MPUXOAUTHh B PYCCKHIl SI3BIK M 3TOT MPOIIECC HE OCTAaHOBHUTH. BO3MOXKHO, COTIACHO MPOTHO3Y
(aHTacTOB, B JaJICKOM OyIyIIeM UCUYE3HYT BCE HAIIMOHAIHLHOCTH U Ha HaIlleH TJIaHETe BOI[APUTCS
BceoOlIee YenoBeueckoe OpaTcTBO, KOTOpoe OyIeT TOBOPUTH TOJIBKO Ha OJHOM si3bike. Torma
MIPOIIECC BO3HUKHOBEHHSI HOBBIX TEPMUHOB B MEAMIIMHE OyIET UATH COBEPIIECHHO MO-APYyTOMY U
HAMHOTO JIeT4Ye Al caMuX MeaukoB. Ho B JaHHBIT MOMEHT MBI )KHBEM B MHOTOHAIIMOHATHHOM
MHUpE, TAE€ NPUTOK HOBBIX 3HAHHM, BBIPAXXEHHBIX CPEACTBAMHU JPYIrOro s3blKa, HAJ0 TPAMOTHO
CTUMYJIMPOBATh U aIalITUPOBATh MOl COOCTBEHHBIC HYKIBI.
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Beeoenue

Heiiponereneparuu ¢ HakoruieHueMm sxenesa B Mosre (HHXKM; B MexayHapomaHoi muTepa-
Type — Neurodegeneration with Brain Iron Accumulation (NBIA)) — kIuMHUYECKH U TEHETHUECKU
reTeporeHHas rpymnmna HaciencTBeHHbIX 3aboneBanuil [{THC, xapaxtepusyromasicss HaKOIJIEHHEM
KeJe3a B 0a3aIbHBIX FAHIVIUAX U JIA0IIasl XapaKTePHYIO KapTHHY ITPU HEHPOBU3YaIH3aIHH.

B Oumoxmmmueckodd kiaccuuKanuu HEHpOJETreHEpaTUBHBIX HACIEICTBEHHBIX OOJE3HEH
HHXXM otHocsTCs K 00Jie3HsIM HapyIIeHus: 0OMEeHa MeTaIoB. B KITMHUYECKOW MPaKTUKE UX OT-
HOCSAT K 3200JIEBaHISAM C IPEUMYIIECTBEHHBIM TTOPAKEHHEM IKCTPATTHPAMHIHONW CHCTEMBI.

B nocnennee necsatunerue BeineneH psag HHXM c ouepueHHbIMU (heHOTHIIAMU M YCTAaHOB-
nenHbiMu TeHamu. Homenknatypa HHXM eme He ycrosnach, nx 0003HA4aloOT 10 HAa3BAHUSAM
reHoB win OenkoB. [lo pazubeim ganaeiM, HHXM-1 cocraBnser 35-55 % B ctpykrype HHXXM
(c yueTom MONEKYJspPHO Hepacl(poBaHHbIX cinydaes) [1, 2]; B peructpe HHXXM, koTopsiii Be-
nercs B CIHA u BximrouaeT 459 cemelt U3 pasHsIx crpal, Ha poiao HHXM-1 npunutocs 35 %, B
rpynne 105 uranssHckux cemeit — 37 %, 52 nonbckux cemeid — 54 % [3]. Ilo nanneiM 2017 1,
B Pecirybnuke benapych nanHoe 3a0oseBanue umeercs y 4 netei.

Yactora Bcrpeuaemoctu: 1-3:1000000.

Hens

IIpoBectn 0030p Hay4HOH JUTEpaTypbl, OMUCHIBAIONIEH 3THONATOreHE3, KIMHUYECKHE MPO-
SBJICHUS, 0COOEHHOCTH JUArHOCTUKU U JieueHus 6onesnu ["amnepBopaena — llnarna (BI'LL).

Mamepuan u memoowl ucciedo8anus

Teopernueckuii ananu3 U 0000IIEHNE TaHHBIX OTEUYECTBEHHOM U 3apyO0eXHOM Hay4IHOH JH-
TepaTyphl O TAHHOU TEME.

Pe3ynomamul uccnedosanusn u ux oocyyicoenue

Hazanue PKAN nosiBuiiock nociie ycranoBieHust ¢Bsizu bI'II ¢ renom PANK2, kotopsrit
KOoAMpYyeT nmanToreHaTknHazy-2 (Pantothenate Kinase-Associated Neurodegeneration).
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V¥ uenoseka red PANK?2 kapTupoBaH Ha KOpOTKOM Iiede XxpomocomMsl 20p13 u skcnpeccu-
pyercs B ceTyaTke U OazajbHBIX TaHrMsX. [laHTOTeHaTKMHA3a-2, KoJupyeMas JaHHBIM TE€HOM,
KaTansupyeT hochopuiupoBaHue MaHToTeHaTa B (hoconaHTOTeHAT (HadaIbHbIM ATall perysis-
UM 6uocuHTe3a kosH3uma A). [Ipy MyTanusx NpoucxoAuT HapylleHue OMOCHHTE3a KOdH3uMa A.
MyTanuu pacrnonaratroTcst BO Bcex 3k30Hax reHa. Onucano okoso 130 myTauuii, mpudeM npeoo-
JaJal0T MHCCEHC- W HOHCeHc-myTauuu [4]. Hambonee wacto oOHapyKMBaeMbIMH MHCCEHC-
MyTanusamu aBisitores ¢.1261G > A (p.Gly411Arg) u c.1283C > T (p.Thr418 Met) — 1/3 ciyuaes.

B xoze HapymieHHOTO Tiporiecca OMOCHHTE3a KOOH3UMa A TIPOUCXOIUT N30BITOYHOE HAKOTI-
JIeHWEe LUCTEenHa B 0a3aJbHBIX TaHIVIMAX, KOTOPBIA CBSA3BIBACT JKEJIE30 U SBISETCS KOPAKTOPOM
[TOJI ¢ obpazoBanmeM CBOOOIHBIX paauKaioB. Ha MecTe pa3pylIeHHBIX HEHPOHOB 00Pa3yrOTCs
TJIMO3HbIE 3JIEMEHTHI, IPUAAIOLIIE TOPAXKEHHBIM TKaHAM T'yO4atsiii Bua. HeoO0XxoauMo oTMETUTS,
9TO OOLIMIT OOMEH JKene3a MU ATOM He HapyIIeH.

[lepeuricneHHble M3MEHEHUS SBISAIOTCS MAaTOMOP(OIOrHYecKUM MapkepoM 3abosieBaHus,
YTO MMO3BOJISIET OTHECTH €r0 K TPYIIEe CHHYKJIeHHOonaTHid. Takke K 3TOH rpymie OTHOCUTCS 00-
ne3Hb [lapkuHCOHa, AeMeHIMs ¢ Tenbluamu JIeBu, MyJIbTUCUCTEMHAs aTpodusi.

Briiensiror n1Be popmbl 3a001eBaHMS: KIIACCHYECKYIO U AaTUITUYHYTO.

B cBsi3u ¢ MHOrooOpa3ueM KIMHUYECKUX MPOSBIECHUH Ul HOCTAHOBKH JIMarHo3a ObLIM Bblie-
JICHBI UATHOCTHYECKHIE KPUTEPHUH, TIOAPA3IESISIONINECS Ha 0053aTeNbHBIC 1 ITOITBEPIKIAIOIIHE.

K 00s13aTenbHBIM OTHOCHT:

1) Hayano 3aboseBaHus B MIEPBHIC JBa JECATUICTUS JKU3HU; 2) IPOTPECCUPOBAHIE CHMIITO-
MmoB. Kiaccuueckas popma: morepst [BUratenbHOM akTUBHOCTH B mepseie 10-15 ner ot Havana 3a-
OoneBanust; atunuaHas popma: 15-40 ner; 3) sxcTpanupamMuHas AUCHYHKINS, BKIIOYAIOIIAST XOTS
ObI OJTHO U3 CIEAYIOIIMX HEBPOIOTMUECKUX HAPYILICHNUI: JIMCTOHUS, PUTUIHOCTh, XOPEOATETO3.

[Toareepxnaromuye KpUTEPUU:

1) BoBIEUEHHE KOPTUKOCTAIBHOTO TPAKTA: CHACTUYHOCTD, TUIIEpPE(IEKCUS U aToJIOrnye-
ckue pedIeKcsl; 2) mporpeccupyomias KOrHUTUBHAS TUCHYHKIUSA; 3) TUTMEHTHAs eTeHepaIus
ceTyaTKy ¥ (Win) aTpodust 3pUTETHHOTO HepBa (BLIABISIOTCS HA AIEKTPOPETUHOTPAMME HITH TIPU
WCCTIEOBAaHUH TIOJIEH 3peHus); 4) SMUISHTHYECKHE TIPUCTYIIBI; 5) CEeMEHHBIN aHaMHE3, COOTBET-
CTBYIOILLUI ayTOCOMHO-PELIECCUBHOMY Hacle0BaHUI0; 6) THIIOMHTEHCHBHBIE obnactu Ha MPT B
0a3abHBIX TAHMIINAX; 7) aHOMAJBHBIE [IUTOCOMBI B HUPKYJIHPYIOIUX TUMQOIUTAX; 8) akaHTO-
LIUTO3 3PUTPOLUTOB.

JU1 HIOCTaHOBKM OKOHYATEIBLHOT'O JMarHo3a JOJKHBI HAOI0AaThCs BCe 00s3aTeNbHbIe U KaK
MUHUMYM 2 U3 HOATBEPKAAIOUINX KPUTEPUEB.

CranpaptaeiM MeToqioMm BeisiBiaeHus: BI'I siBnsercss MPT ronosuoro mosra. Ilpu mposene-
HUM UCCclieIoBaHui y Bcex nanueHtoB ¢ mytanued PANK?2 B 100 % ciydaeB BBISBISETCS TH-
nuuHelid MPT-nartepn — «ria3 turpay, nNpencTaBIsIONINi cOO0H IBYCTOPOHHIOID CUMMETPHY-
HYI0 30HY TUIIEPUHTEHCHBHOCTH B INEpeAHE3aJHEeN 4yacTh OJIeJHOrO Liapa BOKPYI TMIOMHTEH-
CHUBHOI'O y4acTKa, PAaCcIOJI0KEHHOro TakKe B OyieAHOM Iape. Takxke MPOBOAUTCS aHTEHATaJIbHAs
JHK-nnarnoctuka y 6epeMeHHBIX, OTHOCSILUXCS K TpyInaM pucka. Iy HOCTaHOBKU AMarHo3a B
BeieneHnon JJHK momkHa mpucyTCTBOBAaTh XOTs OBl OJTHA MYTaIlHs.

Jleuenue cumrntomaruueckoe. IlpenapaTsl 1€BOOIBI UCHIONIB3YIOTCS U1l CHHKEHHS MBILIEYHOTO
TOHYCa, OTHAKO OKAa3bIBAIOT HEMPOAOKUTEIbHBIN 3 deKT mbo natoT paHHUe ocaoxHeHus. [Ipu do-
KaJIbHOM JMCTOHMU MCHOJIB3YIOT OOTYJIOTOKCUH, TIPH BBIPAXKEHHON CTIACTUYHOCTH U IUCTOHUU — Oa-
KI0(eH 1 apyrue MUOpPENaKCaHThl BHYTPb WIIM HHTPATEKATBHO. [l KOPPEKIIMH KOTHUTHUBHBIX Hapy-
LIEHNH UCTIONB3YIOT MPENapaThl, yIy4llIaromuye 0OMeH HeHpoMeIMaToOpoB (HEHPOMUIVH, TTIMATUIINH).
M3BeCTHBI CITy4yau UCTIONB30BaHUs IITyOOKOH 3JIEKTPOCTUMYJISILIAM OJieTHOTO 1mapa [5; 6].

IlepcieKTUBHBIM METOJOM JIEUEHHUS] CUMTAETCSA XEJIaTUPOBaHHUE XKelle3a, ISl KOTOPOro Huc-
MIOJIB3YIOTCSA TIaHTOTEHAT, KO3H3uM (Q M Apyrue aHTHOKCHAaHThl. OJHAKO JAaHHBIM METOJ B
HaCTOsIIIee BpeMsl HaXOUTCs B pazpadbotke [7].

Buieoown

B ocnoBe natoreneza HH)KM — renernueckue MyTaiuu, OJHAKO B HACTOSIIIEE BPEMS MOKa
HE BBISICHEHO, KaKUM 00pa30M OHM BJIMSIOT Ha JIOKaJIbHOE HaKoIUIeHHe )kerne3a. OJiHa U3 Teopuii —
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muToxoHapuanbHas nuchynkuusa. 'en PANK?2 kogupyer Mutoxonapuanbheie 6enku. x muto-
XOHApHUAJIbHAA JIOKAJIN3alus, 4 TaKKC HAJINYHC B KJIIMHUYECKOU KapTUHC CUMIITOMOB IMaPKUHCO-
HHU3Ma YKa3bIBalOT Ha Hekotopoe cxoacTtBo HHXKM-1 ¢ yacTeiMu HelipoaereHepausMu, 4To
MO3KET IOMOYb B pa3paboTKe HOBBIX MOAXOA0B K JICUEHHUIO.
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MEJUITHCKAS PEABWJINTALMS JETEN C IOBEHWJILHBIM PEBMATONTHBIM

APTPUTOM B YUPEKJIEHUM 3IPABOOXPAHEHUSI «TOMEJILCKASI OBJACTHASI
JETCKASI BOJIbHUIA MEJIUIIMTHCKOM PEABUJTATALIAN»
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Yupexaenue o0pazoBaHus
«I'omMeJIbCKHIl TOCY1aPCTBEHHbIN MeIHIUHCKUN YHUBEPCUTET»
r. l'omesn, Pecniyoimmka besapych

Beeoenue

IOBenunbHbIl peBMatouHblil apTpuT (FOPA) — MMMYyHOMAaTONOTHYECKUN TPOIIECC C CH-
CTEMHBIM TIOpaXKCHHEM CYCTaBOB. JlaHHOe 3a00JieBaHUE XapaKTEPU3YETCs XPOHUUYECKUM Ppellu-
JUBUPYIOIIUM TEYEHHEM, OJHAKO CBOCBPEMEHHO HayaToe JICUCHUE U PaHHss peaOuiIuTanus 1no3-
BOJISIET CTAOWMIM3UPOBATH BOCHATUTEIBHBIA MPOIECC U COXPAHUTh (YHKIUIO CYCTaBOB TEM ca-
MBIM YJIYUIIIUTh KaueCTBO KU3uH [1, 2].

Pannss peabwiurarysi TpOBOAUTCS B cranMoHape. Ha3HadaroTcsi maTtoreHeThdyeckas u
cumnromatuyeckas tepanus FOPA.

[Mo3auHss peabunmraiius OCyMIECTBISIETCS B KapauopeBmaroiorudeckom otaeneHun (KPO)
V3 «I'OABMP» na ocnoBanuu IIpukaza M3 Pb ot 18.02.2011 Ne 172 «O6 yTBepkIeHUN TPOTO-
KOJIOB MEIMIIMHCKOI peadmiuTanuu aerei». Mcmonp3yroTess MUKPOBOJTHOBAS Tepamnus, yIabTpa-
3BYK Ha CyCTaBbl, IHaJMHAMHUYECKHUE TOKH Ha CycTaBbl U pediexcorennsie 30161, JIOK, maccax.

[1pu BOCCTaHOBUTENEHOM JICYSHUH HCIIONB3YIOTCSI KypOPTHBIE (PAaKTOPHI JICUCHHUS, CPEIU KO-
TOPBIX MPeo0JIaaa0T TETUIOBIE MPOIeAYPHI (TTapadH, 030KEPUT, TOPSUUHN MTECOK, TPS3H) U JIPY-
rue QaxTopsl (OMMKHUN TypU3M, MOABMKHBIE UTPHI, TaHIbI). [Ipu orpaHUYeHUN TBUKEHHUH B CY-
cTaBax MokazaHbl MexaHotepanus, JIOK, maccax, 6anpHeoTepanusi B BUJIE XJIOPUIHBIX, PalOHO-
BBIX BaHH [1, 2, 3].

Ilenn

[Ipoananu3upoBaTh KOMIUIEKC MPOBOAUMBIX pPEaOMIMTAIMOHHBIX MEpONpUATUN Ha 0a3ze
KPO V3 «['OABMP» petsim u nogpoctkam ¢ FOPA.

Mamepuan u memoowl ucciedosanus

Pabora ocHoBaHa Ha pe3ynbTaTax Habmonenus 35 aeteit ¢ KOPA (17 manbunkoB u 18 neBo-
4eK) B Bo3pacte oT 2 1o 16 net, noctynusmux B KPO V3 «'OABMP» Ha peabunutanuio 3a me-
puoa ssHBaph — nekabpp 2017 r. Becem metsm mpoBoauiaochk o0cae0BaHUE U peaOUIUTAIIMOHHBIC
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