FOBennnbHbiit  napkuHconnsm (FOIT) xapaktepusyercs
ayTOCOMHO-PELIECCHBHBIM THIOM HACJIE[I0BAHUS, Ha4YaloM
Ha 2-4 NecaTHIETHH XKU3HH, pexxe B GoJiee MONOJIOM WM 3pe-
7IoM Bo3pacTe. XapakTepHO MeUIEHHOE MPOrpeCcCUpPOBaHUE Ha
TMPOTSHEHNUH JECATUIIETHH; YACTO OTMEYAETCs COYETaHME OC-
HOBHOTO CHHJIPOMA C AMCTOHHEH, MMEIOTCS OXKUBJIEHHE CYXO-
KIIbHBIX Pe(IIeKCOB ¥ APyrHe NUPAMUIHbIE 3HAKH; THITHYHbI
GAYKTYaUmMu 8 BLIPAKEHHOCTY CUMNTOMOB NApKUHCOHM3MA U
JMCTOHHH Ha MPOTHKEHUU IHA (YTy4LIeHHe YTPOM HIIH 1ocie
JIHEBHOTO CHa, yXyauienue Kk sevepy) [1, 6, 7, 10].

s KOIT xapaktepeH XOpoLHit MHOTOJIETHUH TeparieBTH-
yeckuit addext veGonpinx no3 L-JIODA, B cpeanem yepes
15 jieT noABAAIOTCS NEKAPCTBEHHbIE OCJIOXKHEHUS B BUJE XO-
pendOPMHBIX IMCKUHE3NH KOHLA 103bl, HEPENKO CHHXKEHHE
MapKUHCOHUYECKHX TMPOABIEHUH COTMPOBOXIAETCS YCHIIEHH-
eM BbIpaXeHHOCTH nucToHnH. FOIT yalue BcTpedaercs y JKeH-
wmH [4].

[Maromopdonoruveckas kaptuHa FOI1 xapaktepusyercs
orcyTcTBreM Tenel JleBu B HeiipoHax cpeaHero mosra [11,
14], HeitpopubpuaIspHBIMH KTyOOUKaMH B YEPHOM BELIECT-
Be, rotlyboBaToM MecTe, KpacHbIX 1pax, 3aiHEM FHIoTana-
Myce, J06HO-BHCOYHO-TEMEHHOH KOpe 60NbLUMX NOJTyLLapHi,
MUpaMHUIHBIX HelipoHax runmokamna [9].

OcHorHo#t rew AP IOI1 kapTHpoBaH B XpPOMOCOMHOI#
obmnactn 6q25.2-27 (noxyc PARK2) (H. Matsumine et al,,
1997), upentuduumposan B 1998 r. (Kitada et al.,, 1998).
MapkuH crneurduuecku yOMKBUTHHUPYET W CrOCOOCTBYET
nerpanaunu Pael-R [15]. [Tapkun mupoko 3xcnpeccupyertcs
B APYTHX OTAE/Nax LeHTpaibHoi HepBHOIt cucTeMsl (LJTHC) —
CTpHONALTMIAPHOA 06nacT, rMNIoKaMIie, KPacHbIX sApax,
AApax IBa, KOpe roJIOBHOro Mo3ra, Modkeuke [9]. Umeror
myTauuu B PARK2 reue 8,0-28,0% eBponetickux cemeii c AP
[OIT [5]. MyTrauuu napkiHa otedarot 3a 50,0% cemeiHbix
un 18,0% usonupopannbix ciyyaes AP FOIT ¢ Hayanom 1o 45
aet B Espone {8, 11, 13]. V Gonbubix YOI unentuduumposa-
Hbl MHOXECTBO MYTalui B reHe napkuHa, NpeactaBieHHbIX
KaK CTPYKTYPHBIMH NEpeCTPOiKaMH (1eNeLn, 1y InKalnH,
TPUIJIMKALIMK), TaK ¥ TOYKOBbIMM MyTaumsmu (2, 3, 8, 11,
13]. MyTauuu B reHe napkvHa LaloT pa3andbbie GEHOTHIIBI,
BK/IIOUAKOLIME N03aHee Havaic Oonesky [Tapkuncona, a Tak-
K€ HAMOMMHAKIINE 10(a-4yBCTBHTETbHYIO AMCTOHUIO [8);
HaJIMuKMe KaMNTOKOPMHHM, aKCHANbHOHW JUCTOHMH, Tpemopa
TICKCS M nocTypajibHoro Tpemopa [8, 9, 151, passuTthe remu-
napKUHCOHU3MA M reMuaTpodum [12].

Ipuonum  coBcTREHHBIE  HAOMIONCHWS,  XApaKTeEpw-
3yioMe KivKrueckui nonumopduam I0I1 (Mosiekysnsp-
HO-TCHETHMECKHUE MCLIIEIOBaHMS NpoBerenst B Muctutyte
MOJIEKYIAPHON FEHETUKH, . MocKBa).

! Boneneit B-u, 12 nem. XKanobel na nodeopadusgariie Je-
601 CHONbL 8 KOHYE OHS, HEN0BKOCMb 8 IeGOU PyKe, Ne2KYI0
0OWYI0 MOMOPHYIO KeN0BKOC b,
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JanbHesocmounblii 20cy0apcmeeHHbl i MEOUYUHCK UL YHUBEPCUMEM,
Kpaesas knunuueckasn 6onbruya Nel, 2. Xabaposck

AHamnes 3abonesanua. 6 cepedure nosbpa 1999 2. noc-
Jle nepeHeceHH020 0cmpo2o OPOHXUMA ROABUNUCH 20NI0BHbIE
6onu, mowHoma, peoma, 3amopMONCeHHOCMb, 0OWAs: CKO-
BaHHOCMb, 3ACMBIGANUA. Boisignanuce 2unomumus, nezkuil
mpemop Kucmei, 20PU3OHMANbHbLY MENKOAMIIUMYOHbIU
HUCmMazm npu 822ns0e 81€60, 2UNePcarusayus, CantbHOCMb -
ya, oucghazus, nogvluleHUe MOHYCa 8 KOHEYHOCMSAX No niac-
muueckomy muny, MUKpoepagus, GelCOKUe CyXOXCUNbHbIE
pegpnekcel, 08ycmoponnuil peghnexc baburckozo, gvipasicen-
Hble OpanbHble peghnexcol; CamMocmosmenbHO He X00Ul, HYHC-
oanes 8 camoobenycusanuu. Obujue ananuzsl Kposu, MOYU,
buoxumudeckue aHanusvl Kpogu, aHalu3 1uUKeopa 8 Hopme,
2nazHoe OHO He usmeHeno. Ha komnviomepnsix momozpam-
Mmax 2on08H020 mo3ea: 6e3 namonozuu. Ilocmasnen OuacHo3s:
supycHulll dHYyeganum ¢ NAPKUHCOHUMECKUM CUHOPOMOM
(nocmanyeghanumuyeckuii napkunconusm?). Ha gome naxo-
Mma (250 mz 8 Oenv) cmant camocmosmenbHO X00UMb, XOPOULO
210Man, COXPaHANUcey BPAOUKUHE3UA, OpaTbHble penexcol,
PUSUOHOCIb 8 N1eBbIX KOHEYHOCMIAX, MUKPOZPAPUA.

AHamue3 srcusHu — 6e3 ocobennocmeii. Ilpu ocmompe 6
urone 2001 2.: axeupokunes, 1€60CMOPOHHAR 2EMUOUCMOH U,
bpaduxunesuu, pucuOHOCIMU, MUKpOZpaguu, mpemopa Hem.
Tpu [JHK-0uaznocmuke @visagneHa cemepo3ucomuas oeje-
yusi 6 9K30HA 2eHA NAPKUHA.

3axnovumenvHblii OUAZHO3:! 10BEHWNILHBIY NAPKUHCOHUM
(napxuronamus,).

Takum obpazom, naHHoe HaOMOAEHHE NEMOHCTPUPYET
HeoObl4HbIi ocTphiii aebroT KOIT, cBa3aHHbINi ¢ HH)EKLUHUEH,
YTO TO3BOJIMJIO MEPBOHAYAIBHO MPEAoaaraTh MoCTIHLE-
¢danuTuueckui napkuHcoHU3M. TlpaBusibHBIH AHarHo3 Obin
1nocTaB/ieH ToJibko nocne nposeaenus JIHK-anarsoctvky.

2. I'ko H., 34 2. XKanobwi na opoicanue 8 pykax, bonvuie
cneeq, cKOBAHHOCMY U 3AMEONEHHOCIb OBUMCEHUH, HACUTbC-
meeHHble OBUINCEHUA 8 1e60U cmone.

Anamnes 3abonesanus: ¢ 2-nemHe2o 803pacma eeas
cmona noosopavuganacs kuympu. C 26 nem ommeyana cro-
BAHHOCMb 8 HOZUX, WAPKAIOWYIO NOXOOKY, YCUNeHUe NCO8o-
pavuganus neeou cmonel. Ilonywana yuxnooon 6 me/cym c
xopowum s3ggpexkmom, ¢ 30 nem — naxkom rno 1/2 mabn. 3
pasa 6 denv, 8 meueHue 4 jem ommeuaiocs hocmeneHHoe
yeenuueHue 003uposku 00 750 mz/cym.

AHamues scuzHu: KacredemeeHHOCmy omAzowena (pucy-
HOK).

Obvexmusno: ocmMompena Ha (PoHe OKOHYAHIWS: OelcmBU
Hakoma. [Inacmudeckuti ZunepmonyC 8 KOHeYHOCMSX, CYXO-
JICUIbHBLE PEPNEKCH OXHCUGTIEHb, C PACULUPEHULHM 30H, Dedhaeke
Babunckoeo cnega, ie6oCMOPOKNAS cemucunanzesus. Tpemou
NOKOst 8 pyrcax, nocmypaneHes, 2pybee cnesd. 11oxo0ka wapka-
10UYas), MENKUMU WLGIHCKGMU, CEMENAYAS, C « NPUAIACOIBAHUC M),
HU NIe8yIo HO2Y. He rMooicem cpasy ocmaHosumscs, nadGgem ere-



ped, Hyacdaemcs 8 nocmoponteti nomouu. Bemaem co cmyna
poiexom. Tenepanuzoeannas oucmonus. Muxpozpagus, usme-
Henue peyu. [Tocne npuema HAKOMQ SHAYUMENbHOE YMEHbULEHUE
CKOBAHHOCMU, 86IX00UM Ha Yauyy, cebs obcayxicusaem, ucue-
3aI0m OUCMOHUNECKUE ZUNEPKUHE3bl, YMEHbULAEMCS MPEMOP.
TTpu IHK-0uaznocmuke 6viagieHa 2emepo3ucomHas oeneyus
2, 3, 4 3K30H06 2eHa NapKuHa.

Juazro3: 108eHUNbHYITE NAPKUHCOHUSM (NAPKUHONAMUs), ce-
MEUHBIU CTYHal ¢ AYMOCOMHO-PEYECCUBHBIM HACEO0BAHUCM.

3. Cecmpa bonvhoti, I-xo E., 45 nem. )Kanobu na evipa-
JHCEHHOE OPONCAHUE PYK, HO2, WiaPKAIOWYIO NOXOOKY, HACUb-
cmeeHHoe ceubanue anbyee NPasoll cmonsl, 3ameo0NeHHOCMb
QBUNCEH U]

Anamnes 3abonesanua: c¢ 31 zoda zamemuna Opoxca-
Hue ne8oll PyKu, 4Yepes 200 NOAGUICA KPYRHOAMANUMYOHbLU
mpemop NOKOA 8ePXHUX KOHeuHOCcmell, CKo8aHHocme, bonee
2pybo eeipaxcennan 6 neeou pyke. [lpunumaem L-oona 500
meleym ¢ xopowum d¢hghekmom, uepes 7 nem om Hauara
L-0ona-mepanuu pazsunuct QUCKUHE3UU 8 8UOE 2eHepanu3o-
BAHHOCO XOPEUYECKO20 2UNEPKUHE3.

OOvbekmusHO: 8 Nepuod «BoIKNOYEHUA» — BbIPANCCHHAA
DPUCUOHOCMb 8 MbIUYAX, KOHEYHOCMET, Wleu, myl06uya, cko-
BAHHOCMb, GUCMOHUA NPASOT CMONbI, BbIPANCEHHbIY MPEMOp
NOKOSL 8 PYKAx U HO2ax, nocmypaivHeli mpemop. B nepuoo
«BKIIOYEHUAY — CEHEPAIUI0BAHHbIE DASMAUWUCTbIE XOpeu-
yeckue wnepkunesel. {Ipu THK-Ouazrnocmuke eviaenena 2e-
mepo3uzomnas deneyus 2, 3, 4 3K30H06 2eHA NAPKUHA.

Luacno3: 106eHWIbHbIT NAPKUHCOHU3M (NApKUHONamus), ce-
MeilHblil CIyNall ¢ aymocOMHO-PeYecCUSHbIM KacaeO008aHUeMm.

Takum oOpasom, npencraBieHHsie COOCTBEHHbIE Ha-
OMmOAECHUs NEMOHCTPUPYIOT BbIPAXKEHHBIA KIWHUYECKUIl
NIOJIMMOP(HU3M 10BEHHIBHOTO MapKUHCOHU3MA Aake B Tpe-
Jie/1ax OZIHOH CEMBH, YTO HY/KHO YYHTHIBATb B KIIHHUUECKOU
npaKTUKe.
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