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Annomayusn: 6onesns I'owe omnocumces Kk peOko 6Cmpedarouumcst 6oae3Ham. B
cmamve paccMampueaemcs aKmyaivbHas npooiema neouampuu u npeocmasieHsl
O0anHble 0 namozenese, CO8PEMEeHHAsL KNACCUDUKayus, KIuHudecKue nposisieHus 3a00-

Je6aHUA, Memoobl OUACHOCIMUKU U CROCOObL JIeYeHUs.

Knrwouesnte cnosa: 6onesns ['owe, bemma-D-antoxozuoaza, umuentoyepasa, cnie-

HoMe2anusl, (hepMeHmHAsi mepanus.

bonesns ["omie — odenp penkoe 3a00aeBaHNe, KOTOPBIM CTPATAET JUIIh HEOOIh-
10€ KOJIMYECTBO JieTel BO BceM Mupe. [Ipuunnsl pa3Butus 6onesnu ['omre 10 KoHIa
HEU3BECTHBI, OJTHAKO CYUTACTCS, UTO IIIaBHBIM (PaKTOPOM SIBIISICTCSI HACTEICTBEHHOCTD.
Mytamuu B rene GOS6 mepemaroTcsi o HACIEACTBY OT 000UX POAUTENEH, KOTOPHIE
SIBJISIFOTCSL HOCUTENISIMU ATOro reHa. bosnesns ['omie He oOycioBieHa TaKUMH BHEIII-
HUMH (PakTopaMu, KaKk MHPEKINU WIN BaKIIMHAIMS, U PA3BUBACTCS UCKIIOYUTEILHO
U3-32 HATMYUS TCHETHYECKUX JIe(hEeKTOB.

Bbonesns ['omie BbI3Bana aepuuTom hepMeHTa Moj| Ha3BaHUEM TITIOKOLIepeopo-
3m1a3a, KOTOPBI HEOOXOANM TSl TPABUIILHOTO (DYHKIIMOHUPOBAHUS JIN30COM (Opra-
HEJIa, KOTOpasi pacIleIIsieT U nepepadaTbiBaeT OTXOIbI KU3HEAEATEIbHOCTH KIETOK).
B-rirokoriepedpo3uiaza — (PepMEHT € TIIFOKO3UIIIEPAaMUIa3HOM aKTUBHOCTBIO, pac-
HISTUIIONINK TitoKotepeopo3ua. OH JOKaIU3yeTcsl B JIM30COME M CBSI3aH C JIU30CO-
MaJbHOM MeMOpaHO#. B-TioKolLepedpo3nia3a COCTOUT U3 TPEX Pa3IuvHbIX JOMEHOB
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Y UMEET MEXaHU3M THIPOJIM3a, BKIOYAIONMA KUCIOTHO-OCHOBHOM KaTtanu3. MyTta-
IIMU B F'€HE IIIIOKOLIepeOpO3n1a3bl BbI3bIBAIOT 00JI€3Hb ['ole U cBsA3aHbl ¢ 00JIE3HBIO
[TapkuHcoHa [2].

OTOT PepeMeHT KaTaIM3UPyeT PEaKITUIO THAPOIIN3a TII0KOoIepeOpo3nia 10 TII0-
KO3bl U lIepaMHJia, MPEIIICCTBEHHUKA B CUHTE3e cuHromuenuHa. bes atoro dep-
MEHTA B PA3JIMYHBIX YACTIX TeJla HAaKAIUIMBAIOTCS TITFOKOIEpeOpo3uIbl B Makpodarax
U HeWpPOHAX rOJIOBHOT'O MO3Ta, YTO BHI3bIBAET XapaKTEPHbIE CUMIITOMBI OoJie3HH [ orre.
Knerku I'ome npencraBistor coboit Makpodaru, KOTopele He (DYHKIIMOHUPYIOT HOP-
MaJbHO U PACCMATPUBAIOTCA KaK «KIIETKU-CAMOYOMUIB» M3-3a UX HACHIIIECHUS IMPO-
TyKTaMH KU3HEJEATeIbHOCTU, KOTOPBIEC MPECTaBICHbI JunuaamMu. [leperpyxeHHbie
rIMKOC(UHT oMU IaMK KiieTku ['oiiie, Ha3BaHHBI B 4ecTh yueHoro @ununmna Yapib3za
Opnecra ["o11ie, KOTOPHIIA BIIepBbIE OMUCAN ATO 3a00JIEBaHKUE B CBOEH TOKTOPCKOM JAHC-
cepTaluy Ha IpuMepe KEHIUHBI, UMEBIIEH ¢ IETCKOI0 BO3pacTa BIPAXKEHHYIO CILJIe-
HOMETAJIHIO.

HccnenoBanne opdaHHBIX 3a00J€BaHUN SBISETCA AKTyalbHBIM BOIPOCOM B
chepe MeIUIIMHBI U3-3a €r0 CIOKHOCTU M HEJOCTATOYHOTO H3yUdeHus. Jluarnoctuka u
OTIpe/IeICHNE TaKuX 3a00JIEBaHUM MPEACTABISIIOT COOOW 3HAYUTEIBHBIC TPYIHOCTH.
[To3nHee ycTaHoBIeHUE AUArHo3a 0€3 COOTBETCTBYIOIIETO JICUCHHS MOXKET MPUBECTH
K TaKUM HEOJAronpuUsiTHBIM MOCIECTBUIM, KaK CMEPTh WJIM WHBAIMAU3ALINS HA BCIO
*u3Hb. [laTonorns BO3HUKAET U3-3a HEJOCTATKA aKTUBHOCTH JIM30COMHOTO (hepMeHTa
0eta-D-Tnroko3uaasbl, U3-3a 3TOr0 TUIHOKOLIEPEeOpPO3U/Ibl HAKAIUIUBAIOTCS B MaKpoO-
¢arax ¥ HEWpPOHAX TOJOBHOTO MO3Ta, 3TO M BBHI3BIBAET XaPAKTEPHBIE CUMIITOMBI 0O-
ne3uu ["omre [5].

Cy1iecTByeT MHOXKECTBO KIIMHUYECKUX MPOsBIeHUM 0ose3nu ['omie, Ha OcHOBa-
HUU KOTOPBIX 3a00J1€BaHue ACNAT Ha 3 THIIA.

bonesns ['ome neproro Tumna HanboJiee YacTo BCTpeyacMa B MPAKTUKE Bpada U
SBJISICTCSI MEHEE TsDKenon. HeneltpononaTuieckas, XxapakTepusyercs HHOUIbTPAIuei
npoctpaHcTBa BupxoBa-PobOuHa, 0KOJI0COCYIMCTOTO ydyacTKa B MO3TOBOM 000JIOUKE.
VY nanueHToB HAOMIOMAIOTCS XPOHMYECKHE OOJIM B KOCTSIX, MPU3HAKU TMOPaKEHUs

KOXKH, CEJIE3€HKHU, CEPALa, JIETKUX U MOYEK.
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['MaBHBIM CHMIITOMOM SIBJISIETCS CIIZIEHOMET NS, KOTOPBIN MEepecTaBisieT cO00i
yBenuueHue ceneseHka 10 80 pa3. DTO MOKET CONMPOBOKIAATHCS JKEATYIIHBIMHU OTJIO-
KCHHUSIMH Ha KOKE€ U CKIIEpax ria3. Y OOJbHBIX 4acTO HAOIIOJAeTCsl yTOMIIIEMOCTh U
c1aboCTh, a TaK)Ke TMOBBIIMICHHAS] CKIOHHOCTh K KPOBOTEUEHHUAM U cuHskaMm. Koxa
00JBHBIX C 3a00€eBaHKeM [ ole 4acTo CTaHOBUTCS TOHKOM U JIETKO TpaBMHUpyeMoil. B
pe3yibTare HapyIIeHUs pabOThl TPOMOOIIMTOB IIPOUCXOIUT 0Opa30BaHUE TTOKOKHBIX
reMaToM, U3MEHEHHS B COCYIUCTO-TPOMOOLIUTAPHOM U KOATyJISIIMOHHOM T'eéMOCTas3e,
Pa3BUBAIOTCS OYaru KPOBOUBIMUSHHUS B CIM3UCTBIX 00o0sioukax. [Ipu cBoeBpeMeHHOM
Ha3HAYEHUHU 3aMECTUTEIHLHON (hepMEHTHOM Tepanuu NporHo3 npu 6oae3nu [ orie nep-
BOT'O TUIIA OJIArOTIPUSATHBIN.

JpyrumMu xapakTepHbIMUA CUMIITOMaMH 0oJie3HU ['omie MOryT ObITh TaKuE KOCT-
HbIE U3MEHEHUs, KaK OCTEOIIOPO3 U OCTEOJINU3, YTO MOKET MIPUBOJAUTH K YaCTHIM Tepe-
jJomaM u aedopmanusiM KOCTHON TKaHHU.

bone3ns ['omie BcTpedaercst y BCeX 3THUUECKUX TPYMI, HO Yallle BCEro JIUarHo-
CTUpPYETCS Yy JIIOIeH eBPOMNEHCKOro M alllkeHa3CKOro eBPEHCKOro MporCXoXKaeHus. Y
HUX PUCK pa3BUTHS 00se3HM [ o11ie Bbille, YeM y IpeIcTaBUTENeH APYTUX STHUYECKUX
TPYIIIL.

Tun 1 Takxke MOXKET CONMPOBOXKIATHCS HEBPOJIOTHYECKUMHU HAPYHIEHUSIMU (Tak
Ha3bIBaeMasl HelpoHomathueckas, HeocTpas ¢gopma). CorjmacHo OImyOJIUKOBaHHBIM
naHHbeiM, BI'l mpenmyiecTBEHHO MpOSBIIsETCA KakK HeHelpomnaTtuueckas gopma u
MMEET CaMbIil IIUPOKUM CIIEKTp MPOsIBICHUN cpenu ¢hopm aeduiura ritokornepedpo-
sugasbl (romosurota mo N370S). M3meHeHHsI B peHHH-aHTHOTEH3WH-AJIbIOCTEPOHO-
BOU cHCTeMe MPOSBISAIOTCS B OCTPO HEHPOHOIIATUYECKON (hOpME € TOIOCTPHIM TeUe-
HUEM.

[Tpu BTOpOM THIe 60JE€3Hb ['OlIe CUMNTOMBI MPOSBISIOTCS HA MEPBOM TOIY
KU3HU, ITOT TUI UMEET OoJiee TsHKEJI0e TeYEHUE, MOCKOJIbKY BIUSET Ha (QYHKIMIO U
pa3BUTHE MO3Tra U OOBIYHO TIPUBOJIUT K JIETATbHOMY UcX0y. OH BbI3BaH ACHUITUTOM
¢depmenTa canmoHuH-nporenHa aktuBaropa (PSAP). HabromaeTcst 3aepikka pa3BUTHA,
yTpaTa HaBBIKOB, 3TO OCTPOE HEMPOHOMATHYECKOE 3a00JI€BAHNE, BhI3bIBAIOLIEE TSKeE-

JI0€ TIOPaXEHHUE LEHTPAIIbHOM HEPBHOM CHUCTEMBI. Y BEIIMYCHUE MEUYEHU U CEIIE3CHKU

3
Content is licensed under the Creative Commons Attribution 4.0 license (CC-BY 4.0)



N3nareabckuii nom «Cpega»

SBJISIETCSI OJJHUM M3 HamOoJiee XapaKTepHbIX Mpu3HakoB Oose3nu [omre. duddepen-
nuanbHas AuarHoctuka Oosnesnu ['ome |l Tuma mpeamnonaraer HaJIu4YUe CIEIYIOLIIUX
KJIMHUYECKHUX MPOSIBICHUN: MPOTPECCUPYIOIINE HEBPOJIOTHUYECKHE PacCTPONUCTBA, Te-
aTOCIUICHOMET aliusl, TPOMOOLIMTONCHHS (HU3KUI ypOBEHb TPOMOOIIMTOB), KeJle30/1e-
bunuTHAsA aHeMUs, JeHKONeHus (HU3KUN ypOBEHb JIEHKOIIUTOB).

[Momoctperii HelipoHomatndeckuit Tum bI' (Tum 11) HaunHaeTcs B A€TCKOM BO3-
pacTe, paHHee JETCTBO WM BTopoe aecstuieTue. [Ipu nepBom Tune 6onesnu ['ome
yBEJIMYCHUE TICUCHU M CENE3EHKH, a TaKKe€ HEBPOJIOTMUECKHUE CHUMIITOMBI MPOSBIIS-
I0TCS MEHEe SIPKO, YeM MPHU BTOPOM Turie 3adosneBaHusi. K HEBpOIOTHIECKUM TIPOSIB-
JICHUSIM OTHOCSITCS MBIIIICUHBIE CYIOPOTH, BEI3BaHHBIC aKTHBHOCTHIO KOPBI TOJIOBHOTO
Mo3ra. OHM HAYMHAIOTCA C MOJEPTUBAHUS HECKOJBKUX TPYII MBI U TOCTEIIEHHO
yCWJIMBAIOTCS, TIEpepacTas B reHepaIn30BaHHBIE CYJOPOTH.

bonesns ['omie MokeT UMETh Cepbe3HbIE MOCIEACTBUS IS 310POBbs MAIMEHTA,
0COOEHHO €Clli OHa He JMarHOCTUPYETCs M He JIEUYUTCs cBoeBpeMeHHo. Hapymienue
MeTaboIu3Ma JTUMUI0B U HAKOILJICHUE TII0K0301IepeOpo3uaa B Pa3IUYHBIX TKAHAX U
OpraHax MOXET MPUBECTH K MOBPEKIACHUIO OPTaHOB, TAKMX KaK MEUYEHb, CENE3EHKa,
KOCTH, JIeTKHe, cepaue u apyrue. CkorieHne kiaeTok ['oie B opranax BeI3bIBA€T BOC-
naJieHrue, KOTOpOe MPUBOJUT K MOBPEXKICHUIO TKaHeH. bose3ns [omre MoXXeT BhI3BaTh
M3MCHCHHS (YHKIIMOHUPOBAHMS HEPBHOW CHUCTEMBI, BKJIIOYAs MPOOJIEMBI C JIBHXKE-
HUEM, KOOPAMHAIIUEH, PEUbIO, 3pEHUEM U CIyXOM. JTO MOXET MPUBECTH K yXY/IIIIe-
HUIO KaueCTBa U3HU MAIMEHTa U OTPAHUYUTH €r0 CIOCOOHOCTh K CAMOCTOSTEIHHON
KHU3HU. Y 1eTeit ¢ 6ose3npio ['ome yacTo HabmoaeTcs 3a7epxkKa B (PU3MUECKOM U
YMCTBEHHOM pa3BHTHHU, TaK Kak OOJE€3Hb MOXKET BIHMATH Ha PabOTy HEPBHOU CH-
cTemsl [1].

HaubGonee wacteiMu xaiobamu, MO3BOJISIONMIMMHE 3amo103puTh 0ose3nsb [ore,
SBIISIIOTCS: YTOMIJIIEMOCTh, KPOBOTOUHMBOCTh CIIM3UCTON PTa, TOBBIIICHHYIO MOTPEO-
HOCTh B TUTAHUH, TIOBBIIIICHHYIO CKJIIOHHOCTh K MH(EKIHSIM, TUITOTIMKEMUYECKUE CO-
CTOSIHHSI, 00T B CyCTaBax, yBEJIMYCHUE Pa3MEPOB )KMBOTA, OTCTaBaHKE peOCHKa B Pu-

3UYCCKOM pPa3BUTHH.
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Jnarnoctuka 6ose3nu ['ome MoKeT ObITh CIIOKHOW M3-32 pa3HOOOpa3us CUMII-
TOMOB U HECNEeUU(PUIHOCTH KIMHHYECKUX MPOSIBICHUN. {1 MOATBEpKACHUS Tua-
rHo3a 6ose3nu ['omre 9acTo MpoBOIAT TEHETUIECKUE TECTHI, KOTOPHIE TTO3BOJISIOT BhI-
SBUTh MYTaIlMH B T€HAX, OTBETCTBCHHBIX 32 PA3BUTHE STOTO 3a00JICBaHUS.

OCHOBHBIM METOJIOM JHATrHOCTHKHU SIBJISCTCS OMOXMMHYECKOE HCCIICIOBAHHE
OeTTa-TIIoKoIepeOpPO3u a3kl B JIEHKOIIMTAX C IMOMOIIBIO PEaKIuH UMYHO(II00pec-
IeHIInH. BhIsiBIIeHHE YPOBHS aKTUBHOCTH OeTTa-TIIIoKolepeopo3uaassl MeHee 30% ot
HOPMBI TOATBEP)KIAeT AUArHO3. BHOXMMUYECKUM MapKepOM TaHHOTO 3a00JCBaHUS
aBysieTcsi GePMEHT XUTOTPUO3H1a3a — PEPMEHT, CEKPEeTHUPYyEMbIi Makpodaramu, Mpu
6ose3nu ['ome nmokazarens yBenuuupatotces 10 1000 pas.

HccnenoBanmsi HampaBJIeHb HA U3YYCHHUE MApaMETPOB COCTOSIHHSI MMMYHHUTETA
npu Oosie3rn [ o11re, 4acTo UCIONB3YIOTCA YIbTPa3ByKoBoe uccienoBanue, MPT wim
KT ckannpoBaHue CTENEHN MOPAKCHHSI BHYTPEHHUX OPTaHOB M KOCTHO-CYCTaBHOM CH-
ctembl. O/THA U3 TIaBHBIX MPUYUH WHBAIUIU3AINY TIpU 00Je3Hu [ o1re — mopaskeHue
KOCTHOW TKaHU HM3-3a HAKOTUICHHs JTUIHI0B [3].

Jleuenne 0one3nu ['oiie OCHOBaHO HAa MHAMBUIYAIBHOM IMOJXOJE W BKIKOYAET
npueM (pepMEHTHBIX MpenapaToB W JieueOHYI0 nueTy. Jledenne BKirodaeT (husmde-
CKYIO TepaIiio, JIKApCTBECHHYIO TIOJIICPKKY M COITPOBOXK/ICHUE CIIeUannucToB. [1pu-
MEHEHHE Tepanuu PEKOMOWHAHTHOW TItOKOIEepeOpo3uaa3on (MMUTIOIEpa3oi) Ha
NPOTSHKEHUU BCEW JKM3HU. 3aMecTuTebHas (epMeHTHasi Teparus SBISIETCS OCHOB-
HBIM METOJIOM JieueHus. Ee BBOIAT BHYTpUBEHHO Kaxabie 2—4 Hexenu. s 6onesHu
lome Il Tuma 3amecturensHas ¢pepmeHToTepanus He 3PdeKTuBHA, TOTOMY YTO pe-
KOMOHMHAHTHAas TITI0K03epeOpo3uaa3a He CrIocoOHa MPOXOIUTh Yepe3 reMaTodHIeda-
andeckuit 6apeep. Jis momydeHus MakcuManbHOTO ((PpeKTa Tepanuu BceX KIMHUYC-
CKHX TIPOSIBICHUI 3a00sieBaHus TpeOyeTcst pa3padoTka WHANBUYABHOTO IJIaHa, OC-
HOBAHHOTO Ha BpaueOHOW OIICHKE TsDKeCTH TedeHus Oonesnu ['ome. OOcienoBanme
MaIMeHTa 1 KOMIUIEKCHOE JICYCHUE TPOUCXOIUT B CHEIUATM3UPOBAHHOM MEIHIINH-

CKOM YYPCIKIACHUU, I'IC pa60Ta}0T CIICOUAJIMCTBI CO 3HAYUTCIBbHBIM OIIBITOM AHWAI'HO-
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CTUKHU U JICYCHUS JAHHOTO PEIKOro reHeTudeckoro 3aboneBanus. bI' 2 u 3 Tuna cuu-
TAlOTCS KpaiHe TspKelbIMU (GopMaMH, Kak MPaBUIIO, U3-32 HEBPOJIOTMYECKOrO TMopa-
AKEHUS.

C 2018 roma B Poccuiickoit deneparuu ajsi manueHToB ¢ 60one3nwto ['ome mo-
SBUJIACH BO3MOKHOCTh TaOJIETUPOBAHHON (POPMBI Tepariuu.

CyOcTpar-penynupyrolas Tepanusi CHIKaeT CHHTE3 cyOcTparta s TIIOKOIIe-
pebpo3uia3sel U yCKOpeHue Karadosin3Ma HaKalUTMBAIOMUXCsl MOJIeKyJ. Pekomenmy-
eTCs MalMeHTaM, KOTOPhIM HE MOAXOUT 3aMECTUTEIbHAsI (PepMEHTHAs Teparusi.

Opronenuyeckas Xupyprusi MOKeT ObITh HEOOXOAUMAa TMPU PA3BUTHH TSKEIBIX
MMOPAKEHUM KOCTHO-CYCTaBHOM CHUCTEMBI. TpaHCIUIAHTAMI0 KOCTHOTO MO3ra MOTYT
VICTIOJIB30BATh JIJIS JICYCHHS] HEBPOJIOTUUECKUX MPOSABICHUN Y NAMEHTOB C TUNIaMu bI'
2u3.

Knuandeckue ciaydau 6oiie3nu ['omie TpeOyroT HHAUBUAYAJIBHOTO MOIX0/1a K -
arHOCTHKE, JICUCHHUIO U MOJAepKKe marueHToB. bonesns ['omie — xpoHudeckoe 3a00-
JeBaHue, Tpedyrollee MOKU3HEHHOTO JieueHus. PerynsipHoe HaOM0AeHUE Crieualiu-
CTOB M KOMIUIEKCHOE JICUCHHE MTOMOTaloT YJIYUIIUTh MPOTHO3 JJIs MAIUEHTOB C 3TUM
PEIKUM COCTOSITHUEM.

bonesns ["omie BhIABISETCS B IETCKOM BO3pAcCTe, 3TO CIIOCOOCTBYET MpEe0TBpa-
IICHUIO Pa3BUTHS HEOOPATUMBIX MOCIEACTBUI. PerysipHbie MpUueMbl JIEKaPCTBEHHBIX
IpernaparoB, COOMIOACHUE TUETHI U PETYNIApHbIE KOHCYJIbTAIIMU C BPAYOM MTOMOTAIOT

KOHTPOJIMPOBATH U YJIyUIlIaTh COCTOSIHUE YelioBeKa ¢ OoJie3Hbro [ome [4].
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