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|. BBenenue

B 1862 romy N. Friedreich ommcan 06one3Hb, BHOCIEICTBHHM MOJIYYHMBIIYIO €r0 M.
bonesnr ®punpeiixa (unu ataxcus Dpuapeiixa) — 3a0ojeBaHUE C ayTOCOMHO-PELIECCUBHBIM
TUTIOM  HACJIEZIOBAaHUS,  SIBISETCI  4YacToil  (OpPMOH  HACIENCTBEHHBIX  ATAKCHIA:
pacrpocTpaHeHHOCTh okoJio 2-5 ciaydaeB Ha 100.000 nacenmenus. Berpewaercss mpakTHdecKu
HCKITIOYUTENLHO Y 0estoit pachkl. MyKUWHBI M JKCHITUHBI 3200JICBAOT ¢ OJJMHAKOBOW YaCTOTOM.
I'en aTakcuu @puapeiixa KapTUPOBAH HA JUIMHHOM ILiede 9-i XpoMocoMEbI B Jlokyce 9q13-21.1.
DTOT TeH KOoAupyeT Oenok, cocrosumii u3 210 aMUHOKHCIOT W TIOJYYMBIIMN Ha3BaHUE
¢parakcuH. MyTtanust B TeHe (paTakCHHAa HOCUT XapakTep HKCIAHCHUU - NATOJOTHYECKOIro
YBEJIMUYEHUS YUCIIa TAaHJEMHBIX TPUHYKJICOTHAHBIX IOBTOPOB I'yaHUH-aJeHUH-afieHuH (GAA). B
HopMe uncino GAA noBTopoB He npesbliiaet 36 (game 10-25). [Ipu atakcun @puapeiixa uucio

GAA 1oBTOPOB MOXET OBITh yBeH4eHO B 3-10 pa3

I1. latomopdo.iorus

Atakcus @puipeiixa OTHOCUTCS K TpyIIe MUTOXOHJpUAIbHBIX Oosie3Heil. dpaTtakcuH
JETIOHUPYET U BBIBOJUT JKEJIE30 U3 MUTOXOHJIPHUM, B CBOIO 0YEpEb JKEIE30 YIaCTBYET B CUHTE3E
Fe-S-xnactepoB ¢ mocnenyromuM 00pa30BaHWEM YaCTHIBI «Te€M», KOTOpas YacTUYHO
CHUHTE3UPYETCS B MUTOXOHPHSX, YACTUYHO B LIUTOIUIA3ME U IPUHUMAET y4acTHE B LIEJIOM psizie
BaXHEHIIMX JIbIXaTEIbHBIX MPOLECCOB, B YACTHOCTU CBS3bIBAHUU KHUCIIOpPOJAa B IeMOINIOOMHE,
MeTalbou3Me KUCIopoaa (OKcHaa3bl, NEPOKCUIA3bl, KaTanassl U T.J.) U TPAHCIIOPTE 3JIEKTPOHOB
B MUTOXOHJPHUU C y4aCTHEM CUCTEMBI HIUTOXPOMOB. DpaTakCuH CUHTE3UPYETCS B LUTOILIA3ME U
Jajiee TPAaHCIOPTUPYETCS B MUTOXOHJAPHUH, TZI€ PEryJIHpyeT TPaHCIOPT JKele3a, a UMEHHO
ABIIICTCS JIOHOPOM >KeJie3a. B 1esnoM psje skcriepuMeHTalbHBIX CCIeI0BaHUN ObLIO MOKa3aHo,
YTO HEJOCTATOYHOCTh (hpaTakCHHa NPUBOJAUT K JIEIOHUPOBAHUIO )KeJie3a BHYTPH MUTOXOHPUH,
YTO YBEIMYUBAECT BBIPAOOTKY CBOOOJHBIX PAJUKAIOB M CHHXKAET CIOCOOHOCTH MUTOXOHJAPHIMA
3 PEKTUBHO OCYLIECTBIATh OKUCIUTEIbHOE QochopmiupoBanue. Beneacrsue 3Toro cHuxkaercs
cure3 AT®, pazBuBaercst ITUCPYHKIUS M HEOOpATUMOE MNOBPEKICHHE KIETKU B YCIOBHUSX

CUCTCMHOI'O SHECPIeTUYCCKOT'O I[eq)PII.IHTa.

Mopdonoruuecku npu arakcuun  Dpuzapeiixa oTMeyaeTcs IMPEUMYLIECTBEHHOE
BOBJICYEHHE 33JJHUX KaHATUKOB CIIMHHOTO MO3ra, HauboJiee BBIpaKEHHOE B JIIOMOOCAKpaIbHbBIX
OTZIeNax; TaKXKe 3aMETHbl M3MEHEHUS B 3aJHUX KOPEIIKAaX CIMHHOIO Mo3ra. B psae ciaydaes
omnpenensercss KOMOMHHpOBaHHAs aTpo(Hs HEPBHBIX BOJIOKOH M JEMHUEIMHHU3AIMS Iy4KOB
l'onns u Bypnaxa, OOKOBOTO MUPAaMUIHOTO W JIOPCAILHOTO CIIMHOLEPEOSIIIIPHOTO TPAKTOB.
Kpome HepBHOI cHUCTEMBI OpaXxaroTcs Apyrue opranbl. B Muokapze BBISBISETCS TUIEPTPOPUS
Kap/IMOMHOIIUTOB, HHTEPCTULHANBHBIA (UOpo3, >kupoBas IUCTpO(Us; B TOPKEITYIOUHOM
Keneze — pa3pekeHre TKaHM OCTPOBKOB JlaHrepraHca; B ceTdyaToil 00O0JOUYKe — JereHepanusi.

H3MeHeHuss B KOCTHOM CHCTEMeE MpEaACTAaBJICHBI YKOPOYCHUCM CTOIIbI U €€ BBICOKHMM CBOJOM.



I11. Knuanyeckune nposiBjaeHUs

Knuanueckast kaptuna atakcun @Dpuupeiixa CKiIaablBaeTCs U3 KOMOMHAIIMKM CHUMIITOMOB:
couetanHoe nopaxenue IIHC, cepaedyHoill MbIIIIbl, SHIAOKPUHHONW CHCTEMBI, OpraHa 3peHMs,
KOCTHOM cucTeMbl (Tabmuna 1). I3MeHeHus: Co CTOPOHBI CEPJICUHO-COCYAUCTON CHCTEMBI 3a49aCTyIO
CTAHOBATCS HENOCPEICTBEHHOW NMPUYMHOM CMEPTH IMALMEHTOB ¢ atakcued Ppuaperixa. Tak, B
OJTHOM M3 MCCJIEOBAHUH OBUIO TIOKa3aHO, uTo y 86 u3 114 6osbHBIX MMenuch m3mMenenust Ha DK,
B Jpyrom Mopdoorudeckom ucciaenoBanuu 30 OOJIBHBIX, MUISATAMOHHAS W TUNEpTpoduIieckas
KapauoMuonaTusi Obuia BbIsiBIeHa y 25 mauueHToB. CaxapHblil aAMabeT, MHCYJIMHO3aBUCHUMBIM,
BcTpeuaetcss y 8-32% manumentoB ¢ arakcueit dpuapeiixa. OtMmeueHno, uro koiamdectBo GAA
MTOBTOPOB Y MMAIIMEHTOB C IMAa0ETOM CYIIECTBEHHO BbIIIE, 4eM 0e3 auadeTa.

DKcTpaHeBpalibHbIE NposiBiieHus 6one3nu Opunaperixa

Muoxkapn - ['uneprpoduyeckas kapauoMmuonaTust; panuunbie uaMmeHeHus: Ha DKI' (nedopmarus

3y6ma P, uaBepcus 3yoma T)

DOHaokpuHHAA cuctema - CaxapHblil 1uabeT, TUIIOTOHAAU3M, HU3KOPOCIOCTh
Opran 3peHus - ATpodus 3pUTeIbHBIX HEPBOB, KaTapakTa, MUTMEHTHBIN PETUHUT.
Koctras cuctema - Kudockonnos, «crona @puapetixay, nedopmaius KUCTH.
Kimanueckue nposBiieHus:

— Kiaccuueckas 6one3np @puapeiixa (Tunuanas Gopma)
— Arunuunas ¢opma Oone3nr Dpuzapeiixa (Ipu HE3HAYUTEIBHOW IMOJOMKE B 9
XpoMocoMe).
Jlnist aTunmaHO#M (OpMBI 3a00JIC€BaHUS HE XapaKTephl: TOTAIbHAs apedIIeKCusi, KapIHOMHUOTIATHH,

OHAOKPHWHHBIC HAPYIICHHS.

Atakcust @puapeiixa 1e0I0TUPYET MOPaKEHUEM HIKHUX KOHEYHOCTEH, HapylmeHUSIMHU
MIOXOJIKU ¥ PACCTPONCTBAMU KOOPAMHAILIUY ABMKEHUH (B OCHOBE — aTaKCHs, HOCSILAsl CMEILIaHHbIH
XapakTep, MO3KEUKOBO-CEHCUTHBHbIN). [lalMeHThl  HauyWHAIOT OTMEYaTh  IOSIBJICHUE
HEYBEPEHHOCTH BO BpeMs XOJbObl M IIATKOCTH, BIUIOTh 10 majeHus. C Te4eHHeM BpPEeMEHHU
BO3HHMKAcT HApyLIEHUE KOOPAMHALMM IIpU ABWKEHUAX DPYKaMH, IOSIBICHHE TPEMOpa PyK H
CBA3aHHOTO C OTUM H3MEHEHHsA moyepka. [loCTENmeHHO MNPUCOEOUHAIOTCS W JIpYTrHe
HEBPOJIOTHYECKUE U3MEHEHMUS:

— CnabocTh B MBIIIIAX HOT BIJIOTH JI0 MTAPE30B U Mapanuyen (Ipu 5TOM CHIXKAIOTCA,
a Mo3XKe yracaroT KOJIEHHbIE U aXUJUIOBBI Pe(IIEKCHI)

— Hapymenue riry0okoi v mOBEpXHOCTHON YyBCTBUTENBHOCTH

— PasButHe TYyroyxoctu, aTpoQus 3pUTEIHLHOTO HEPBa

— Hapymenue peun (npu yurenbHOCTH 3a0051eBanus Ooiee 5 ner)



— CHmwKeHre KOTHUTUBHBIX (QYHKITUI.

K obGnurataeiM cumnromam 6os1e3HH oTHOCAT: JleOroT 3a00ieBaHus B BO3pacTe 110 25 JeT;
[Tporpeccupyromnias MO3)K€YKOBO-CEHCUTHBHAs aTakcust; [Iporpeccupytoniee HapynieHue
KOOpAWHAalIUU B KOHCYHOCTAX; VYracanue KOJCHHBIX M aXUIJTOBBIX peq)f[eKCOB; CHuxenue

rIIyOOKOW 4yBCTBUTEIBHOCTHU B HOTaX; JlM3apTpus — TOUKoOOpa3Hasi, 3aMeJIeHHAas! peyb.

[Ipu3Haku, KOTOpPBIE NOKHBI HACTOPOKUTH KJIMHUIIUCTA U HAIIPABUTh HA ITOUCK JPYTUX
3a00JIeBaHMIA, CIIEAYIONIUE: paHHUI MaHU(ecT 3a001eBaHus (0 2-X JIEeT); BBIPaKCHHBIE
KOTHUTUBHBIC HAPYHICHUSA; HAJIMUUEC CUMIITOMOB BKCTpaHHpaMI/II[HOﬁ MMaToJOrnun,; CCHCOMOTOPHAA
HEBpOIMaTUA; CHUXKCHUC CKOPOCTH MMPOBCACHUSA HCPBHOIO HMITYJIbCa 110

ABUTI'aTCIbHBIMBOJIOKHAM, O(l)TaJ'IBMOHJ'IeFI/IH.

IV. Inarnoctuka u quddepeHnnanbHas JHATHOCTHKA
Knuanaeckn nuarno3 6omnesan Opuapeiixa CTaBUTCS HA OCHOBAHHWH CIEAYIOMMX KIMHUYECKUX

KPUTEPHEB:
1) ayTocOMHOpEIIECCHBHOE HACIIEIOBAaHUE,
2) Haydaso 3a00JieBaHMs B BO3pacTe 10 25 JeT;
3) mporpeccupyromas aTakcusi MPEUMYIIECTBEHHO BCICICTBHE MOPAKEHHS 3aTHIX KAHATUKOB;
4) nuzapTpus;
5) cyxoxunbHas apeqIIeKCus;
6) yTpaTa riry00KO# YyBCTBUTEIBLHOCTH B TUCTAIBHBIX OTICNaX KOHEUHOCTEH;
7) aKCOHaJIbHAsi CCHCOpPHAsi HEBPOTIATHSI,
8) uamenenus Ha OKT;
9) U3MEHEHUs1 KOCTEH ¢ pa3BUTHEM CTOTBI Dpuipeiixa

Bonbmoe aMarHoCTHMUYECKOE 3HAYEHHWE UMEIOT JIaHHble HEeHpOo(U3NOJIOrHYECKOro
oOcieZloBaHusl, KOTOPble MIPAIOT BAXHYIO pOJIb Uil 0TOOpa OoibHBIX, mojiexamux JHK -
JUArHOCTHKE.

ITIpu nposenernn DHMI' y GonpmmHCTBA OONBHBIX BBIABISIETCS XapaKTepHbIE W3MEHEHMS:
IIPU3HAKU CEHCOPHOM, MPEUMYILECTBEHHO aKCOHAIBHOM IOJIMHENPOINATUN IPU OTHOCUTEIBHOU
COXPAaHHOCTH MPOBEICHHS UMITYJIbCOB IO JIBUTATENIbHBIM BOJOKHaM. Hanbosnee xapakrepHo [uis
JTaHHOHM (hOpMBI aTakcUu - BBIpAXKEHHOE M PaHHEEe HapyLIeHHE COMATOCEHCOPHBIX BBI3BAHHBIX
ITOTEHIAAJIOB.

Ha MPT yxe Ha n0CcTaTOYHO paHHEW cTaguu OOJIE3HM MOXKET OBITh BBISBICHO YMEHBIICHHE

nomepeyHOro pasmMepa CIHMHHOIO MO3ra, B TOM YHUCIIC anO(bI/I‘-ICCKI/Ie HU3MCHCHUA 3aJHUX



KaHATUKOB. MO3KE€UOK JUIMTEIBHOE BpEMs OCTAcTCS OTHOCHUTEIIBHO COXPAaHHBIM, OJHAKO Ha
MO3/IHEH CTa K BU3YAJIM3UPYIOTCS YMEpEHHbIE aTpOPHUECKIE N3MEHEHUS YepBsl U TOTYIIAPHIA,
U B OCOOCHHOCTHM BEpXHHX MO3KEUKOBBIX HOXekK. Kpome Toro, mnpu mnpoBeneHUH
BbICOKOIOJNIbHOTO MPT BbIsSIBIIEHO CHWXKeHHME MHTeHCMBHOCTH MP curnana B pexume T2 ot

3y04aToro sjapa.

Atakcuto @pujpeiixa Heo0xoauMo AU PepeHIUPOBATh C KIMHUYECKH BECbMa CXOJIHOM
(dhopMOIi HACTIEJICTBEHHON AayTOCOMHO-PEIICCCHBHONW AaTaKCHHM BCIEACTBHE HEIOCTATOYHOCTU
ButamrHa E, Tak Ha3zpiBaeMbIM «cHHApPOMOM AVEDy. Jlns NUAarHOCTUKKA 3TOTO COCTOSIHHUS
HEOOXOMMO OTIPEICTUTh CoJiepKaHue BUTaMuHa E B KpOBH, UCCIIENOBATh JTUMUAHBIA TIPOdUITH
KpPOBH M Ma30K KPOBM Ha HaJUYHE aKAHTOIIUTOB (SPUTPOLIUTOB C M3MEHEHHOU «3BE3I4ATON»

MeMOpaHOHt).

Hpyrue oOMeHHBIE 3a00JIeBaHHSI C AyTOCOMHO-PEIICCCUBHBIM THUIIOM HACJICIOBAHUS:
TaHTJIMO3U 03 U I'aJIaKTOCUAJIN 103 (BBIS[B.]'IGHI/IG AKTUBHOCTU B-FaﬂaKTOCI/I)IaSBI U reco3daMruHu1a3bl
A); 6one3np KpabGbe (uccienoBaHne aKTUBHOCTH TajaKTO3WIILIEpaMKIa3bl); MO3IHUN BapHaHT
6one3an Humana-Iluka (ompeneneHue coaepkanus CHOUHTOMHUEITMHOB JIMKBOPA, MCCIICIOBAHNE

CTEpHAIBHOIO MTyHKTATa /Ui OOHAPYKEHUS «IIEHUCTHIX» KIIETOK).

Taxke artakcuro Dpuapeiixa HeoOxoaumo auddepeHIIUpoBaTh OT PACCETHHOTO
ckiepo3sa. s mociieiHero He XapaKTepHBI CYXOXKWIIbHAsT apedIieKcusi, MBIIICYHAs THIIOTOHHUS,
aMHOTPOHH, KapIUOMHUOTIATUN M JPYrHUe SKCTpaHEBpAJbHBIC MPOsBICHUSA. B CBOIO ouepenp,
npu arakcun @Dpuapeixa OTCYTCTBYIOT PEMHUCCHH B TeEUEHHE 3a00JIEBaHUS, OYaroBbIC

HU3MCHECHU B BEHICCTBC I'OJIOBHOT'O M CIIMHHOI'O MO3ra.

OxoHyaTeabpHOE 3aKIIOUYCHHE O HaJWYHH y 06cnez[yeMoro aTaKCHUH CDpI/II[peﬁxa MOXKET

OBITE CACJIaHO TOJIBKO Ha OCHOBAaHHNH HpHMOﬁ I[HK',I[I/IaFHOCTI/IKI/I " BBISIBJICHUS MYTalliU B I'CHE

FRDA.
CoracHo COBPEMCHHBIM IIPCACTABJICHUAM, HCCIICAOBAHNEC I'CHA FRDA moka3zano:

[] Bo Bcex CJIydasaX paHHUX UIUOIIATHYICCKUX aTaKCHﬁ, CCJIM IIpUYHHa 00JIe3HHU HE SICHA U

HE MOJXKET OBITh HCKJIIOUCH aYTOCOMHO'pCI_IeCCI/IBHHﬁ THUII HACJICTJOBAHM,;

0B clrydasax aTaKCHM HeFeHepaTHBHOﬁ npupoabl ¢ YCTKUM ayTOCOMHO-PCUCCCHBHBIM

HacCJICAJOBAHUEM HE3aBUCUMO OT BO3pacTa z[e610Ta 3a6OHeBaHI/IH;

[J B cioyyasx cnopaguuecKuX aTaKCHil IereHepaTUBHOM NpUpOAbl (HE3aBUCHUMO OT
BO3pacTa) — MpU HAJMYUU B KIMHUYECKOW KapTHHE OTIENBHBIX CHUMIITOMOB, CBOMCTBEHHBIX
atakcun @puapeiixa (Hanpumep, KapAMOMHONATHS, HApYIIEHUE TTYOOKOH YyBCTBUTEIBHOCTH).
[Ipsmas JIHK-mmarsoctuka mpeanojiaraeT HENOCPEACTBEHHOE OOHapy:KeHHe HSKCIIAaHCHH

TPUHYKJIEOTUIHBIX GAA-IOBTOPOB B COOTBETCTBYIOLIEM ydacTke reHa FRDA.



V. Jleuenne

B Hacrosiee Bpems mosiBiasieTcsl Bce OOJIbLIE BO3MOYKHOCTEW NPEBEHTUBHOM Tepaluu.
LlenTpanpHOoe MecTO B €€ pa3paboTKax 3aHMMAIOT IpernapaTbl MHUTOXOHAPUAIBHOIO psja,
AHTUOKCHJIAHTBI, XEJIaTHbIE COEIMHEHUS, CIIOCOOCTBYIOIINE YMEHBIIIEHUIO HAKOIUIEHUSI JKele3a B
MUTOXOHApHUAX. Oco00 Ba)XKHYIO POJIb UTPAIOT IIperaparbl SHTAPHON KUCIIOTHI, IPU OKUCICHUU
KOTOPOM KOHEYHBIM YPOBEHb MAaKPOIPTUYECKUX COCIMHEHHUM 3HAYUTENIBHO MPEBBINIAET TAKOBOU
npu oxucinenun HAJ[-3aBucumbix cyOcTtpaTtoB. HampoTuB, mNpUMEHEHHE H3BECTHOTO
«KJIACCUYECKOT0» AHTHOKCHJIAaHTa — aCKOPOMHOBOM KHCIOTHI Ipu arakcuun Dpuapeiixa He
PEKOMEHJIyeTCs, TIOCKOJIbKY B OSKCIEPUMEHTaX in Vitro ObUIO YCTAHOBJIEHO, YTO OHA MOXKET
MPUBOJUTE K OOpa30BaHMIO TOKCUYHBIX (DOPM «I1aTOTEHETUYECKH 3HAYMMOTIO» IPH aTaKCUu
Opunapeiixa noHa xkenes3a. [IpoBeneHbl uccie0BaHUsI CUHTETHUECKOT0 aHanora kosHzuma Q10,
naeOCHOHA, OJIHAKO, KaKOW-TMOO CTAaTHUCTHUYECKOW pa3HUIIBI, IO CPAaBHEHHUIO C TIUIaedo,
oTMeueHo He Obuio. IlpencraBnsercs mepcHeKTUBHBIM HCCIEAOBaHUSA ramma-uHTepdepoHa, B
OJIHOM M3 TMOCIEAHUX SKCIEPUMEHTAIBHBIX UCCIIEeI0BAaHUI, BBISIBIEHO, YTO raMma-uHTepdepoH
YBEJIMYUBAJ SKCIPECCHIO (ppaTakcuHa B HEHPOHAX y MBILIEH C SKCIIEPUMEHTAIBHON 00JI€3HBIO
Ouppeiixa. OOBIYHO TaK)KE HA3HAYAIOT IpernapaThl, YIYYIIAOINIME METa00JU3M MHOKap/a:
prOOKCHH, KOKapOOKCHIa3y, mpeaykraia u ap. PekoMenmyercst muetndeckoe cOamaHCHPOBAHHOE
MATaHWE C YMEHBIIICHHBIM COJiepKaHueM yriieBooB 110 10 r/kr (BapuanT nuetsl Ne 9). bombiioe
3HaueHue npu artakcun Dpuapeiixa HUMEOT (GU3NYECKUE METOIbl JieueHus: JieyeOHas
(bu3KyIbTYpa ¢ KOOPAUHATOPHO-BECTUOYIISIPHBIM KOMIUIEKCOM YIpa)KHEHUH, Maccax, napadux
(030KepuT), crienuanbHas oproneanyeckas o0yBb. [Ipu mape3zax — 3MEKTPOCTUMYIISIIIMS MBILIILI,
IIPU CHACTUYHOCTU — 3JieKTpodope3 ¢ MuopenakcaHtamu. OJHUM U3 COBPEMEHHBIX METOJOB
JICYCHHUS SBIIAETCS KOMIBIOTEpHAasi crabuiorpadusi C HCIOJB30BAHUEM METOJOB 3PUTEIbHOU

00paTHO¥ CBsI3H.

VI. IIporuo3s

Atakcust ®@pujipeiixa UMeeT HEYKIOHHO NpOrpeccHpyrollee TeYeHHe, MPUBOAALIeEe K
neTansHOMY Hcxondy. llamueHT morubaer OT cepAeYHOM WM JIbIXaTeNbHON HEeIOCTaTOYHOCTH,
nH(MEeKIMOHHBIX oclokHeHuH. Oxono 50% mnanueHToB, y KOTOPBIX HaOMIOAaeTcs arakcus
@puapeiixa, He 10KMBAIOT 10 35-JIeTHEr0 Bo3pacTa. Y JKEHIMH TeueHue 3aboseBaHust Oolee
onaronpusaTHo. [IpogomkuTtensHOCTh UX kU3HU B 100% coctasiser Gonee 20 jeT OT MOMEHTa
Hayala aTaKCUH, B TO BpeMsl Kak Cpeii MYXYUH JUIIb 63% KUBYT JOJBIIE ATOTO Cpoka. B kpaiine
PEAKHUX CIydasix MpH OTCYTCTBUH CEPACYHBIX HAPYIICHUH U caXxapHOTo quadera MmalrueHThl JKUBYT

1o 70-80 ner.
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