jiere-
Heparuel ceTyaTku im aTpodueit 3puTesbHbIX He-
pBOB. IIpu MTeIbHOM TedeHur 3a00JIeBaHUST Pas3-
BUBaeTcs 1osHas ciaenota. Hepenko BbIABISAIOTCS
aMuOTpOdUH, HUCTArM, MO3’KEYKOBbIE PACCTPON-
CTBA, SNMUJIENITUYeCKUe TTPUTIA/IKU, HapyIIeHne BU-
OpaIMOHHOI YyBCTBUTEIBHOCTH, THIIEPCATHBAIINS
1 U3MeHeHNe TUTMEeHTAIlUK KOKU.

[Tpu pannem Hauyase GOJNE3HU C POKICHUST OT-
MEeYaeTcst OTCTaBaHUe B Pa3BUTUU € OBICTPHIM MTPO-
rpecCUpoOBaHMeM TICUXOMOTOPHBIX ~HapyIIeHUH.
[Ipn nosgnem navase (mocse 20 jeT) B KIWMHU-
4eCKON KapThHe MpeobIaaloT MapKUHCOHW3M,
XapaKTepUsyIoluiics aknuHe3neil, MbIIIIeYHON pu-
TUTHOCTBIO, TPEMOPOM TIOKOSI, ITPO- U JIaTePOITYJIb-
cueill, MoCTypajbHOU HEYCTOWYUBOCTHIO C YaCTbI-
MU HaJeHUsIME, Opajuianneil, «MackooOpa3HbIM
JINTIOM», TIpOTpeccupytolieil femeniueil. Pazsurtue
BI'TII xapakTepusyeTcsi TPOrPeIMEHTHBIM TCUEHU-
eM, TIPH ATOM JJIUTEJHbHOCTD 3a00JIeBaHIS COCTaB-
astet o1 8 10 20 steT. B oTes1bHbIX cIydasix, 00bIYHO
IpU TI03/IHEM HadvaJle, OMKUCAHO JIJINTEJIbHOE Teue-
Hie 3a00s1eBanust Ha TipoTsikeHnu 30 Jet.

IIpu MPT rosioBHOTO MO3Ta BBISBJISIOTCS 30HbI
CUMMETPUYHOTO CHUKEHUS MHTEHCUBHOCTU CHT-
Haza B obmactu globus pallidus u perukyssproii
yacT substantia nigra ma T2 B3BelIEHHBIX M30-
Opaxenusix. Ha ¢done MOHMKEHHOTO CHUTHAA B
obmact GJieHOrO IIapa B IepeaHeMeanaIbHO
WJIH TIEHTPAIbHON €r0 YacTh OOHAPYKUBAETCS He-
GoJIbIIAast 30HA MOBBIIIEHHOTO CUTHAA. JTO TPH-
naer creluduIHOCTh HelipoBuayanusauu globus
pallidum B Bume T.H. «ryasa Turpa» [6]. tu us-
MEHEHUsI CBSI3aHBI C M30BITOYHBIM HAKOILIEHUEM
JKeJie3a B MaJLTMIaPHO-HUTPATIbHBIX 06Pa30BaHUSX
roJI0BHOTO Mo3Ta. O6/1acTh MOBBIIIIEHHOTO CUTHAJIA

SBJISIETCSI OTPAKEHUEM THOEN HEFPOHOB, TIPOITEC-
ca IJifo3a u JeMueJInHu3aIuu. B oTaenbHbx ciy-
Yasix B CAMOM IIEHTPe 30HbI TOBBIINIEHHOTO CUTHAJIA
OOHAPYKUBAETCS [IOTIOJTHUTEIbHAST OKPYTJIash TEHb
«3pavuok TJasa Turpar. Menee crenuduynbie, HO
yacTo BcTpevyaeMble uamenenud Ha MPT rosos-
HOTO MO3ra — 3TO pacliupenue cybapaxHOM/aIb-
HBIX [IPOCTPAHCTB OOJIBIIMX TOJYIIAPUN, MO3KEU-
Ka, GOKOBBIX JKEJIYZ0YKOB, CTBOJIOBBIX IIUCTEPH,
IV xenynouka.

Haubosiee BasKHBIM  1MaTOMOP(HOJOTHIECKIM
[PU3HAKOM  OOJIE3HU  SIBJISIETCS  JKEJITOBATO-
KOPUYHEBOE OKpallinBaHue OJIe[HOTO Tapa, peTu-
KYJISIPHOI YaCcTH YepHOil cyOCTaHIMK ¥ KPACHBIX
siep, CBsI3aHHOE € HAKOILJIEHHEM 0CO60TO0 JKeJe30-
coJiepsKalero murMenTa. I'panysbl TUTMeHTa MO-
TYT pacroJiaratbCs B TeIaX HeHPOHOB, aCTPOIUTAX,
MUKPOTJIUH, CBOOOJHO B TKAHM MO3Ta, HEPEIKO UX
CKOILJIEHUE OTMEYAeTCsI BOKPYT KPOBEHOCHBIX COCY-
1I0B. Ba’KHO OTMETHTD, 4TO KaKMX-JTO0 HApy e H Uit
oOMeHa jKejie3a B OpraHu3Me He 0OHAPYKMBAETCS.
Emé ogauM mnpusHakoMm GOJI€3HU SIBJISIETCS HAJIM-
yiie 0cOOBIX chepOorIHBIX 06pa3oBaHUil, IPeICTaB-
JISTIOTIMX COOOM JIOKATbHOE PACITHPEHUE AaKCOHOB C
M3MEHEHHBIMU MUTOXOHIPUSMU U TYOYJISIPHBIMU
CTPYKTYpaMu. ITU HelpOoaKCOHAIbHbIE BKJIOUE-
HUST MOKHO OOHApPY’KUTh B MAJUIUIOHUTPAIHHOI
crcTeMe, B Kope GOJIBIINX TIONYHIapuii MO3ra, B
Mo3keuke U nepudeprnyeckux Heppax. Ha ocnoa-
HUU 9TUX U3MEHEHUI HEKOTOpbIe aBTOPBI OTHOCAT
BI'TI x rpymme mepBUYHBIX HeHPOaKCOHATBLHBIX
nuctpoduit, JedkoaucTpodusaM, a B IOCTeIHee
BpeMs — K «HelpojiereHepalu, acCoIuMpoBaHHON
C IaHTOTeHAaTKMHAa30M». Hapy1aercs nurMmeHTHbI
Y JIMIUHBIA 0OMEH, CMHTEe3 KaTeX0JaMUHOB U 00-
MeH skesie3a. [T ppHnMas Bo BHUMaHue ToT (pakT, 4To
oTJIoKeHue kejesa mpoucxoaut B globus pallidus,
substantia nigra u n.rubber MOKHO TIPETTONOKUTD,
4TO pa3BUTHE 3a00JI€BAHUS CBSI3aHO C HAPYIIEHU-
eM MeTabOJIMYECKUX TIPOIECCOB, MTPOTEKAIOIINX
C ydacTHeM JKeJIe30COo/epKalluX COeUHEeHUH.
[TonTBepxaeHeM 3TOMY MOKET CJIYKUTDH BbISIB-
senubiii y 6osbHbx B, ipu TTDT moBbitieHHbIIT
saxat PDII59Fe B 6azanbHbIX raHT/msx [7].

[Monmumopdusm kmunndeckoro teuenns bITIT
MO3BOJISIET BBIIEAATh TUIWYHBIE W ATUITMYHbIE
eé dopmbl. Tlocaeanue TpebyiorT aubdepenima-
U ¢ aKWHETUKO-PUTUHON hopmoil xopeun len-
TUHITOHA, OosiesHbio Buibcona — KonoBasona,
KOPTHUKO-0a3aIbHOI  JlereHepalineii, CUCTeMHOI
arpodueii, bosesupio Mapa u Apyrumu Helpoe-
reHepaTUBHBIMU 3a0osieBaHusiMu. b eKTUBHBIE
METO/[bl JIEYeHUS] OTCYTCTBYIOT, OJIHAKO, CUMIITO-
MaTUyecKasl Teparus MOXKeT YJYUYITUThb KaueCTBO
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sxusan 6oabHbIX BT Tak, mpenaparst JT€BOIOTIbI
MTO3BOJISTIOT CHU3UTD MBITIEYHBIH TOHYC, YJIYUIITUTD
X0/1b0Y, BOCCTAHOBUTH (DU3UUECKYIO AKTUBHOCTD 1
BO3MOKHOCTb CcaMOOOCTykuBanust. [IpumeHeHune
IIPOTUBOCYIOPOKHBIX TIPErapaToB U IEHTPaJIb-
HBIX XOJMHOJUTUKOB HMCIHOJIB3YETCs JIUIsT OOPHObI
C IPOSABJIECHUAMU JUCTOHUU U 9KCTPATUPAMUIHbI-
MU runepkuHe3amu. B egunnynbix ciayyasax bITI
MIPOBOJIAT CTEPeOTaKCUYeCcKre oreparuy Ha Ioji-
KOPKOBBIX TaHT/IHAX. CiieflyeT OTMETUTD, UTO OTle-
paTUBHBIE METObI JiedeHus Manod(hGeKTUBHBI U
HE BJIUSIOT Ha €CTECTBEHHOE TeUeHre OOIEe3HHU.

Kiuanueckue HaGII01eHUS

Haxadenpe aesponatosorun MAIIO ¢ 2009 o
2011 rr. MmbI HaOMIOAIN TPEX OOJIBHBIX ¢ KIMHUYE-
CKUMHU U Bo3pacTHbIMU ocobennocTsimu BITIL:

1. Boabhoii B., 1 roz 6 Mecsies. PebeHoK pe3ko
OTCTaeT B Pa3BUTUU 110 BCeM (DU3NOJIOTUIECKIM T1a-
paMeTpam: CaMOCTOSITEJbHO He TIepeBOPAUYUBAETCS,
He CUIUT, He CTOUT, He XOAUT. PoxuTesn 3/10pOBbI,
HaCJIeZICTBEHHOCTD He OTsroleHa. PeGEHOK pomi-
cs1 0T 2-i1 GepemeHHOCTH, 1-X poxos Ha 38—39 Hee-
Jie ¢ IPUMEHEeHUEM CTUMYJISIIIUK POJIOBOH JIesITeJlb-
noctu. Poct nipu poxxienuun 53 cm, Bec 3500 .

AHaMHe3 3a60JIeBaHUST: C TEPBBIX MECSIIEB JKIU3-
HU POJMTEU CTAJIN OTMEYATh OTCTaBaHUe POCTA U
passuTus peberka. B 11 mecsies y peberka npou-
30111eJ1 TeHePAJIM30BAHHDBIN CY/IOPOKHBIN TPUCTYII.
[Tpu obcrenoBarny B 001acTHON GOJNBHUIIE THA-
THOCTHPOBAHO «OPraHMYECKOe MOpakeHue TOJI0B-
HOTO MO3Ta TUITOKCUYECKU-UIIIEMUYECKOTO TeHesa,
CUMITTOMATHYECKas Mujencusi». B rog pebeHky
6bu10 TpoBesieno MPT-uccieoBanue rosoBHOTO
MO03Ta, KOTOPOE BBISIBIIIO U3MEHEHUs B 0a3aIbHBIX
sapax obenx remuchep: B 6azanbHbIX spax ¢ obe-
WX CTOPOH OIPe/eISINCh 0Yaru, UMeIOTne TUTIO-
WHTeHCUBHBIN curHas Ha T2-BU wn runepunTten-
cuBHbIH Ha T1-BU B ienTpabHoi yacTh («3pavok
riasa turpas ). CybapaxHouganbHbe MEeJn U JKe-
JIYJIOYKU MO3Ta YMEPEHHO PACITUPEHB.

Hesposornueckuii ocMOTp: peGEHOK B CO3Ha-
HUU, HA OCMOTP PearupyeT CIOKOIHO, BbIPasKeH-
Hasi TUNOTPO(MUS MBIIII, OTPENESIOTCS CTUTMbI
nuzaMbpuoreHesa (MUKporiedasvs, CHHAAKTUIINS
HaJbIEB PYK, BBICOKOE roTudeckoe He6o). Co crTo-
POHBI YePerHoil WHHePBAIMU: JIBIKEHUS TJIa3 B
MOJTHOM 00beMe, B3TJIs/T (DUKCUPYET IJI0XO0, 3PAUKH
MpaBUJIbHON (HOpMBI, (hoTOpeakium KuBble, D=S.
Pe6Génok pearupyer Ha 3BYKOBBIE Pas3ApasKUTE]IH,
SI3bIK TI0 CPe/IHEN JIMHUM, POT TTPUOTKPBIT, TUTIEP-
canmBaIus, (oHAIMS COXpaHEeHa, COCeT, He KycaeT
U He JKYeT, TJIOTaeT MPoTepTyIo nuily. B giBuraTesinb-
HOIT chepe BBISBJIEHO: IBYXCTOPOHHEE TIOBbIIIEHNE

CYXOKUJIbHBIX pedeKkcoB ¢ pacuimpeHHon ped-
JIEKCOTEHHON 30HOH, MaToJOoTHYecKue KHUCTEBbIE
pediekcer u cumnToM Babunckoro. [IByxcTopoH-
HUe TaTOJOTHYeCKre KUcTeBble pedieKehl U CUM-
nroM Babunckoro. ToHyC MBI B KOHEYHOCTSIX
MOBBIIIIEH 110 CMEIIAHHOMY THILY, OIIpefiesigeTcs
JIMCTOHUYECKas BapycHasi ycTaHoBKa croin. Mmeer
MECTO BBIPa)KEHHAsT 3a/epPsKKa MCUXOMOTOPHOTO
pas3BUTHA.

[IpeBasinpoBanue B KIMHUYECKOU KapTUHE 3a-
6oJIeBaHUS TICUXOOPTaHIMYECKOTO CUHIPOMA B CO-
YeTaHWM C AMUJIECNTUIECKUMU TTPUTIAIKaAMU, TTPa-
MU/JHBIMU ¥ 3KCTPAUPAMUAHBIMUA CUMIITOMAMU
u xapakTtepHbiMu udMeneHusMu Ha MPT mo3Bo-
sumu auarHoctuposaTh BITIL. [l moaTBepskie-
HUS YCTaHOBJIEHHOTO JINarHO3a marueHTy B. 6b110
PEKOMEH/IOBAHO ITIPOBECTU MEAMKO-TeHEeTUYeCKoe
obcieoBane B J1abOPaTOPUK HaCJIeJCTBEHHBIX
GoJie3Hell 0OMEHa BEIeCTB.

2. boapnag E., 20 set, nmoctynuia B KIMHUKY
Hesposiornn MATIO ¢ sxamobamu Ha ciaboCTh B
HOTaX U MIaTKOCTh TIPH X0/1b0e, 1ehOPMAIIHIO CTOT,
yXylleHue 3peHusi, MPUCTyIIbl yTpaThl CO3HAHUS,
CHUKeHUe TTaMsATU. AHaMHe3 )KU3HU: POJCTBEHHU-
KU 37I0POBBI, POCJIa U Pa3BUBAJIACH 110 BO3PACTY.

AHamHe3 3a00JI€BaHsL: TIEPBbIe CUMIITOMBI 3a-
GoJieBaHUS TIOSIBUJIMCH B 7 JIET B BHJIE TIOCTETIECH-
HOTO CHMKEHUSI OCTPOTBI 3pEHUs, MPU OCMOTpe
OKyJiicTa ObLTa BBISIBJICHA aTPO(Us 3PUTETHHBIX
HepBoB. K 10 rogam nosiBusioch nuameHeHue moxoz-
k1, geopmarus cromn o turry Opuppeiixa. B gu-
HaMUKe 0TMeYasoch IPOrPecCHPOBAHNE BCEX CUMII-
TOMOB 3a0osieBanust. B 20 ser pasBusicst BriepBbie
MIPUCTYTI yTPATHI CO3HAHUS C TeHEePATM30BaHHBIMU
TOHUKO-KJIOHWYeckuMu cynoporamu. IIpyu MPT
TOJIOBHOTO MO3Ta BBISABJIEHBI 30HBI CUMMETPUYHO-
IO CHUKEHUS] MHTEHCUBHOCTU CUTHAJIA B 0OJACTH
globus pallidus u peruxyaspHoii yactu substantia
nigra Ha T2 BU, a na ¢poHe MOHMKEHHOTO CUTHAIA
B oOstacTi GJIeIHOTO 1Iapa B IepeiHe-MeAnabHO
ero yacTu OOHapysKeHa HebOJIbIas 30Ha MOBBIIIEH-
HOTO curHasa («3padok Tiasa turpar). Cybapax-
HOU/IAJIBHBIE TIPOCTPAHCTBA OOJIBIIUX TIOJMYIIAPHIL,
GoKOBbBIE JKeTy0uKy, IV Keypodek, cybapaxHou-
JaJIbHbIe TTPOCTPAHCTBA MO3KEYKa YMEPEHHO pac-
mmmpennel. Ha 93T 3apeructpupoBana anuienTu-
(opmMHass aKTUBHOCTb.

[Tpu HeBpOJOTHYECKOM OCMOTpPE BbISBICHBI
JUCITACTUYECKHE CTUTMBL: KOH(MUTYpalus yepera
C IUPOKUM OHIApUETATbHBIM Pa3MEPOM, MOHTO-
JIOUJTHBIN paspes TJ1a3, gedopMalius CTOIl 10 TUILY
«ctoniel Dpumpeiixa». BosibHasg dMOIMOHAIBHO
JabuibHa, MPU OOIIEHUN OTMEYAETCS CHUIKEHUE
WHTeJIIeKTa. 3pauku paBHOMepHbIe, (oTopeaKInm
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ux cHuzkenbl, octpora 3penus 0,02. He noBomut
rjasHble 10JI0KU KHAPYsKHU, ocjabjieHa X KOHBep-
rernust. CrirakeHa MpaBasi HOCOTYOHAsT CKJIAJKa.
JleBuanust si3bika BIpaBo. Msrkoe HeOO CBUCAET
cJieBa, CHUKEH TJIOTOYHbIN peduekc. Peub 3amen-
JIeHHas, ¢ dJieMeHTaMi CKaHIUPOBaHUS, MaJIOMO-
AyJvupoBaHHasg U au3aptpuyHas. CracTudecKuit
numapes, 6oJiee BBIPaKEHHBIN B HOTaX ¢ KOHTPaK-
Typamu crubaTesieii CTOIb, TOJIeH! U pasrubaTeieit
6emep. Cummnrombr babunckoro, Toddmana, Poc-
cosmmmMo, Baprenbepra ¢ aByX cTropoH. MblIIe4HbIit
TOHYC TIOBBIIIEH MO CMENIAHHOMY THUITY C 3JIeMEeH-
TaMU pUropa B HOTAX, HAPACTAIOIIETO MIPU XO/b0E.
Atakcug tysnosuina B nonoxenun cuzasd. [loxonka
criacTUKO-aTakcuueckast. [ryGokast 4yBCTBUTEIb-
HOCTb He HapyllieHa.

Oco6eHHOCTHIO TAHHOTO KINHIYECKOTO HA0JII0-
JIEHUS SIBJISIETCS TIPEeBAJIMPOBAHNE B KINHUYECKON
KapTHHe MUPaMU/IHBIX Mape30B HaJ c1abo BbIpa-
JKEHHBIMHM 9KCTPATMPAMUIHBIMU CUMIITOMAMU U
HaJn4Kre MO3:KeuKOBBIX paccTpoiicT. [Iuddepen-
UQIbHBII MarHo3 ITPOBOJMJICS C MO3KEUKOBOM
artakcueit IIlbepa Mapu, HO BBISIBJIEHHBIN CITEeI-
(buyeckue HelipoBU3yaIU3AIMOHHBIE CUMITOMBI
Ha MPT («rna3 Turpas) mo3BoJman TUarHoCcIiupo-
BaTh BI'TII.

3. boapnag M., 36 net, moctynuia B HEBPO-
JIOTHYECKYIO KJIUHUKY C sKajmo0aMu Ha HACHJIb-
CTBEHHDBIE JIBUKEHUS B IPABOM pyKe U TYJIOBUIILE,
CKOBAHHOCTH B Horax (60Jibliie B IIPaBOil), 4acThlie
najieHusi, HapyleHus IJI0TaHus U JKeBaHuUs, TIOBbI-
HIeHHOE CJIOHOOT/Ie/IeHne, HejlepKaHue MOUHU, Ha-
pyllieHue peun.

AnamHue3 3a00JI€BaHMsL: SIBJISIETCS TISITHIM pe-
GEHKOM B CeMbe, HaCJIeICTBEHHOCTD He OTSITOIIEHA.
3abouesa okoso 8 et Hazan. Ilocie nepenecen-
HOTO cTpecca cTaja OTMevaTh MoJiepruBaHue U He-
JIOBKOCTb B ITPABOM HOTE, TAKIKE CTAIN OECIIOKOUTD
rosioBHble 6011, Yepes MecsIl IosiBUIach c1abocTh
B IIPaBOIl PyKe M YyBCTBO CKOBAHHOCTH B PyKe U
Hore. B 2002 r. Haxoauiach Ha CTallMOHAPHOM Jie-
YEeHWH C JINATHO30M <«J[eMUeNHU3UpyIoliee 3a60-
JieBaHue HepBHON cucteMbl». KT rosoBHOTO MO3Ta
MaToJIOTUYeCKUX n3MeHeHuil B cTpykrypax [THC
He BbIBUJIA. 3aboJsieBaHue TOCTENEHHO TPOrpec-
CUPOBAJIO: YCUJIUBAJICS TUTIEPKUHES3 B TPABBIX KO-
HEYHOCTSIX, CTAJI TEMHETh U Pa3pyIIaTbCsi 3yObl.
B 2009 r. mpu crarimoHapHoM 00CJIeIOBAaHUN TTPO-
oI AU depeHnnaabHyio AUarHOCTUKY 3a00-
JieBaHUs Meskay Xopeeil TeTwHrrona u 6oJIe3HBIO
Busbcona — Konosasosa. [IpenBapurenbublii qua-
rHo3 GoJiestb Busbcona — KoHoBasoBa ObLT OT-
BEPTHYT, TaK KaK co/ilepKaHue MeJiv U 11epyJIoIas-
MUHA B KPOBU Yy GOJIbHOM OBLIO B IIpe/esiaX HOPMBI.

C mas 2010 r. BO3HUKJIO HapyIlIeHe peyn: cHayasIa
peub cTajia MIeToTHOMH, 3aTeM olpe/iesisaiach aHap-
TpUS € HapyllleHneM ITPOU3HOIIEHNS 3BYKOB.

Hesposiornyeckuii ctaryc: co3Hanue sicHoe, UH-
TeJITIeKT CHU)KEH, KOHTAKT 3aTPy/HEH U3-3a aHap-
TPUU, TUIIOMUMUS JINIA, HACUJIbCTBEHHBIN TIOBO-
POT TOJIOBBI BJIEBO M K3a/H, IyasHble 1ean D=S,
JIBYCTOPOHHMI 3K30(pTanbM, cumntom [pedde,
3paukn D=S, doropeakiuu xuBble, HEIOCTATOU-
HOCTb KOHBEPTEHIMH TJIa3HbIX s10JI0K, MEJKOpa3-
MallIUCTBIN TOPU3OHTATBHBIN U BEPTUKAJIbHBIN HU-
CTarM, CHOHTAHHBINI HUCTATM TIPU B3I/l TIPSIMO,
CryiakeHa TpaBast HOCOTYOHAs CKJI/IKa, J€BUAIIUsT
S3bIKa BJIEBO, CIIOHTAHHAs peyb OTCYTCTBYET, Ha-
CHJILCTBEHHBIE JIBUKEHUSI B MBIIIIAX Ty0, sI3bIKa
1 110A60poaKa (OpoMaHANOYIpHas AUCKUHE3Ns ),
pedJieKchl OpajJbHOTO ABTOMATH3Ma, MBINIECUYHBIN
TOHYC B PyKaX M B HOTaxX IIOBBIIIEH MO 3KCTPAIln-
paMUJHOMY TUIY, JAMCTOHUYECKUIl TUIIEPKUHE3
HOTU TIO THUIy 3KBUHO-BAaPyCHOM KOHTPAKTYPBI;
TOPCUOHHO-/ITUCTOHUYECKUI TUIIEPKUHE3 B MBbIIII-
1ax MU [0 TUITY CITIACTUYECKOI KPUBOIIEN U MBIIIII]
TYJIOBUIIA, AT€TOU/THBIN TUTIEPKUHE3 TAIbIEB PYK,
MBIIIIEYHBIN TOHYC HapacTaeT B BEPTUKAJIbHOM T10-
JIOKeHNH, TIyOoKue pedJieKChl BBICOKHE, ¢ pac-
HMIMPEHHBIMU PedJIeKCOTeHHBIMU  30HAMU, T10JI0-
skuTesbHble cuMnToMbl Poccosmumo, Toddmana,
Babunckoro ¢ aByx cTOpoH, OproniHbie pedieKch
OTCYTCTBYIOT, TOHWYecKas ycTaHoBka | masbia
IPABO CTOIBI, KOOPAUHATOPHBIE TPOOBI BBIMOJI-
HSET yOBJIETBOPUTENBHO, B 03¢ Pombepra maja-
eT Ha3a/l, YyBCTBUTEJIbHOCTD He HapyllleHa.

Ha MPT roJsioBHOTO MO3Ta — KapTUHA HEHpo/Ie-
reHepaTUBHOTO 3a00JIeBaHSI C TIOPAKEHIEM CKOP-
JIYTIBI, XBOCTATBIX $iiep, CPelHero Mo3ra B BHjE
XapaKTePHOTO «3payvKa TJjiaza Turpa» (puc.).

MPT rosnosHoro mosra 60JbHOI M.
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OPUTMHAJIBHBIE NCCJIEOOBAHNA

C yuerom aHamHe3a 3abojieBaHusl, GBICTPOTO
POrpecCUPOBaHst GOJIE3HH, HATMYUS HEBPOJIOTH-
YeCKOU CUMIITOMATUKU, MPE/ICTaBIEHHON OpOMaH-
AUOYJISIPHOI INCTOHKMEN, CIACTUYECKO KPOBOIIIe-
e, UCTOHWYECKON YCTaHOBKOU KOHEYHOCTel ¢
MOBBIIIIEHNEM MBIIIEYHOTO TOHYCA 110 TUITY PUTO-
pa B HOraX, KOHTPAKTYpOU MpaBOil HOTU IO THUITY
9KBUHO-BapPyCHOU yCTaHOBKH, /[BYXCTOPOHHEH TTH1-
PaMUIHOI HEZIOCTATOYHOCTH, OOJIbIIIE BBIPAsKEHHOI
cIpaBa, MopakeHNueM 3pUTEbHOTO HepBa U 3a/iHe-
'O TIPO/IOJILHOTO MTyYKa Ha YPOBHE OPAJbHBIX OT/Ie-
JIOB CPEHETO MO3Ta, POrPECCUPYIONIEro rpyboro
CHUKEHUSI MHTEJIJIeKTa, a TakKe CrennpuyecKux
nameHenunit Ha MPT rosioBHOTO MO3Ta B BUjIE Kap-
TUHBI «THUTPOBOTO TJIa3a», Oblja IHArHOCTHPOBaHA
6ousesup TamnepBopaena — [Inmaria. HopmasnbHbie
MoKaszaTesIn Me/In M 1epyJIOIIa3MUHa B KPOBH, a
TaK)Ke XapakTep TUIIePKUHE30B MO3BOJIUIN OTBEP-
THYTH JIMATHO3 TeraTonepebpaabHON TUCTPOodhUH 1
xopeu [enTunrrona.

3akoueHnne

[TpuBenénnbie HaboOfeHUs WH(MAHTUIBHOM,
netrckoii u nosaHeit BT, Hamuvue Bo Beex ciyyva-
IX Mu3paguIecKkoro craryca, MOJUBAPUAHTHOCTD
BeAyIleil HEBPOJOTHIECKOU TAaTOJMOTUN (3TUCUH-
JIPOM, HIDKHUM CIIAaCTUYeCKU# Tapamnapes, TOjI-
KOPKOBbBIE TMIIEPKUHE3BI) TO3BOJISIOT 00CYKIATh
BOINPOC O (DEHOTHIUYECKOM ToJuMopdusme 60-
JIe3HU 0OYCJIOBJIEHHOTO TJIEOTPOITHOCTHIO MATOJIO-
TUYeCKOTO reHa. U f1eficTBUTENHHO, OJTHU aBTOPBI
MPUIAI0T 3HAUEHUEe HeJI0CTaTOUHOCTU MMaHTOTEeHAT
kuHazbl (PKAN), npyrue nassiBator BITI neii-
poereHepaiieil ¢ HaKOILIEHUEM KeJjie3a B MO3re
(NBIA1), TpeTbr cUUTAIOT BO3MOKHBIM TOBOPHUTH
0 3HAYECHWM IIeJIMAaKUU ¢ MasibabcopOImein Bak-
HEUIMUX MHUIIEBBIX cocTaBiagomux. OmHako HU
XeJIaTHbIE COe/IMHEHNs, HU TpenapaThl BUTAMUHA
B,, nu cobmogenne cTpoxaiinieii gueTsl y nereil

M. Coxonosa
e-mail: sokolova.m08@mail.ru

He MIPUBOIAT K MOJIOKUTEIBHBIM pe3yJibrataM [8].
[To-BuaumoMy, pa3BHBaeTCs KacKaj KU3HEHHO
BaKHBIX OMOXMMHUYECKUX HAPYIIEHWI, B KOTOPOM
BBIJICJIUTD OJTHY PE3YJIBTUPYIONTYI0 HEBO3MOKHO.
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