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Takcust wim 60s1e3Hb Opuapeiixa — 3To HACASICTBEHHOE 3a-

0oJieBaHNE, CBI3aHHOE C MPEUMYIIIECTBEHHOM IeTeHepalei

MPOBOJSIIINX CUCTEM CIIMHHOTO MO3Ta 1 MepudepuIecKnx
HEPBHBIX BOJIOKOH.

Artakcus @punpeiixa (AD) — nepBast HO30JOTMUECKU CAMOCTOSI-
TeJbHas (opma HacleICTBEHHBIX aTaKCHUi, BblaesieHHas Oosee
100 et Ha3am U3 OOIIEl TPYIIITBI IOKOMOTOpHOM aTakcuu H. dpun-
peiixom B cepuy CBOMX Kitaccuueckux padot 1863 — 1877 rr. bosie3nb
®pupeiixa — camas yactast opMa HACIEICTBEHHBIX aTaKCUM.
B cpenHeM B Mupe pacripoCTpaHEHHOCTh COCTaBIIsIET 2 — 7 cliydaeB
3a0osieBanus Ha 100 000 yesoBeK, a HOCUTEIEM MaTOJOTMYECKOTO
reHa siBnsgercs 1 genosek u3 120 [1, 2, 3, 4, 9]. BodamoxHo, uTO 4a-
CTOTa 3TOTO 3a00JIeBaHKS B ITOIYJISIIIAK BBIIIE, — TIPU UCITIOJIb30Ba-
HUU COBPEMEHHBIX TeHETUIECKHX METOIOB TUArHOCTUKHU TTOJTyYSHBI
HECKOJIbKO MHbIe 1UGPbI: 3a00J€BaeMOCTb — OIMH Clydyaid
Ha 29 000 HaceneHMsI, TeTEPO3UTOTHOE HOCUTEIBCTBO — OIUH CITy-
vaii Ha 60 — 90 yenoBex [5].

A®D — 3T0 ayTOCOMHO-PELIECCUBHOE 3a00jI€BaHNe, T.c. OOJbHbIE
NIETH POKIAIOTCS Y Mapbl POAUTENIEid, 00a N3 KOTOPHIX KITMHUIECKU
3M0POBBI, HO SIBJISTFOTCST HOCUTEJISIMM TTaTOJIOTMYeCcKOoro reHa. [eH 60-
ne3nn Opuapeiixa OGbLT KApTUPOBAH B LIGHTHOMEPHOU 06JacT 9-it
XpOMOCOMBI B JIoKyce 9¢13 — q21 (puc. 1) [1,2,3,5,7, 11, 14].

Ten komupyeT 6e10K ppaTakcH, KOTOPBI y4acCTBYeT B 9Hepre-
THYECKOM MeTaboan3Me KieTku. Myramus npu AD 3akimodyaeTcs
B IMATOJIOTUYECKOM YBEJIMYCHUH YKMCJIA KOTIUI BHYTPUTEHHBIX TaH-
JNIEMHBIX TPUHYKJICOTUIHBIX MOBTOPOB T'yaHWH-aJcHUH-aJCHUH.
YV 98% 601bHBIX SKCIIAHCHUST STUX IIOBTOPOB OIPEIeIIIeTCsT Ha 00enX
XpOMOCOMaX, B €IMHUYHBIX CIydasiX UMEIOT MECTO HYKJICOTUIHbIC
3aMeHbI B KoIupylolieii yactu reHa [1, 3, 6, 9]. PazBurtue 3a6oeBa-
HUS CBSI3aHO C HEIOCTATOYHOCTBIO WJIM UCKAXKEHHOU CTPYKTYpOi
OeJika hpaTakCuHa, KOTOPBII CUHTE3UPYETCSI BHYTPU KJIETKU B LIM-
ToIIa3Me, ero (yHKIMS — TPaHCIIOPT XeJie3a U3 MUTOXOHAPHIA.
MUTOXOHAPUM — ITO «IHEPreTUIECKUE CTAHITMY KJISTKW», HAKOTI-
JIeHWe B HUX XeJe3a (OKUCIIeHre XKeJle3a — 9TO YHUBEPCATbHBIN Me-
XaHU3M TPAaHCIIOPTa KUCIOpOAa B OPTaHU3Me) CBSI3aHO C BBICOKOI
AKTUBHOCTBIO OKMCIIUTEIBHBIX ITPOIIeCCOB BHYTpH HUX. C MOBBIIIIE-
HUEM COJIECpPXaHUS XKejle3a B MUTOXOHAPUSIX 6osiee yeM B 10 pa3

1 KT s T
-

g Y] L B ErRer
A T T T o
irg T s ' oo
g o T ¥ S ¢ o e *

i
-]
L

Puc. 1. Ten pparakenHa X25

DI'Y Duooxpunonoeuueckuit Hayunwiii uenmp, Mockea
(Oupexmop — axademux PAH u PAMH HU.HU. /ledos)

0011Iee KIIETOUHOE KeJIe30 OCTaeTCs B IIpeIeIaXx HOpMaIbHbIX 3HaUe-
HUI, a colepKaHue IIMTO30JIbHOTO XXejle3a CHUXKAeTCsI. DTO MPUBO-
IAT K aKTUBallMM TEHOB, KOAMPYIOIIMX TpPaHCIOPTUPYOIIee
XKeJie30 — hepMeHThI — (heppoKcuaasy v nepMmuasy. Takum oopazom,
ele 0oJiblle ycyryossieTcs: aucOajaHc BHYTPUKIIETOYHOIO XKeJie3a.
Bbicokasi KOHLIEHTpaLMsI Kejie3a B MUTOXOHIPUSIX TPUBOIUT K yBE-
JIMYSHUIO KOJIMIECTBA CBOOOIHBIX PaJIMKalIOB, KOTOPbIe 001a1aloT
TTOBPEKIAIONIUM JICiICTBHEM Ha KJIeTKy. MITak, B OCHOBE ITaToreHe3a
A®D JIexXUT HapylleHHe COoAepXKaHUsS (ppaTakCuHa, TPUBOISIICE
K MUTOXOHIPUATBLHOU TUCHYHKIIUUA U 00YCITOBICHHOMY 3TUM OK-
cumaHTHOMY crpeccy [1, 3, 5,6, 7,9, 13, 14]. B Hacrosiee BpeMst
MWTOXOHIPHUAIBHBIN Ie(EKT, XapaKTepHBII IJI 3TOTO 3a00JIeBaHMS,
TTOATBEPKICH HE TOJBKO 3KCIIEPUMEHTAIBHBIMU TAaHHBIMU, HO U Pe-
3yJIbTaTaMU T PUKU3HEHHOTO UCCIIETOBaHUS Y OOJIBHBIX CKEJIETHBIX
MBI 1 MUOKapaa mpu oMol MP-cniekrpoMeTpun.
TunuyxeiM st AD siBisieTcs: Havasio 3a0ojieBaHust Ha 1-2-M je-
CSTWIETUSIX )KU3HU, OTMEYAIOTCs 2 TMKa Bo3pacTa MaHuUdecTalu:
B 6-9 et u 12-15 yet [10]. CuMnTOMBI 3a00JIeBaHUsI XapaKTepu -
3YIOTCS COYETAaHMEM THUIUYHBIX HEBPOJOTMUYECKMX U DKCTpaHe-
BpaJbHBIX MpOsIBJIeHUI. 3abosieBaHue MaHU(bECTUPYEeT OOBIYHO
MOSIBJIEHUEM HEJTOBKOCTH, HEYBEPEHHOCTH TPU XOAbOE, OCOOEHHO
B TeMHOTe, OOJIbHbIE HAYMHAIOT MOIIAThIBAThCS, YACTO CITOTHI-
Katorcs. Bckope K aTakcuy Iipu Xoab0e TPUCOSTUHSIIOTCST TUCKOOP-
IUHALIMS B pyKaX, M3MEHEHME IIoYepKa, cl1abocTh B HOTrax.
Yxe B caMoM Havajie 3a00JIeBaHMST MOXKET OTMEYaThCs TM3aPTPUSL.
PanHuM 1 BaxkHBIM I1H(depeHInaTbHO-IMarHOCTUYECKUM TTPU3HA-
KoM 6osie3un Ppunpeiixa sSBIseTCs UCYE3HOBEHME CYXOKUIbHBIX
M HaAKOCTHUYHBIX pedIeKCOB. YrHeTeHUE pedieKCOB (B MEPBYIO
ouepeib aXMJUIOBBIX M KOJIEHHBIX) MOXET Ha HECKOJIbKO JIET OTepe-
KaTb MaHUGECTALUIO IPYTUX CUMITOMOB 00JI€3HU U ObITh CAMbIM
PaHHUM IMPOSIBIIEHUEM HEBpoOJIOrMyeckoit nuchyHKuuu. B passep-
HYTOI cTanuu 3a00sieBaHUS Y O0JIbHBIX OOBIYHO HaOJIOAaEeTCS TO-
TajbHas apediekcus. TUTMUYHBIM HEBPOJIOTUUYECKUM IPOSIBIICHUEM
6one3nu Dpunpeiixa sBAsIeTCS HAapylIeHUE TIYOOKOH (CyCTaBHO-
MBIILIEYHO! ¥ BUOPALIMOHHOI ) YYBCTBUTEIBLHOCTHU. [10BOJIBHO paHO
y OOJIBHBIX ITPY HEBPOJIOTMUECKOM OCMOTPE MOXKET OBITh 0OHAPYKEH
cumnToM babuHCKOrO0, MBIIIeYHast TUITOTOHUs. [1o Mepe Tiporpec-
CUpOBaHMS 3a00JIeBaHUS TTOCTEIIEHHO HapacTaloT MO3XKEUKOBast
M CEHCUTUBHAS aTakCcusl, c1aboCTh U aTpodus MbIIL HOT. B mmo3-
Heli cTaauu 00JIe3HU YacThl aMUOTPO(MUU U PACCTPOMCTBA INTyOOKOM
YyBCTBUTEJIbHOCTH, KOTOPBIE PACTIPOCTPAHSIIOTCSI HA PyKU. bobHbIe
MepecTaloT CaMOCTOSITEIbHO XOIUTh M 00CTYKMBaTh ce0s1 U3-3a IITy-
0OOKOT0 pacraga MOTOPHBIX (PYHKIIMI. B psine ciiyyaeB HaOmonaeTcst
HUCTarM, CHYDKEHHE CITyXa, aTpodust 3pUTeIbHBIX HEPBOB; IPU JUTH -
TEJLHOM TEUECHHUU OOJIE3HW OTMeUaeTCs HapylIeHue (GYHKIIUU Ta-
30BBIX OPTAHOB, ieMeHITNs. CpeIr 9KCTpaHEeBPATLHBIX IPOSIBIICHUIA
A®D HeoOX0AMMO BBIICNUTH Pa3BUTHE TIPOTPECCUPYIOLIEH Kaparo-
MUOTIATHH, KOTOpasi IMPEUMYIIeCTBEHHO HOCUT XapaKTep TUIIePTPO-
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Ta6nmua 1

HOCneACTBeHHbIe HeﬁpOMbll.lJe"IHble 3a6oneBaHus ¢ HenepeHOCHUMOCTbIO ITIOKO3bl

CuHppoMmbl

ﬂOI‘IOﬂHHTeanbIe KIMMHHUYEeCKMe AaHHbIe

CMHHPOM AHOCMHU TMNOroHaaM3mMa

AHocmus, runoroHagnam. CHuxeHne cnyxa, HesapaueHue rybol M Heba

MbiweuHsie guctpodum

MbeiweuHsie guctpodmm

I'Ipoxchqanoa MHONATUA NO3OHEro NPosiBJIeHNSA

MuonaTus, katapakta

BonesHb [eHTUHITOHA

Xopesi, aeMeHLms

Bonesxb Mauago

Arakcus

lepmaHa cuHapom

®DoTOMMOKIOHYC, FyxoTa, HepponaThs, AEMEHUMs

CHHAPOM CaXApPHOro M HecaxapHoro AnabeTa, ONTUYECKOM AUCTPO UM
1 Tyroyxoctu (Bonsdppama-fiuamopa cuHapom)

OnTtuueckas atpodus, HeCaxXapHbIM AUabeT, ryXoTa, HEBPONOrMYecKas
CMMNTOMATHKA

Mcespo-Pedcyma cunppom

MbeiweyHas OTpO(bMSI, aTakcus, MUFMEHTHBIN PETUHNUT

Arakens Ppuppeiixa

CnuHouepebennspHas gereHepaums

CHUHAPOM PUrMBHOrO Yenoseka

DnioKTYHUPYIOLLAS MbILLEYHAS PUTMAHOCTb € 6ONE3HEHHBIMM CMA3MAMM,
xapaktepHas DM, ayTouMMyHHas NATONOMMS HEPBHOM CMCTEMBI
1 SHAOKPMHHBIX Xene3

Pyccu-Jlesn cunppom

Artakeus, apednekcus, aMMoTpodus

¢udeckoii, HO B OTIENBbHBIX CIIyYasiX BO3MOXHO Pa3BUTHE OUIaTa-
LIMOHHOI KapauoMuonaruu. [eHes kapauomuonaruu npu AD casi-
3bIBAIOT C MEXaHU3MOM OKCHIATUBHOro crtpecca [3, 12, 14].
ITaueHTHl MOTYT MPEIbSBISTD XKaJl00bl Ha 00JIM B 00J1aCTU ceplia,
yualleHHoe cepaueoreHue, oapiky [1]. KpoMe Toro, Hepeako Bo3-
HUKAIOT apuUTMUM, B TOM 4ucJIe (GUOPWILISLIUS MpPeaCepauii.
Ha OKI uzMeHeHrs — B OCHOBHOM B BUJIE HAPYILIEHUI PeNOJISIpU-
3alMK — BBIABISIIOTCS y 80% GobHBIX, a 'y 40% nipu DxoKT ompe-
NEJAI0TCS NpU3HaKku runeprpoduu Mmuokapaa [8]. KapnuanbHbie
HapyIIeHUsT SIBISIIOTCS OCHOBHOI MPUYMHOM CMepTH, MpuieM Ha-
Jare y 00JbHBIX TUTIePTPOGUIECKON KapIMOMUOTIATUN BIBOE YBE-
JINYUBAET PUCK JIETATLHOTO UCXO/A.

K sKcTpaHeBpasibHBIM MposiBieHUsIM 0osie3Hu Dpujipeiixa oT-
HOCSITCS] 9HIOKPUHHBIE paccTpoiicTBa (caxapHbiit auadet (CII), ru-
MOroHaaM3M, TUIIOTUPEO3, T0J0BOM nHMaHTUIM3M). CJI 0ObIYHO
MaHU(ECTUPYET yKe MPU IIUTeabHO TeKyleit AD (10 seT u 6onee)
Ha (hoHEe MHCYJIMHOPE3UCTEHTHOCTH, KOTOPAasi B CBOIO OYePe/ib CBsI-
3aHa ¢ HAJIMIMEeM MeMOpPaHHBIX aHOMAaJIUIA, IIPUBOISIINX K PELIeT-
TOpHBIM AedekTam [15]. OgHako B JIUTepaType OMUCAHBI CIydyau
nHcymHo3aBrucumoro CJI mpu AD, 00yCIIOBJICHHOTO TTOTEPEil OCT-
POBKOBBIX KJIETOK, HO 6e3 HLA-acconmanuu u ayTouMMyHHOI1 Jie-
cTpykiuu B-kietok. CBsa3b Mexmy reHoMm atakcuu Ppuapeiixa
U TEHOM, OTIPENeSISTIONINM TpeapacioioxeHHocTh K CJ1, He BbI-
sByeHa [16].

Jpyrum xapakTepHbIM 3KCTPaHEBPATbHBIM MPOsIBIIeHUEM 00-
ne3uu Ppuapeiixa SBASIOTCS CKeJIETHbIE Ae(opMaliuu: CKOI1o3,
«ctona @puapeiixa» (BBICOKMIA BOTHYTBII CBOJI CTOITHI C ITepepasr-
OaHVEeM MaJbleB B OCHOBHBIX (hajaHTax U CTMOAHUEM B THUCTaNlb-
HBIX), AeopMaLvs MajableB pyK u ap. dedopmaimu ckeneta (rojiast
cToIa, ckoyio3) otMevarotes B 90% cirydaes [9]. DTu HapyieHUst
TaKKe MOTYT TOSIBJISIThCSI 3a/I0JITO JI0 PA3BUTHSI TIEPBBIX HEBPOJIOTH-
YeCKMX CUMIITOMOB. Takske cpenu mposiBiieHnit AD BBIIEISIOT aT-
poduio 3pUTETLHBIX HEPBOB U KaTapakTy.

Jns moaTBepXKAEHUST AuMarHosa ucnosib3ytorcss metoasl JHK-
1 MPT-muarnoctuku. Heitpomopdonornueckue nsmeHeHus: mpu AD
B OOJIbIIIel Mepe 3aTparnBaloT CIIMHHOW MO3T, a HE CTBOJI TOJIOBHOTO
MO3ra WK MO3XKeuyok [9]. OHU 3aKI04aroTcs B AeTeHEPalMK 3aTHUX
CTOJIOOB CIIMHHOTO MO3ra U CIIMHHO-MO3KEUKOBBIX MyTeil, KOPTUKO-
CIUHAJIBHBIX MyTEH, sIIep CTBOJIA MO3ra U MO3:Keuka, HOXKEK MO3KeukKa,
TUOe M KPYITHBIX UyBCTBUTEIbHBIX HEUPOHOB CIMHHOMO3IOBBIX TaHT-
JIVEB ¥ TIOPaXkeHUH MeprudeprIecKrx HEpBOB.

AD crenyet nuddepeHIPOBATh C APYTUMH HACJIeICTBEHHBIMU
HEeWpPOMBIIIEUHBIMUA  3a00JieBaHUsIMU, codeTatomumucst ¢ CJI
(Tabn. 1), a Takke — OT KIIMHUYECKU BecbMa CXOIHOU (opMbl Ha-
CJIEICTBEHHON aTaKcWu, BbI3bIBaeMoOU neduiiutom ButamuHa E,
u 6au3Koro K Heil cuHnpoma baccena-Kopnuseiira. s nudde-

PEHIIMAIBHON TMarHOCTUKKU HEOOXOAMMO OIPEIESATh CONEPKaHUe
B KpoBU BuTaMuHa E, ucciaenoBath TMMUAHBIN MPOMUIL KPOBU, MA30K
KPOBH Ha HaJlMuMe akaHTolMTo3a. CiiemyeT Takke UCKItoYaTh OOMEH-
HbIe 3200JIeBaHUsI, HACJIEIyeMble 110 ayTOCOMHO-PELIECCUBHOMY TUITY
M XapaKTepU3yIoIIrecs] HEPeIKO pa3BUTHEM CIIMHOLCPeOeIISIPHOM
atakcun — Gmy u Gm, — raHNIMO3M/I03 U FAJIAKTOCUAINI03 (1CCle-
TIOBaHME aKTUBHOCTH (3-TaJJaKTO3MIa3bl M TeKCo3aMUHUIAa3bl A), 60-
ne3nb Kpaboe (nccienoBanue pepmMeHTa rajlakTo3uilepamMmuaashl),
no3aHuit BapuaHT 6os1e3Hu HumanHa-I1uka (onpeneneHue conepxa-
HUST COUHTOMUETMHOB LIePeOPOCTTMHATBHOM KUIKOCTH, UCCIIETOBA-
HME CTEPHAJTBLHOTO TMYHKTATa Ha HAIUYUE <«TIEHUCTBIX» KIIETOK).
JuddepeHumanbHblii auardo3 6ose3Hn puapeiixa 1 paccestHHOTO
CKJIEpO3a OOBIYHO HE BbI3BIBAET 3aTPYAHEHUIA, TTIOCKOJIBKY JUIS ITOCIIC -
HEro HexapaKTepHbl TaKWe CUMITTOMBI, KaK CyXOXWJIbHas apedeK-
CUsl, MBbIIIEYHAs TMIOTOHMS, aMMOTPO(UU, IKCTpaHEBpalIbHBIC
MPOSIBJIEHUSI, @ TAKXKE B CBSI3M C OTCYTCTBHEM ITpu 6osie3Hn Dpu-
peiixa peMUCCHIA 1 0YaroBbIX M3MEHEHU I TUTOTHOCTH BEIIeCTBa MO3Ta
npu KT u MP-Ttomorpaduu.

[MpencraBisgeM KIMHAYECKUI cITydail MAIMEHTKN C aTaKCUei
Dpupeiixa.

Bonbhag H., 25 net, Haxoauaach B OTAEJICHUM AUA0CTUICCKOM
HedpomaTuu ¢ rpymioii remoanannza OI'Y DHIOKPUHOIOTMIECKIIA
HayuHblIit 1ieHTp (DHII) ¢ 26.05.09 o 10.06.09 ©. ¢ AMarHo3om «atak-
cusa @puapeiixa: maparape3 HIDKHUX KOHEYHOCTEi; caxapHbIi 11adeT
TSDKEJIOTO TeYeHUSI, IeKOMIIEH CAIIWsT; TabeTuiecKasi KaparoIaTusi;
apTepualibHasi TUIIEPTEH3Ks; OCJOXKHEeHHast KaTapakTa; ctora dpui-
pelixa; CKOJIMO3 IPyAHOro OTAe/a MO3BOHOYHMKA; OCTEOINOpo3; Ope-
Bucrionauiaust Th IV, VIII».

TTanueHTKa poauiack OT BTOPOii HOpMaJIbHO MpoTeKarolleii 0e-
PEMEHHOCTH, POABI — B CPOK, MPU POXICHUM Macca Teja — 3650 T,
nvuHa — 52 cM. Jlo 7 et pociia U pa3BUBasiach COOTBETCTBEHHO BO3-
pacTy, OT CBepCTHUKOB He oTcTaBaia. [lepeHeceHHbIe 3a00IeBaHMS:
KpacHyxa B Bo3pacte 5 jieT. Crapiiuii 6pat (CBOIHBIN, pa3HbIEC OTIIHI)
310poB (36 J1eT), MMeeT ABOUX 3M0POBLIX aeTeii (12 et u 1 rox 3 me-
csua). HacnencreenHnocts o CJ1 He oTstroieHa, o Al''y 6a0ymrku
10 MaTepUHCKOM TUHUU.

[Tpu mocTymaeHnM peabsBsa Xaao0bl Ha KoiebaHWs YPOBHS
110KO3bI KpoBH OT 3,0 10 20,0 MMOJIb/J1, TUTIOTTIMKEMUN B BEUEpHUE
yachl 1-2 pa3a B Henento, noseiieHue A/l — 1o 140/90 mm pT.cT.

N3 anamHesa uzBectHo, yto CJI BrepBbie BbisiBAeH B 1990 1.
B Bo3pacTe 7 JieT Ha (hoHe BBIpaskeHHOTO CHYDKeHMsI Beca. JleOIoT 3a-
GoseBaHusT — ¢ Ketoarumosa. Cpa3y Ha3HauYeHa MHCYJIMHOTepaIust
B (DPMKCHPOBAHHBIX 033X, YPOBEHb NIMKEMUU TIPU PEIKUX N3Mepe-
HUsX (mpuOnusutenbHo 1-2 paza B rom) — B Ipeaesiax
11,0-13,0 MMoJTB/TT B TE€UEHUE TTOCEAYIOMNX 4-X JeT. Yepes 2 roma
OT Havasia 3a60j1eBaHus (B 9 JIeT) pe3KO CHU3WIACH OCTPOTA 3PEHMUSI.
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KAVMHWYe K CAyYamn

[1pu obGcnenoBaHuM BbisiBJieHa (hopMUpylolasics KatapakTa. B ka-
YyecTBe Tepalliu HazHayeH kaTaxpoM. B 1994 r. mpoBoauiochk obciie-
noBanue B MHMUWMW rnasHeix OoJie3Heild mMmeHu lenbmrosiblia,
BBISIBJIEHA co3peBalolasi KaTapakra. [IpemioXeHo ornepaTuBHOE
JIeueHue, TIPOoBeieHNe KOTOPOTO ObUIO OTJIOXKEHO, CO CJIOB TMallk-
€HTKU, U3-3a BEIpaXKeHHOM TaxuKapauu. B suBape 1994 1. marmeHTKa
HaxXOIWJIACh HA CTAIMOHAPHOM JIEYeHNU B IeTcKoM oTaeneHuu @Iy
OHII. I[Tpn ocMoTpe obpalaia Ha ceOst BHUMAHME CJIeAyroIIasi HeB-
poJioTUYecKasi CMMIITOMaTHKA: HapyIIIeHUe TTOXOIKHU, TPEMOP TYyJI0-
BUIIA U TOJIOBBI B TOKOE, CKAHIMPOBAHHAsI peub, CHIDKEHUE
CYXOXWJIbHBIX pedieKCoB, U3MEHEHNE MOBEPXHOCTHON UYBCTBU-
TenbHOCTU. [lalieHTKa KOHCYIBTHPOBAaHA HEBPOJIOTOM, MOCTAaBIEH
NIAarHO3: «IMCCEMUHUPOBAHHBIN sHLIehanoMueauT». CocTossHUuE
yxyamiock B utoHe 2006 ., Koraa Ha hoHe nenpeccuu 6oIbHast Co-
BepIIWIa TOMBITKY cyuinaa (Obljla BBITMTA YKCYCHAsi 3CCEHIINS),
OCJIe YeTOo MOJTHOCTBIO MepecTajia XOAUTh U B TaJbHEHIIIeM rmepe-
JBUTAJTACh TP TTOMOIIIM Kpeca-Katauku. C 3Toro xe MOMeHTa CTajl
bopMupoBaThcs CKOIMO3 TTO3BOHOUYHUKA. Bupmmast necdbopmarus
CTOTIBI, CO CJIOB POJACTBEHHUKOB, cTajia (GOPMUPOBATECS C 15 meT
(c 1998 r.). INoBbimenue A — no 150/90 MM pT.CT. OTMeUaeTcs
¢ 2006 . Tepanus npu noctyruienun: Jlanryc B no3e 16 En 8 21.00,
Xymazor o 8 Ex mepes 0OCHOBHBIMY MPUEMaMU MUIIH.

JlaHHbIe 1aO0OPATOPHOrO MCCIEIOBaHUS: B OOIIEM aHalIu3e
KPOBU U Mo4u — 0e3 ocobeHHOocTell. B OnoxumuueckoM aHaiuse
KpoBU oOpamniaeT Ha cebs BHMMaHHE YPOBEHb KpeaTMHUHA
84 MKMOJIb/JI, ypOBEHb MOUYEBUHBI — B Mpejeaax pedepeHCHbIX
sHaueHuit, CK® (MDRD) — 76 mui/mun/1,73 M2, B aHanuse yr-
peHHell MOYM Ha MUKPOAJIbOYMUHYPUIO YPOBEHb albOyMHUHA —
1,0 mr/n (Hopma 0 — 20,0). HbA,. — 7,8%; C-nenrtun 0 u 120 mu-
HyTa — <0,001 Hr/M™II.

ITpu ocmotpe: poct 154 cm, Bec 50 — 60 kr (yuuThiBas mmapa-
rnmape3 HUXXHUX KOHEYHOCTEeH, M3MEepPUTh BeC HEe TPeaoCTaB-
nsieTcss  BO3MOXHBIM). CoCTOsIHUE YAOBIETBOPUTEIBHOE.
Tenocnoxenne HopMocTeHUYecKoe. KoXKHbIe TOKPOBBI OObIY-
HOW OoKpacku, HOpMaJbHOI BIaXHOCTH, yucThie. [loakoxHas
>KMpoBasl KJieTyatka pa3Burta ymepeHHo. LllutoBuaHas xenesa
MpU NMajJbllallMy HE YBEJMYEHA, MSITKO-2J1aCTUYECKON KOHCHU-
CTeHUUHU, 6e300Ie3HEHHAs!, MOABUXHAS NIPU TJIOTAHUM, CUMII-
TOMOB HapylmeHUs: GYHKOMUA HeT. JlbIXxaHWe B JIETKUX
BE3UKYJSIpHOE, XpUITOB HeT. TOHBI cep/iia MPUTIYIIeHbI, PUTM
npaBuibHbIi. Al — 100/60 mM pr.cT. YCC — 102 ynapa B Mu-
HyTY. 2KWBOT Mpu maybNanny MsATKN, 6e300JIe3HEHHBII BO BCEX
otnenax, He B3AyT. CTyJ: CKIOHHOCTH K 3amopaM. CuMnToM
«IMOKOJIAUMBAHUSI» — OTPULATEIbHBIN ¢ 00enx cTopoH. Moue-
UCTyCKaHue cBOOOIHOE, 6e300/1e3HEHHOE.

OTmeuaeTcss BbIpakeHHAs] HEBPOJIOTHMYECKass CUMIITOMATHKA:
naparnape3bl HUXKHUX KOHEUHOCTe!; aTpodust MBIIIILL TOJIEHU; TUC-

Puc. 3A. Buommnkpockonus 6e3 muppurasa y naumentku H., 25 ner

Puc. 2. Maumentka H., 25 nert, crona Ppugpeiixa

KOOpIWHAIIMS B pyKax 1 Horax; nu3apTpus. [1pu obciienoBaHnm oT-
MEUYEeHO: OTCYTCTBUE CYXOXUIbHBIX PedhIeKCOB KOHEUHOCTE; OT-
CyTCTBUE BHOPAIMOHHOUN UYyBCTBUTEJIBLHOCTU TIPU COXPAHEHHOM
TEMIIepaTypHOU U TaKTWJIHHOUN UyBCTBUTEIBHOCTH; TTOJOXUTEIb-
HbI cumnitoM baduHckoro.

Takxe uMeeTcst CHUXKEHUE CIyxa, OTCyTcTBUe 3peHust. M3 akc-
TpaHEeBPaIbHBIX MPosiBIeHU I AD y MallMeHTKX UMEIOTCSI XapaKTep-
Hble CKeJIeTHble aedopmauuu: aedopmainys cTon (BbICOKUI
BOTHYTBII CBOJ| CTOIbI — 3KBUHOIOJIOBapycHas nedopmanus) —
TakK Ha3biBaeMasi crornia @punpeiixa (puc. 2); CKOJIMO3 TPYIHOIO OT-
nena no3BoHouHuka, opesucrionauausi ThIV,VIII (pbiobu mo-
3BOHKU), 1e(OPMUPYIOLINIA CIIOHIMJIE3 NIEHOTO OTAea.

Pe3ynbTaTtbl MHCTPYMEHTANIbHOIO UCCIIeLOBAHMUS

ITo pesynsratam MPT rosoBHOro u CIMHHOTO MO3Ta UMEETCSI:
cybaTpodust Mo3keuKa, yMEPEHHOE pacIIMpeHe KOHBEKCUTAIb-
HBIX Cy0apaxHOMIATbHBIX MPOCTPAHCTB, TUMOTPOMUS TKA CTIIMH-
HOTO MO3ra.

Ha OKI onpenensiercs Taxukapnusi (HCC — 127 ynapoB B MUH.);
M3MEHEHUs MMOKap/ia B MepeHeili, 00KOBOI M HUXKHEN CTEHKE Jie-
BOTO XeJrynouka. OCOOeHHOCTU BHYTPHKETYA0UKOBOI MTPOBOIUMO-
ctu. Ha OxoKI BbisgBIEHO: runeprpoduss Muokapaa JieBOTO
JKeJlylouKa, MpeuMYIIECTBEHHO MEX KeJIyT0UYKOBOM Meperopoaku
(1o 12,2 MM); HapylIeHHe TUacToIndYecKon (pyHKIuu Muokapaa JIZK
1o 1 TuMy; yIIOTHEHNE JIMCTKOB TepUKap/Ia; CJICAbI BBITIOTA; (DpaK-
Ly BeiOpoca — 65%.

OcMOTpeHa KaparuoJIOroM, IIOCTaBJICH IUArHO3: «IuadbeTundecKas
KapauomaTusi, CAHYCOBasl TaXMKapaAMsl HESCHOTO TeHe3a, apTepu-
aJibHas rurepToHus». PekomennoBan npuem Konkop 2,5 Mr 2 pa3a
B AeHb; KopakcaH 5 Mr yTpoM.

Puc. 3b. Buomukpockonus ¢ muapurasom y naumentkn H., 25 ner
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Puc. 4A.Y3U opbur (OD) y naunentkn H., 25 nert

ITpu ocMOTpe OKYJIMCTOM: OCTPOTA 3pEHUST — 03 MUAPUAZOM:
VisOD — nBuxeHue pyku y Juna (TeHn); VisOS — nBrkeHue pyKu
y 1uua (TeHb); OCTpoTa 3peHus ¢ Muapuasa: VisOD — cuer nmasiblieB
y mua, VisOS — cueT nmajiblieB y Julia.

OU — npaBuiibHas cBeronpoekiys. Juddy3Hbie mOMyTHEHUS
XpycTajinKa Bo Bcex cliosix (puc. 3A). MHTeHCUBHBIE MOMYTHEHMS
XpYCTaJIUKa B LEHTPAJIBHBIX TEPEIHUX KOPTUKAIBHBIX CIIOSIX
(puc. 3b). OU — yacTUUHBIH [1TO3; MJIaBaOIIMe IBUXEHUS TJIa3HbIX
s16;10K. CausucTble yucThie. PoroBuiia mpo3pauHas. [l1azHoe aHO
He opTanbMockonupyercs. [To nanueiM Y3U: OS — enuHUUYHbIE
IaBatolme moMytTHeHust. O60I0YKM Tpuyiexat, TeModTaabMma HeT,
MAHHBIX 3a «t+» TKaHb M OTCJOWKY CETYATKU HE BBISBICHO
(puc. 4A, 4B). YuuteiBas pa3Butue y nmanueHToB ¢ AD atpopun
3PUTEIBHOTO HEpBa, MALIMEHTKE PEKOMEHI0BaHA 3JIEKTPOPETUHO-
rpacdust (OPI), 3putenbHble BbI3BaHHbIe MoTeHIManbl (3BIT)
¢ mocieayolleil KoHCyJbTaluueil oTaibMoXupypra B IjaHe BO3-
MOXHOCTH 9KCTpaKILMK KatapakTbl Ha OU.

DyHKIIMS IUTOBUIHOM KeJie3bl He HapylieHa. [1o10Boii cTaTyc:
MEHCTPYaJIbHBIN [IUKJI HAPYIIeH IO TUITY OTICOMEHOPEU, YTO CBSI-
3aHO C JeKOMIIEHCaIel YIJIeBOMHOTO OOMeHa.

JIHK-nuarnoctuka

B pesynbrare ananuza JIHK He oOHapyxeH ajienb reHa ¢pa-
TaKCUHA, COOTBETCTBYIOLINIT HOpMaJTbHOMY uncity Kormuit GAA-TI0-
Bropa. TakuM o6pa3oM, MOJIEKYISIPHO-TEHETUUECKUMHU METOIaMU
IMOATBEPKIEH NUarHo3 «atakcus @punpeiixa» (LleHTp MOIEKyIsIp-
HOIi TeHEeTUKU, T. MOCKBa).

BonbHoi1 mpoBoauiock Jgedenue: ctoia Ne 9, ¢ orpaHuueHNEM
JIETKOYCBaMBaeMbIX YIJIEBOAOB; MHCYJIMHOTepanus: Jlantyc 18 En
B 22.00, Xymanor 12-10-10 En nmepen OCHOBHBIMM MpUeMaMu
nuiu; Konkop 2,5 mr 2 pasa B aeHb; KopakcaH 5 Mr yTpom; DJib-
kap 20% 1 4.;1. 3 pa3a B iIeHb, KypcaMu I10 2 Mecsiiia 3 pa3a B Iof;
Kosnzum Q10 (60 mr) mo 1 karmcyie 3 pasa B JIeHb, KypcamMu
no 2 Mecsiua 3 pasa B roa; Tpentan (100 mr) o 1 ta6. 3 pasza B AeHb
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Puc. 4b. Y3U opbut (OS) y naumenTku H., 25 ner

nociie enpbl 2 Mecsana; Llepedponusun 5,0 M B/B CTPYIHO WK B/M
yepes neHb, Ne 10-15; Jrodacton 10 mr mo 1 Tab. 2 pa3a B 1eHb
¢ 15 1o 26 a.m.11.

PexkomMeHpanuu: KoHcybraiusi B MTHCTUTYTe HEBPOJIOTUM 1151
peLeHUs] BOMPOCa O FOCMUTATM3AIMW; IKCTPAKIIMSI KaTapaKThl; U3-
TOTOBJICHME CJIOKHOM opTorneanyeckoii ooysu o UITP.

Tepanuu, npuBOISILIEN K TOJTHOMY BBI3IOPOBJIEHUIO, TIPU IaH-
HOM 3a0oJieBaHUU HeT. McTiob3yloTest TiperiapaThl TaK Ha3bIBac-
MOTO MUTOXOHIPHUAJIBHOTO Psifia, aHTUOKCUIAHTHI M COSIMHEHMS,
CITOCOOCTBYIOINIE YMEHBIIEHUIO aKKYMYJISIIUU XeJie3a B MUTO-
xoHapusix. Cpeny aHTUOKCUIAHTOB IIMPOKO UCTIONB3YIOTCST BUTA-
MuHbl A U E, a Takxe mpemnapaTbl CUHTETMYECKOTO aHajIora
Kosnsuma Q10 — YouxuHon u MnedeHon [3]. [1pemapatsbl o6a-
AT MOLIHBIM aHTUOKCUAAHTHBIM U IIMTOMPOTEKTUBHBIM HCHi-
CTBUEM, YTO MOMOTAET «3aTOPMO3UTh» HEWUPOAETEHEPATUBHBIN
npotiecc. Kpome Toro, opraHoM-MHUIIEHBIO 3TUX TPENapaToB SIB-
JIIeTCSl MMOKap, TAKUM 00pa3oM, OHU 3aMeUISIOT Pa3BUTHE M-
neprpoduieckoit kapauomuonatuu. Heodxoarumo HabnoaeHne
SHIOKPUHOJIOTA C IIEJIbI0 KOPPEKIIMH YIJIEBOJIHOIO 0OMeHa; OpTO-
neaudeckass Koppekuus crton (ctoma ®dpuapeiixa). boibinoe
3HaUEHUE MMEET TakxKe JeueOHast (pu3KyabTypa u hu3nuoTeparmus.

[TporHos 6iaronpusiTHee y XXeHIIUH: 6osee 20 JeT ¢ Hayasa 3a-
6oseBanust KUBYT 100% XeHIIUH U TOJNBKO 63% MmyxuuH; 50%
GOJIbHBIX HE OXKMBAET /10 35 JieT. 3aboJieBaHNe HEYKJIOHHO IPOrpec-
CHpPYEeT W MPUBOIUT K ITyOOKO# MHBAIMAU3AIIMUI, HO TEMITbI ITPO-
IPeCcCUPOBAHUSI PA3IMYHBI: MHOT/A OOJIbHbIE B TEYCHKME HECKOIBKUX
JIET MEPECTAIOT XOAUTh, B IPYTUX CIy4asiX COXPaHSIIOT BO3MOXHOCTb
TepeIBUXKEHUST U CaMOOOCITY>KMBAHUSI IOCTATOUHO 107r0. Hapyie-
HUe (DYHKIIMU Ta30BbIX OPTaHOB MHOTIA TOSIBISETCS Y OOJBbHbBIX
C JUTUTEJIbHO TeKyLIUM 3a0osieBaHueM. VIHTE/UIeKT y MalrueHToB
C IaHHBIM 3a00JieBaHMEM B OOJIBIIMHCTBE CJIy4yaeB He CTpaaaer.
TIpramHoOit cMepTH 3aYacTylo SIBIISIETCS TPOrPECCUPYIOIIast Kapauo-
MMOTIaTHSI.
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