POMPE

NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMIME

BonesHb [lomne — 9aTO pegkoe nporpeccupyowee 3aboneBaHne, KOTOpoe SABMSETCH
reHeT4eckMM unu nepegaetca pebeHky B kavyecTBe AedeKTHOro reHa ot oboux pogutenen. Y
nogen ¢ pguarHo3om 6onesHn [lomne HabnwogaeTca HegocTaTtok (pepmeHTa, KOTOopbIn
HasblBaeTCs Kucnas anbda-rnokosnaasa, UM Kucnas mManbTasa. 70T PEePMEHT HyXXeH
ANA pacwenneHns rmukoreHa. [nukoreH — 310 hopmMa caxapoB, KOTOPble HakannuealTCs B
knetkax Mbiwy. Korga B KrneTkax MbllL, HakaninmBaeTCs CrWLIKOM MHOTMO TfIMKOreHa, KreTku
NOBPEXAAaTCHA, U MbILWLUbl He MOryT paboTtaTb HoOpManbHO. MockonbKky hepMeHT HaxoauTcs B
4YacTu KneTKu, KoTopas HasblBaeTca nu3ocoma, 6onesHb MoMne OTHOCUTCA K FIN30COMHbIM
6one3HAM HaKoNneHus. YU4nTbliBas TO, YTO Matepuarnom, KOTOPbIA HakannmMBaeTCcsa B KneTkax,
ABNseTca rnukoreH, 6onesHb Momne Takke OTHOCUMTCA K OONe3HsAM HaKOMMeHWs rnuKoreHa
(BHI). YuutbiBas 10, 4to Npn 6onesHn MNMomMne nopaxatoTcs Mbiwubl, 6onesHb Nomne Takke
OTHOCUTCSH K HEeMPOMbILWEYHbIM 3aboneBaHUAM. HecMOTpsa Ha TO, YTO CMMNTOMbl 6onesHn
NMomne moryT nposBuTbCA B nNoboe Bpems OT MMafeH4yecTBa [0 B3pPOCHOro BO3pacTa,
naumeHTam CTaBAT AvarHo3 nnbo nHgaHTubHON, NMbo B3pocron opmbl 6onesnn Momne. B
3TON HpoLlope onuChbiIBaeTCcs ecTecTBeHHoe TedeHne 6onesHu omne B OTCYTCTBME NEeYeHus.
O6paTtute BHMMaHWe, 4TO B BOMbLUMHCTBE CTPaH MUpa CyLLeCcTBYeT KOMMEPYECKM AOCTYMHoe
neyeHue, KOTOpoe BbIABMASET WNW OCTaHaBNMBaeT nporpeccupoBaHve 6onesHu [lomne y
MHornx naumeHToB. O6 aTom ByaeT pacckasaHo B Apyrux 6poLutopax.

"’__./ My4OK MbllEYHbIX BOJIOKOH

Y @

—

Muodubpunnbi FnukoreH

Mbiwupl
cKkeneta

HakonneHve el
B IM30COMax

HopmanbHasa mbiweyHasn MoparkeHHana MblleyYyHas
TKaHb (KneTka) TKaHb (KneTka)

MblweyHble KNETKU (UK BOMIOKHA) cobupatoTca B Myyku. Kaxpaana knetka
obpasoBaHa Auckamu muodubpunn. [nukoreH HaumHaet cobupaTbea B
4acTM MbILWEYHOW KNETKM, KOTopas HasbiBaeTca smsocoma. [lo 3Toit
NPUYMHE SIM30COMBI YBEIMUMBAIOTCA A0 TEX MOP, MOKA He 3aHUMAlOT TaK
MHOTO MeCTa B K/IeTKe, YTO HauMHaloT noBpexAaaTb ee. [JIMKOTeH Takxke
MOMKeT BbIXOAWTb 3@ Npeaesibl KAETKU, YTO NPUBOAMUT K elje 60blmnm
NoBpeXAEHUAM KNETOK MbILLL,
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMINE

YacTo 3agaBaemMble BOMNPOCHI:

Bonpoc: Hackonbko Tsikectb 60one3Hu lNomne cOoOTHOCUTCA C BO3PacTOM, B KOTOPbIM
BrnepBble NPOoSBAAKTCA CUMNTOMbI?

OTtBet: Bce nauuweHTol ¢ 6GonesHbto [lomne B uLenoM MNpoXoasaT OAWH MNyTb, @ MMEHHO
NocTeneHHoe HaKomnfeHue rMMKoreHa B MbllEeYHbIX TKaHSX, Befyllee K nporpeccupytoLlen
MbllweyHon cnaboctn. LWwnpokaa BapuabenbHocTb npu 6onesHu [lomne HauynMHaeTcs C
Knaccu4eckon MHaHTUNBHOM POPMbl C TEXKENLIMU NPOSBNEHUAMM U 3aKaHYMBaeTCa hopmon
GonesHn ¢ no3gHUM Hadvanom. TspkecTb GonesHwu lMomne BapbupyeTcs B 3aBUCUMOCTM OT
BO3pacTa nauueHTa, BOBMEYEHHOCTM OPraHoOB B MPOLECC M TSHXKECTU MbILEYHbIX (CKeneTHbIX,
AblXaTenbHbIX U cepaeyHbIX) nopaxeHuin. bonbllyto ponb UrpaeT CKOPOCTb NPOrpeccupoBaHNS
3aboneBaHus.

Mpn nonbiTke yCTaHOBUTH OOy TepmuHonorvio 6GonesHb [lomne knaccuduumpoBanu
crnegyowmm obpasom:

¢ Knaccuyeckas nHpaHTunbHas dpopma 6onesxm NMomne

e Heknaccuyeckas uHaHTunbHas dopma 6onesxm MNomne

e [lo3gHas dpopma 6onesHu Nomne

Bonpoc: KakoBbl npu3HakKm W CUMMTOMbI KIaCCUMYECKOW WU  HeKlacCu4ecKom
MHdaHTUNbLHLIX hopM 6onesHm NMomne?

OtBeT: Knaccuyeckas nHdaHtunbHas dopma 6onesHu Nomne: aTo Hambonee arpeccnBHasi U1
XnsHeyrpoxatwwas opma 60nesHn; o6bIMHO MPOSBNSETCS B NepBble 6 MECAUEB >KU3HW.
BblpaxxeHHas MblweyHass cnabocte (MuonaTtus) asnsieTca Hambornee TUMUYHBIM NPU3HAKOM.
Hetn c 6onesHbio [lomMne WUMEKT CHMXKEHHbIA MbIWEYHbIN TOHYC (FMNOTOHMSA), BbIFMAOAT
BAMNbIMU M HE MOTYT NOAHATb ronoBy. OHM 06bIYHO MeaNIeHHO NpMoGpeTaloT MOTOPHbIE HABbIKK,
NHoraa npmobpeTeHHble HaBbIKM y AeTen ¢ 6onesHbto MNMomne moryT yTpaunBatbes. VIHorga oHm
MOFyT TaK M HE HayyYuTbCa CUAETb, Mon3aTb WM CTosATb. MblweyHas cnabocTb ObICTPO
nporpeccupyeT. [llpouecc fOblXxaHus, COCaHUs U [MNOTaHWA OKasblBaeTCs ANA HUX O4eHb
TpyaHbiM. Cepgue yBenuuMBaeTcs B pasmepax (kapguomeranusl), nevYeHb yBeNu4MBaeTcHa B
pa3mepax (renatomeranus), A3blk yBeNMYNMBaeTCa B padmepax (Makpornoccus). bonbHble getn
MOryT TaKke MeaneHHo HabupaTb Bec, MeasfleHHO pacTu (3HaunTenbHO OTCTaBasi B pocTe OT
Aeten cBoero Bo3pacta) U umeTb npobnembl € AbixaHnem. Bce 6Gonee Bo3spacTtatowas
MblleYyHas crnabocTb BedeT K cepaedHO-NeroyHon HegocTaTtodHOCTU. Ecnm He mpucTynuTb K
neyeHnto, To Aetu ¢ aton dpopmont 6onesHu Nomne nornbatoT eLle Ha NEPBOM rofy XuU3HU. JTO
camas Tskenas oopma 6onesHu Nomne.

OtcTaBaHue B YMCTBEHHOM pPa3BUTUN HE OTMeHarioCb.

Heknaccuyeckas mHdaHTunbHaa dopma 6onesnn MNomne: O6bIMHO npoAaBNAETCA K nepBomMy
rogy >Xu3HW. XapaKTeleayeTc;l no3gHMM pa3BuTMEM MOTOPHbIX HaBbIKOB (TaKVIX KaK
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMINE

nepeBopaynBaHMe U yMeHue CUOETb) U MpOorpeccupylollein MbllevHon cnaboctblo. Cepaue
MOXeT ObITb aHOMaribHO YBENUYEHO (KapAMOoMeranusi), YTo MOXeT OblTb NPUYMHON CepAeYHON
HEe4OCTaTOMHOCTU, KaK B CaMbIX TSKEMbIX CIyvasix NMpu Knaccuyeckon UHMaHTUNbHOW cdopme
6onesHu MNomne; Npu 3TOM CKOPOCTb NPOrpeccupoBaHns 3aboneBaHns He CTOMNb 3HAYUTENbHA.
Y HeKOTOpbIX MaLUWEeHTOB MNPOSIBIIEHMSI CO CTOPOHblI cepAua He CTofMb 3HaYMTEmNbHbl WK
OTCYTCTBYIOT, @ NEPBUYHbIM ABNSETCA cnabocTb MycKynaTypbl, NPOSIBNSIOWASCA Ha paHHEM
aTane. CnabocTb MbilL B AanbHENLWEM MOXET NPUBECTU K 3HAYUTENbHLIM OCIOXHEHMSIM CO
CTOPOHbI AblXxaTenbHOM CUCTEMbl U B OTCYTCTBME NEYeHusi OeTu C Takol cpopmori GonesHu
Momne OoXuBaloOT TONbKO A0 PaHHEro AeTCKOro Bo3pacTa.

Bonpoc: KakoBbl npu3HakM u cMMNTOMbI B3pocrnon ¢oopmbl 6one3Hu NMomne?

OTtBet: B3pocnas cdopma 6onesHu [Momne mMoxeT He NpOsIBNATbCS BMMOTb A0 MNO3AHEro
AeTCKoro, nogpoCTKOBOrO BO3pacta, a WHoraa nposiBNAETCSs BO B3POCHOM  COCTOSIHUU
naumeHToB. OOHAKO MHOrAa OHa MOXET NPOSABUTBCSA M Ha NEepBOM rody XmsHu. Bapocnas
dopma GonesHn Nomne obbIMHO NpoTekaeT MsArdye, Yem MHGAHTUNbHbIE POPMbI, N cepaue
peako GbiBaeT BOBEYEHO B NATONMOMMYECKMI npouecc. bonblwWMHCTBO NauneHToB CO B3pOCOn
dhopmon 0TMeYalT Nporpeccupyrowyo cnabocTb MbiLL; NPEUMYLLLECTBEHHO HOM U TYNOBULLA;
4YacTo B NPOLECC BOBEKATCH MblLULbl, OTBETCTBEHHbIE 3a AbIXaHue.

Y naumeHToB, Yy KOTOpbIX CUMMNTOMbI GonesHu [lomne BnepBble MNPOSABASIOTCA B AETCKOM
BO3pacTe, MOryT BO3HWKaTb CIIOXXHOCTU Npu B3aMMmoaencTBum (obLieHnn) ¢ Apyrumm eTbMm Ux
BO3pacTa npu (hm3M4ecKon aKTMBHOCTWU. Bapocnblie mMoryT ObICTpO ycTaBaTb MM UCTOLLATLCA
nocne MUHUMANbHOW (U3NYECKON Harpysku unuM nogbema no necTtHuue. Y HEeKOTOpbIX
nosBnsaetca 6onb B MOSICHMLE. YBENUYEHHbIE CepALE U MeYeHb, SABMSOWMECA TUMUYHBIMU
cumnToMamMum nNpu nHdpaHTunbHoM opme GonesHu MNomMne, 4OCTAaTOUYHO pPeaKo BbISBIAKTCS MNPy
B3pocron opme 6onesHun. o mepe TOro, kak crabocTb MbILLL, HAapacTaeT, NauueHTbl YacTo
CT@HOBSAITCS 3aBMCMMbIMU OT Kpecna-KaTtarnku, U MHoraa MoxeTt notpeboBaTbCsi UCKYCCTBEHHAs
BEHTUNALUUNS NErKnNX.

BonesHb MomMne nopaxaeT oAaHy M3 Haubornee BaXHbIX NPW AbIXaHUM MblWL — guadparmy.
Ivadcdparma pacnonaraetcss nog nerkMMyM U cepauemM W oTAensieT TrpyaHyt MonocTb OT
GptowHoii. Mo mepe Toro, kak guvadparma cTtaHoBuTCs criabee, AblxaHue cTaHoBuTcst Gornee
3aTpyaHUTENbHBIM, OCOGEHHO BO BPEMS CHA. YTPEHHSS ronoBHas 60nb 1 AHEBHAsi COHMNMBOCTb
ABMAOTCA pe3ynbTaToM 3TOro OCINOXHEHUS. B oTaenbHbIX criyyasix cnabocTb Auadparmbl
MoXeT OblTb OBHapyxeHa paHee Bcex ocTalbHblX Npu3HakoB GonesHu Momne. YTobbl y3HaTbL
Gonblue 06 WMCKYCCTBEHHOW BEHTUNSAUMW Nerkux, obpatutecb k Gpowltope nop HasBaHUEM
«MpobGnemsbl ¢ AbixaHuem npu GonesHu Momne».

Ewe ogHMM pacnpocTpaHeHHbIM OTNUYUTENbHBIM NpU3HAkoM GonesHn [lomne 06bIMHO
aBnsetca cnaboctb B Mblwuyax Hor u  6Gegep, 4YTO BbI3bIBAET HEYCTOMUMBYIO WU
packauMBarloLLyocs NMoXoAky. Y nioget MoxeT ObiTb 60onb B MbILILAX, U OHU YacTo Magator.
[etn MoryT He HayuuTbca Mon3aTb, CTOSATb, XOOAWTb MNKU OyayT nopaxeHbl Apyrue
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMINE

OCHOBOMoJ1larawwme npun3Hakn pasBuTna 4YesrioBeka. Mo mMepe B3pOCiieHUA neten Y HUX 4acTo
pa3BnBaeTCA NCKpuBJIiEHNE MNO3BOHOYHUKA: J10pAdo03 (I/ICKpI/IBJ'IeHVIe Bnepep,), KM(bOS
(VICKpVIBJ'IeHI/Ie H838,EI,), CKOJ1M03 (VICKpVIBJ'IeHI/Ie BnpaBo unun BJ'IeBO); 3Ta NaToJiorna CoxpaHdaeTcA
1 BO B3POCJIOM BO3pacrTe.

BaXHO MOMHWUTL, 4YTO nporpeccnpoBsaHune 6ones3Hu NMNomne siBNseTcs cyry6o nHanengyarbHbIM
(baKTOpOM, M 'y HEKOTOPbIX neten u B3POCIIbIX MOXET MnpoTekatb OTHOCUTESIbHO MArKO.
Bspocnaﬂ cbopma 6ones3Hn lNMomne moxet NnpoABUTLCA K KOHLYY BTOPOro wuiun gaxe wecTtoro
OECATUNETUA XUSHWN.

Bonpoc: flBnsieTca nu yToMnsaemMocTb BaXHbIM NMPU3HAKOM B3pocnon ¢hopMbl 6onesHun
NMomne?

OTBeT: YTOMNAEMOCTb SBNSETCA YacTbiM CUMMTOMOM Mpu B3pocnon dopmMe 6onesHun Momne u
MOXeT paspyLUNTENbHO BNUSATL HA XU3Hb NauueHToB. [0 HeJaBHEro BPEMEHN yTOMMSEeMOCTb
npu 6onesHn lMomne He nony4vana JOMKHOMO BHUMAHWUA W He Obina CTPYKTYPHO W3y4eHa.
YTOMNSieMOCTb LUMPOKO pacnpocTpaHeHa cpeau B3pOChbIX MauneHToB C obenmn (Tskenow u
nerkon) popmamu 6onesHu NMomne. Wkana ytomnaemoctu (FSS) aBnseTtca BecbMa nonesHbIM
WHCTPYMEHTOM [NnS OUEeHKM yTtomnsiemocTn npu 6onesHn [lomne. Llkana ytomnsemocTu
nossonsetr AnddepeHUnpoBaTb yTOMMASEMOCTb OT KIMHUYECKOW Aenpeccun, nocKonbKy oba
COCTOSIHUSA CXOOHbI cuMmnTomMaTtudecku. LLikana yToMnseMocTn COCTOUT U3 OTBETOB Ha KOPOTKUN
OMPOCHUK, KOTOPbIN TpebyeT OT NauMeHTa OLeHUTb YPOBEHb €ro YTOMIISEMOCTMU.

MoMMMO CMMNTOMOB, KOTOpble OTHOCATCA K cnabocT CKENeTHbIX U OblXaTellbHbIX MbILLL,
HE-MOTOpPHbIE I'IpO6J'IeMbI, TakKme KakK YTOMNAEeMOCTb, TakKXe MOryT OKa3blBaTb FJ'Iy60KO€,
MHBanungnsnpyruiee BO3OENCTBME HA XM3Hb NALMEHTOB. YTOMIISIEMOCTb OOCTATOYHO CIOXHO
onpegenntb, NOTOMY YTO 4acCTo 3TO Hecneu,mbquaﬂ n Cy6'beKTI/IBHaFI xanoba. Ectb aBa
onpegeneHna ytoMnaemMoCTU: 1) TAXenad wu anutenbHad YyCTalnoCTb WU cnaboctb uvnu
M3HYPEHHOCTb, 3MOLMNOHAlbHAa4, (bVISI/I‘-IeCKaFI, mnn n Ta, N gpyrad BmecTe, 2) CIMTOXXHOCTU C
Ha4vanom un nogaepxaHmnem CO3HaTeNnbHOW aKTUBHOCTU. XOTS YTOMINAEMOCTb ABNAeTCA YaCTbiM
CMMNTOMOM pPa3nn4yHbIX XPOHUYECKUX paCCTpOVICTB, B MNpoLuiomMm en yOenAanocb O4eHb Mario
BHUMaHNA Npu 6onesHu Nomne, 1 oHa perncrtpunpoBasiacb nnilb 3annM3ogn4ecKku.

[na onTumarnbHOW Tepanuu yToMnsieMocTn npu 6onesHu MNomne BaXHO 3HaTb, MOYEeMy OHa
npoTekaeT Tak BblpaXeHHO. B HepaBHeM 06G3ope yxe obcyxaanncbk BOMPOCh! LLEHTPanbHOro u
nepugepUYEcKoro KOMMOHEHTa YTOMIISIEMOCTM B CBETE HEBPOSIOrMYEecKon cocTaBnsioLel
6onesHu Momne. Mepudepunyeckas npuyunHa npu 6onesHn MNMomne, Bo3HUKaoLWasi B pesyrbTaTte
MbllleYHoW craboctu, siBnsieTcs Hambornee BeposiTHbIM 0b6bsicHeHMeM. Ocoboro BHUMMaHMS,
NMPUMEHUTENBHO K YTOMISIEMOCTM, 3acnyXuBaeT cnabocTb [AblXaTenbHOW MyCKynaTypbl.
[bixaTenbHas HegoCcTaTOMHOCTb MOXET MPUBOAMTL K MPepbiBUCTOMY CHY, a 3TO B CBOHO
ouyepenb NPMBOAUT K AHEBHOWM COHMMBOCTU U YTOMITIEMOCTMW.
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMINE

YTOMNAeMoCcTb B OCHOBHOM BCTpeYyaeTcs y B3pOChbiX nauvMeHToB ¢ 6GonesHbio [Momne.
YToMnsaemMocTb ObiBaeT npu MArkon u Tspkenon copmax 6onesHn lomne u He 3aBUCUT OT
AnuTtenbHocTn 3aboneBaHus. LLkana yTomnsaemMoctn ABnAeTCsl None3HbIM UHCTPYMEHTOM Ang
aHanusa yToMnsieMOCTM Y B3pOCHbIX naumeHToB ¢ 6onesHbto MNMomne. TpebytoTca aanbHenwme
UccnepoBaHNa AnNd  MOHUMAHUA  NAaTOM3MONOrMYECKOro  MexaHusma W BblpaboTku
HanpaBneHHoOW Tepanun Ans fneyYyeHns yToMnaemMocTy.

Bonpoc: fABnsAlTca nu 6onb U YTOMNAEMOCTb XapaKTepucTukamu B3pocrion hopMmbl
oone3Hu NMNomne?

OTtBeT: X0oTs 60Mb 1 YTOMNAEMOCTb ABASAKTCA Hecneundudeckumn ansa 6onesHn NMomne, oHn
MOryT OKasblBaTb CUIbHOE BfWSIHME Ha XW3Hb nNauneHToB. [aHHble MexagyHapogHomn
Accoumnauun 6onesnn MNMomne M MeguuMHCKOrO LieHTpa yHMBeEpcuTeTa Opasma MoKasblBaloT,
Cebinka 2 10 76 % NPUHSBLLUMX y4acTue B UCCReaoBaHUM NauMeHToB CTPaaaloT OT YTOMASEMOCTH
n 46 % roBopAT O Npexoasawen unu NocTostHHoM 6onu B pasHbiX YacTsx Tena (B OCHOBHOM B
BEPXHMX YACTAX PYK U HOT).

MpoBOAMNOCL HEMHOro WuccrnegoBaHun 6Gonu npu 6GonesHu [lomne, B TO BpeMsl Kak
YTOMIISIEMOCTb  [JOBOSIbHO  XOpPOLIO M3y4yeHa Yy B3pOCHbIX MauueHToB, Gnarogaps
ncnonb3oBaHuio Lkanbl YTomnsemoctn. Okasanocb, 4YTO YTOMISIEMOCTb BCTPEYaeTCs He
TONbKO Y TSDKENbIX NAUMEHTOB € 6onesHbto MNMomne, HO 1 y TeX NaUMEHTOB, Y KOTOpbIX 60ne3Hb
Momne NpoTekaeT B Nerkon opMe M y KOTOpbIX Apyrve anobbl O6binvM orpaHnyeHbl. BaxHo
OTMETUTb, YTO YTOMIISIEMOCTb SIBMISIETCS BaXXHbIM CMMMNTOMOM Cpeau B3pOCHbiX MaLMEHTOB C
OonesHbio Momne.

[na Bblbopa NpaBUNbLHOrO NEYEHUs YTOMAAEMOCTU HYXXHO MOHMMaTb W 3HaTb, NMo4Yemy 3TOT
CUMNTOM Tak BaxeH npu 6onesHn Momne. B 063ope °™@ ' o6cyxaaeTcs, YTO yTOMMISEMOCTb
npyn 6onesHn lNMomne pas3BuMBaeTCA cCKopee BCEro BcreacTtsvMe crnabocTtn MyckynaTypbl, YTO
NpMBOAUT K MOBbILLEHHOW MbILLIEYHOW YTOMNAEMOCTU. TeM He MeHee, Yy NauneHToB ecTb obuiee
OllylleHne YTOMNSAEMOCTW, BO3MOXHO, WHUUUMPYEMOE MEeXaHM3MOM OOpaTHOW CBS3M
rOfloBHOrO MO3ra [Afis 3aluTbl OT 4Ype3MEepHbIX Harpy3oK. YuuTbiBas TO, YTO MPUYMHbI
ytomngemoctm npu 6onesHn [lomne mano wu3ydeHbl, TpebylTca OONOMNHUTENbHbIE
nccneaoBaHNsA B 9TOM HanpaBlieHUN.

OcobeHHO BaxkHbIM B cBeTe YyTomnsiemocTu npu 6GonesHn [Momne saBnsietTcs crabocTb
AblxaTenbHoW  MyckynaTypbl. [blxaTenbHasi HEeAOCTaTOYHOCTb MOXEeT MpuBoaAUTb K
bparMeHTMPOBaAHHOMY CHY, YTO, B CBOK oyepenb, MOXeT MPUBOAUTb K COHINMBOCTU OHEM W
yTomnsiemoctu. [loaToMy Yy nNauMEHTOB C  BbIPaXXEHHOW CTENEeHbld  YTOMIISIEMOCTU
peKkoMeHOyeTcsl oueHMBaTb (OYHKUMIO Nerkux B MOMOXEeHUM cuas u  nexa. Takke
peKkoMeHayeTCcs uccriefoBaHMe C MOMOLLbIO MONMCOMHorpacum (MccrnegoBaHve cHa) ans
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMINE

onpeaeneHnd HOYHOW MTMMNOBEHTUNALNN U paCCTpOVICTBa CHa, KOTOpbl€ MOTyT O6yCJ'IOBJ'II/IBaTb
YTOMINAEMOCTb.

Bonpoc: lNMoyemy mHoraa TpebyeTrcsi MHOro BpeMeHM ANA NOCTaHOBKU MNpPaBUIIbHOrO
AvarHosa?

OtBeT: bonesHb [lomne oyeHb peakoe 3aboneBaHue, nopaxawuwee 1 m3 40000 nogen.
NHdaHTMnbHYO dopmy GonesHn [Momne nerye BbIABATbL MOTOMY, YTO creuuduyeckue wu
ObICTPO pa3BMBalOLLMECH CUMNTOMbI MPSAMO yKa3blBalOT HA AUaArHO3.

BoisBneHne 6onesHn NMomne MoXeT CUNbHO OCMOXHATBCS NOTOMY, YTO MPU3HAKM U CUMMTOMBbI
BapbMpYylOTCA U O4YeHb MOXOXW Ha [Apyrne paccTponucTBa, TakMe Kak 6onesHb
BepgHura-IochdmaHa, nonmmuosut, MbleydHas auctpodusa bekkepa-[ioweHa, nnu Tasoso-
nneyesas MblweyHas Ouctpodus. 3agepkka C NOCTaHOBKOM AuarHosa y AeTen cTapluero
BO3pacTa U y B3pOChbIX B cpeaHeM cocTtaBnseT 7 net. AuarHo3 6onesnn MNomne MoxeT ObITb
noaTeBepXaeH U3MepeHMeM YPOBHA aKTMBHOCTM dyepMeHTa Kucrnon anbda-rnoko3ngassb
(GAA). B Hactosiiee BpemMs BO3MOXHO M3MepeHWe akTMBHOCTU depmeHTa GAA B Cyxmx
NATHaxX KpoBU, CMECU NEeNKOLUTOB 1 NMMAOLMTOB.

Bonpoc: Kakne ocnoxHeHus 340poBbA BO3MOXHbI Nnpu 6one3Hu NMomne?

OTBeT: [lporpeccupyowiad MblilweyHas cnabocTb M AbixaTeNbHble NpPobriemMbl, Bbl3BaHHbIE
6onesHbto NMomMne, MOryT yBenuuMBaTb PUCK PECNMPaTOPHbIX MHAEKUMIA, CUHOPOMA anHo3 BO
cHe (nay3bl AblXaHWs1 BO BPEMS CHA) M TPYAHOCTM Npu rnoTtaHmm (aucdparus), a Takke CKonmosa,
KOHTPaKTypbl (MblleYHass purngHocTb) u 6onu B cnvHe. OnNs M3yyeHus Opyrnx BOMPOCOB,
cBsA3aHHbIX ¢ 6onesHbto Nomne, obpatuTecsh k Gpowwtope «O6wne MeamumHckue Bonpochki».

Bonpoc: CywectByeT nu neyeHme npu 6onesHu Nomne?

OtBeT: B HacTosiee BpemMss B HEKOTOPbIX CTpaHax Mupa [JocTynHa depMeHTHas
3aMecTuTeNnbHas Tepanus kKak NepBoro, Tak U BTOPOro MNOKOJIEHMS.

WccnepoBatenu Takke ULWyT gpyrme nytu Ansi OCTaHOBKM NPOrpeccupoBaHUsA UNn naneveHus
6onesnn [Momne. [Ons Toro, 4utobbl y3HaTb 6Gonbwe 06 3TUX nogxopax, obpatutechb K
opowtopam Pompe Connections nog Ha3BaHueMm «[llporpecc meauumHbl npu 6onesHn MNomne»
n «leHHas Tepanua». [logaepxuBawlass Tepanua Takke [OCTynHa Ana obnerdyeHus
CUMNTOMOB 3aboneBaHus. Takasd Tepanusa MOXeT 0BnerdynTb XXU3Hb NaUMEHTOB U caenaTb ee
KomdopTHee, MakcumarnbHoO obecneydnBasi ee NoSTHOLEHHOCTb.

Ccbinka 1
PykoBOACTBO N0 AnarHocTvke u nedveHuto bonesxu MNomne

Pabouas rpynna AmepukaHckon konnerum megmunHcknx reHetukos (ACMG) no neyenumio 6onesnu MNMomne: Mpusi C. KuwHanm (Priya
S. Kishnani), Bpay, ' Po6ept [. WTaitHep (Robert D. Steiner), Bpauy (pykosoanTens rpynnbi), 2 Aukwa Bann (Deeksha Bali), kavgnaat
Hayk, ' KenneT Beprep (Kenneth Berger), Bpay, 2 Bappu [x. BépH (Barry J. Byrne), Bpad, kaHamaat Hayk, 4 Jlopa Keiic (Laura Case),
duanotepanesT, ' ko ®. Kpoynu (John F. Crowley), lopucT, MarucTp AenoBoro aaMMHACTpUpoBaHus, ° CtueeH [dayHc (Steven
Downs), Bpad, ® P. PogHu Xayann (R. Rodney Howell), Bpay, 7 Puuapa M. Kpasuy (Richard M. Kravitz), spad, ' IxoyaHH Makm
(Joanne Mackey), Accoumaums kaHanckux meacectep (CPNA), ' le6opa MapcaeH (Deborah Marsden), 6akanasp MeanUmnHbI 1
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NMPU3HAKU U CUMINTOMbI BOJIE3HU NMOMIME

6aKanaBp xupypruu, & Anna Mapust MapTtuHe (Anna Maria Martins), spay, ° Oasug C. Munnudrtor (David S. Millington), KaH,qM,an
Hayk, ' Mapk HukonuHo (Marc Nicolino), Bpay, kaHauaat Hayk, '© Feexn O'Tpengn (Gwen O’Grady), MarucTp ryMaHUTapHbIX Hayk, '
Mapk K. MattepcoH (Marc C. Patterson), Bpay, 4neH KoporneBckoi aBcTparnvinckon konnernn spadeit obuien npaktuki (FRACP), '
Oosna M. PanonopT (David M. Rapoport), Bpau, ' Anbcpen CrioHum (Alfred Slomm) Bpay, "® Ksponuu T. Cnexcep (Carolyn T.
Sgencer) Bpau *, CuHTus . Tuddt (Cynthia J. Tifft), Bpay, kaHauaat Hayk ™ n Maiikn C. YotcoH (Michael S. Watson), kaHanaart
Hayk °

Ccbinka 2
BonesHb Momne Yy ,que|7| N B3POCIbIX: eCTeCTBEHHOEe TedYeHune, TAXeCTb 3aboneBaHnst U BRVSIHNE Ha NOBCEOHEBHYIO XU3Hb.
PesynbTaThl MexayHapogHoro onpoca nauneHtos Mapnoc XaremaHc (Marloes Hagemans)

Foe HanTn pononHuTenbHyto Hopmaumto: Cvm. pasgen «bonee nogpobHas MHpopmaums»

3Oma 6powropa paspabomaHa ¢ uenbko npedocmasrieHus obwel uHgopmauuu, Kacaroujelcs
6onesHu [lomne u ecel conymcemsyowel memamuku. OHa pacripocmpaHsiemcsi Kak
obwedocmyrnHoe 6ecrinamHoe u3daHue MexdyHapodHolu Accouuauuu 6onesHu [llomne, ¢
rnoHUMaHuem moao, 4Ymo MexdyHapoOHas Accouuauyusi 6onesHu lNMomne He cmasum reped
coboli uyernib rNoOMeHsimb MeOUUUHCKUEe U Opyaue rpogheccuoHaribHble cryxbbl. MeduyuHa
MocmosiHHO usmeHsiemcsi briazodaps npozpeccy Hayku. Yemnosevyeckue owubKu u UsMeHeHuUs 8
npakmuke o0eslalom HEeB03MOXHbIM MakcuMasilbHO MOYHOEe u3r/ioxeHue OaHHbIX. Tpebyemcs
nodmeepxxoeHue rnpedcmasrieHHol 30ecb  UHopmauuu u3  Opyaux  UCMOYHUKOS,
npednoymumerisHO om Bawezao epaya.
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