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B cmamee onucax criydall Habnmoderus pebeHka ¢ ycmaroeneHHbiM Ouaznosom bonesru Nomne, kiuHudeckas kapmuHa 3a6o-
niesaHus U OuHaMuKa usMeHeHuld 8 cocmosHuu peberHka Ha oHe ghepmenmo3lamecmumeribHol mepanuu (O3T) anemokosudasol
anscha (npenapam 3apezaucmpuposaH 8 Poccuu 8 2014 2., NpuMeHsrcs 1o XU3HeRHbiM rnokasaHusm). ®3T asnaemca eduHcMeeHHbIM

namozeHemudeckum memodom neverus: 6onesuu lNomrie.
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The case of child with confirmed Pompe disease is described in the article: clinical picture of the disease and clinical dynamics of
patient condition receiving enzyme replacement therapy (ERT) by alglucosidase alpha (registered in Russia in 2014, used for vital
need). ERT is the only possible pathogenetic treatment of Pompe disease.
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BonesHb Momne — 3To rnukoreHoeasa 6onesHb II
TMNa, peakoe reHeTudeckoe Metabonuv4veckoe pac-
CTPOMCTBO, 06YCNOBMEHHOE BPOXAEHHbLIM OTCYTCTBUEM
pepmMeHTa nNMz0CcOManbHONW anbda-rnKo3naasbl, He-
obxoanmolt Ans paspyweHus MnKoreHa — BeLecTea,
KOTOPOE SIBNAETCA NCTOMHUKOM 3HEepruu ans opraHus-
Ma.

UcTtopus Bonpoca

AH KacesaHyc Momne (1.C. Pompe), HUOepnaHaCKnit
navoforoaHaTom, Bnepsebie B 1932 rogy B nybnukauum
«UavonaTuueckas runeptpodus MuokKapga» ornwvcan
CUMMNTOMbI NOrnbLuero oT NHEBMOHMN 7 MECSIYHOMO pe-
6eHka. Momumo npobnem ¢ cepaueM y pebeHka oTMe-
Yanacb obwas cnaboctb. JOKTOp cAenan HeCcKoNbLKOo
06pasLos MroKkapaa U nog MUKPOCKONOM O0BHapyxus,
HTO MbilWeYyHan TKaHb AedopMMpoOBaHa HaKOMJEeHueM
cybcraHumn, kKoTopan npu AanbHellux Tectax Gbina
onpeaeneHa Kak rnvkoreH. B ToMm xe roay AoKTop
M. Yap onucan cny4aii eule 04HOro naumeHTa co cxog-

NEAMATPUS

HOW KNMHWYeCKoM kapTuHoit. B 1954 r. A.T. Kopu ony-
6nmMkoBan CNMCOK pas3nuuHbIX MMUKOreHO30B, 60Me3Hb
Momne (BMN) 3aHsna B 3TOM CNUCKE BTOPOE MECTO, No-
3TOMY B NOCMEeAYIOWEM NONy4dnna Ha3BaHWe rNuKore-
Ho3a II Tmna (GSD II) [1].

SAnungeMmuonorua

B 3aBucuMoCTM OT CTpaHbl M 3THUYECKOW NpPUHaZ-
NEeXHOCTW vacToTa 3Toro 3abonesaHus BapbUpyeT oT
1:14 000 po 1:300 000 [2].

FeHeruka

leH, KoanpyOWMIA KUCNYIO rTloKko3naasy (GAA; MIM*
606800), kapTMpOBaH Ha ANWMHHOM njeye 17 xpomo-
coMbl (nokyc17g25). MyTtauumsa 6bina paclumgposaHa B
1989 r. n coctomuT 13 20 3K30HOB, KOAUPYIOWWX Nocne-
AoBaTenbHOCTb U3 952 aMuHokwcnoT [3]. benok-npea-
wecTeeHHUK Maccoilt 110 KAa cuHTesupyeTcsa B sHA0-
f1asMaTuHecKkoM peTUKyIyMe W pensinuMpyeTcs noa
KOHTpoNneM 6enkos-wanepoHoB. locne 3aBeplueHus
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npouecca rnvMkosnaMpoBaHua B annaparte [onbaxu
NPOMEXYTOUHbI HEM0K NepeHOCUTCS B JIN30COMBI, TAe
NPOMCXOAMUT €ro pacrno3HaBaHue C y4acTUEM KaTWOH-
HE3aBUCHMbIX peLIenTopoB MaHHo030-6-¢docdaTta (CI-
MPR) n B KOHEYHOM MTOre NPoTE0n3 Ha 2 U30dopPMbl
Maccor 76 n 90 KOa. OyHkuma 6enka GAA coctout
B paclWenneHnn B KUCNOW cpene rMUKo3UAHbLIX CBSI-
3ei a-1,4 n 1,6 rnukoreHa ¢ obpasoBaHUEM [FIOKO-
3bl, KOTOpasl 3aTeM aKTUBHO TPaHCNOPTUPYETCH Yepes
meMbpaHy NM30COMbI NOCPEACTBOM CreunduyYeckoro
nepeHocymka. MyTaHTHble 6enku GAA paspylaioT-
€A B UMTO30/1€, B pe3ynbTaTe 4Yero HapyllaeTcs Me-
TabonniaM rAMKoreHa W NpoucxoauT ero HakonneHwe
B nM3ocoMax. KnnHuueckue nposiBneHuss B OCHOBHOM
onpeaensaoTcs NaToNorMUYeckMM HaKomnIeHUeM rimKo-
reHa, XoTs natoreHe3 3aboneBaHns 3TUM He UCYEPNbI-
Baetca [4].
Tun HacnepoBaHUA: ayTOCOMHO-PELIECCUBHbIN.

Marorenes

OedexT depMmeHTa kncnoit a-D-rmMkoamaasel nNpu-
BOAUT K HaKONMEHUIO HEernaposn3oBaHHOrC FAMKOre-
Ha B JIU30COMaxX pas/IMYHbIX TKAHEW, Npu 3TOM Haubo-
Jlee cepbe3HO NOBPEeXAaloTCA CepaeYHble, CKeNeTHble
MbIWLbl M rRagkas Myckynatypa («MNeHucTble» Kier-
Kn — npu mopgonoruyeckom uccnegosarum). JedekT
(hepmeHTa nposenaeT cebs B nedyeHu, noykax, cene-
3€HKe, Mbiluax, HEPBHOW TKkaHu, nelkouuTax. Mony-
YeHHble B NocneaHee BpeMs AaHHble 0 NaTodu3nono-
rMyeckux MexaHwsmax 3abonesaHua noATBEpPXKAAIOT,
4YTO HaKoMN/ieHMe rMuKoreHa B IM30COMax BCReacTBue
buannensHON MyTaumu B reHe GAA npuBoAWT K Lieno-
MY KacKaay coBbITWI: yBenMueHno B 06beMe («pasay-
BaHUWIO») W Pa3pbiBY NIN30COM, AE30pPraHn3aunmn BHy-
TPUKNETOYHOrO TpaHCMnopTa U MexMeMBpaHHbLIX B3an-
MoAeicTBUiA. 3anyckaeTca npouecc aytodaroumTosa,
NPOUCXOAMUT NEPEHACHILLEHUE KNETKU YEUXNHUHOBbLIMU
6enkammn, n B KOHEYHOM MTOre KneTka normbaer.

KnuHuyeckme NpossneHms BapbUpyioT.

BIl ¢ panHnm HavanoMm (MHaHTHNBbHAs) BO3-
HUKaeT B NepBble MEcsUbl XU3HU U XapaKTepusyerca
NN3KCUBOCTbIO, CHWXEHWeM ABUraTesibHOM aKTUBHO-
CTW, TeHEepasiM30BaHHOW MPOrpPecCcUpyIoLeil Mbltley-
HOI cnabocThio, BKNIOYAsA AbIXaTeNbHYI0 MyCKynaTypy.
Habnopaetca 3agepxxka ncMXOMOTOPHOrO pasBUTUS:
pe6EeHOK He AePXKUT roNoBy, HE CUAMT, NpY NanbRaumm
MOXET BbIABNATbCA TUNepTpoodusa Mbili,. BeiasnsawoT-
€A TPYAHOCTU BCKapM/IMBaHUA 3a cyet gucdaruu, ru-
noTpodua. XapakTepHbiMU Npu3HakaMmn 3aboneBaHns
SIBJIAKOTCA MaKpOr/ioCCUsi, BbIpaXXe€HHas Kapavomera-
nva wm renatomeranusa. Habniogaetca paccTpoitcTBo
AblXaHuA, 6ecnokoiicTBo unu aguHamms. OTMedaroTcs
OTCYTCTBME anneTuTa, 3aAepXKa pocTa, MbllleyHas ru-
NOTOHWUA. YBENNYUBAIOTCA pa3Mepbl CEpPALA, MeyeHw,
nouvek, cenesenku. Cepaue npuobpeTaeT WapoBUAHYIO
opMy, B CBA3M C runepTpocdmeil MMOKapaa NosBAs-
10TCA n3MeHeHna SKI. BosHukaloT 4acTo runocratu-
YeCKuUe NMHEBMOHWU, BPOHXUTLI, aTenekrasbl JIErKuXx,
HabnoaaTca MUoaMCTpotusa, runopednekcms, cna-
CTu4eckuMe napanuuun. CmepTb 60JIbHbLIX HACTYNaeT B
BO3pacTe Ao 1 ropa oT cepagYHOM unu cepaeyHo-ne-
rO4YHOW HeAOoCTAaTOYHOCTH.

Bbonesxp floMne ¢ NosgHUM HavaioM MaHude-
CTUpyeT 06bI4HO Ha 2-3 AecATUNETUM Xu3HW. Ha Ha-
YanbHbIX 3Tanax 60Me3HU NOABNATCA CHUXKEHUE Mbl-
lWeYHon cunsl U aTtpoduu MPOKCUManNbHbIX OTAENOB
HWXKXHUX KOHEYHOCTER, B AaNbHEAWEM MnopaXalwTcs
AvadparMa v Apyrve rpynnbl Mbilil, YYacTByiolWMe B
aKTe AbiXaHWs, YTO NPUBOAMT K NIEroHHON HepocTaTou-
HOCTU W 3aTPYAHEHUIO/HApPYLIEHWIO AbIXaHUS BO CHe.

Mpu aToM BUae 60ne3HU NPOMCXOANUT MedieHHoe npo-
rpeccvpoBaHue M He nopaxaetcs cepaue. o3gHss
opma, unn 6os1e3Hb fToMne ¢ No3gHuM Aebrorom,
AONro cunMTanacb OTHOCUTENBHO A06POKaYeCTBEHHON,
OAHaKOo B NMocre/lHee BpeMA A0KA3aHO, YTO OHa UMeeT
TSXEeNoe TedeHue ¢ 6b|CT@171 MHBanuausaumein naym-

€HTa. B0

KnuHnuyeckue npossnennn

KnuHnueckn 3abonesaHue nposBnseTcs y Beex
60NbHbIX NOPaXEHUEM MbILLIEYHON TKaHU (MuonaTusa),
HO pasnMyaeTcsa no BO3pacTy Hayasna, BOBAEYEHUS
OpraHoOB W CKOpPOCTbIO NporpeccuposBaHuda. Muona-
THA, APKO BblpaXeHHas y 60nbHbIX C MHQAHTUNBHOM
¢dopmoit 6one3Hn MoMmne, NpUCYTCTBYIOWER B Pa3HO
CTeneHu y Bcex NauneHToB 6onee cTapliero Bo3pacra,
NPUBOAMT K Mporpeccupyiolleil cnaboctn Mol Tyno-
BULLA, HMXXHUX KOHeuYHocTeil u guadparmbl. Tspkenas
KapavoMeranua 1 KapAMoMMONaTUs BbIPaXeHbl TONbKO
Y NauMeHToB ¢ MHPaHTUNLHOW PopMoii 3abonesanHus.

AnarHocruka

Mpu mccnenoBaHWM CbiIBOPOTOYHOW KpeaTuHpocdo-
KnHasbl (KOK), HabniogaeTcs nosBbllWeHne ee akTUBHO-
CTWU Y BCEX NaUMEHTOB C AaHHbIM 3abofieBaHneM. Hau-
6onee BbICOKan aKTUBHOCTL (PepMeHTa, Kak NpaBuso,
HabnoaaeTca npu nHdaHTUNLEHOM 6onesnu Momne (Ko
2000 ME/n). MpumepHo y 95% naumeHToB ¢ Mo3a-
HUM Ha4yanoM TakKXKe OTMEeYaerTcs MOBbILEHNE YPOBHSI
K®K. AKTMBHOCTb CbIBOPOTOYHLIX (EPMEHTOB, TaKMUX
Kak acnaptart-aMuHoTpaHcgepasa (ACT), anaHuH-
amuHorpaHcdepasa (ANT) wnm nakTataerngporeHasa
(/14r), Takxke nosbllieHa, YTO CBA3AHO C NPOUECCaMM
Muonuza. [na noaTBepxAeHUs AnarHo3a NpoBoaUTCS
onpejeneHne akTUBHOCTM KUCNOW IMiOKO3WAA3sbl B Cy-
XOM NSATHE KpoBW. [luarHoctuka npoBoamtcs B nabo-
paTopumn HacneacTBeHHbIX 6one3Hel o6MeHa BellecTs
MI'HLY PAMH,

Neuenune

B HacToswee Bpems B Poccuiickoin degepalun 3ape-
rMCTPUpOBaH Npenapat Ana pepMeHT-3aMecTUTeNnLHOM
Tepanun 6one3Hn — Malio3aiiM® (anrnoKo3naasa anb-
¢a). ®3T npu 6onesHu Momne HanpasneHa Henocpes-
CTBEHHO Ha NEpPBUYHLIA gedekT MeTabonusma nytem
BHYTPUBEHHOIO BBEAEHUS PEKOMOUHAHTHOM KUCNOH
a-rnokKo3uaassl YesjoBeKka Al BOCNONIHEHUS HegocTa-
TOYHOCTU hepMeHTa. IPpdeKTMBHOCTL neyeHus 3aBu-
CUT OT cTaauu 3abonesaHusn [6].

MpuBogum cobcTBeHHOE HabnoaeHue.

PebeHok, [lennc T., 29.05.2012 r.p., ropoa Kanu-
HUHrpaa. [lonyvaer KypcoBoe fededne (npenapar
Maii03aiM® ¢ hepMeHTO3aMECTUTENLHOI LIENbI0) B HE-
Bponorunyeckom otaeneduun J0E.

AHamHes xu3HN. PebeHok oT 1-i HGepeMeHHOCTH,
Ha ¢oHe OP3 Ha 7 1 22 Hegensx, 6e3 NoBbILeHWiH TeEM-
nepatypbl, yrpo3bl npepbiBaHUA Ha cpoke 14-16 He-
Aenb (CTaumoHapHoe neueHue). Ha cpoke 22 Heaenm
no Y31 amarHoctuposan BIC nnoga. Poabl B CPoOK, C
M=3190,0, pocr 50 cM, 3akpuuan cpasy. OueHka Mo
WwKane Anrap 7/8 6annos. CocTosiHMe Nocne poxae-
HUS TAXENoe, 3a CYEeT HapyleHus TreMoAMHaMUKU
(pasnutoi umnaHo3). OunarHoctuposan BIIC: [uckop-
OAHTHOE XKeNyfouKoBO-apTepuanbHoe COoeUHEHUE!
TpaHCNo3MumMa MarucTpanbHelx cocygos, AMMMA, OArl.
Ha 1 cyTkm xu3Hu nepeseaeH 8 OPUT, onepupoBaH —
npoueaypa Pawkunnaa (AMMMN yBenuyeH 40 5 MM), Ha
3 CYTKM XMU3HW paaukanbHaa koppexkuuns BIC (Tpch:
nosMuma MarucTpanbHbIX cocynoB). Bbinucad Aomont
yepe3 1 MecAau B yAOBNETBOPUTENLHOM COCTOAHUN,
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®opMyna pasBuTUA: ronosy Aepxut ¢ 1,5 mec.,
nepesopa4mBaeTcs ¢ 5 Mec., cen B 7 Mec., nonsaer
Mo-MNAacTyHckU ¢ 8 Mec., NonN3aeT Ha yeTBepeHbKax u
BCTAET y onopbl ¢ 10 Mec., x0auT CaMOCTOATENLHO C
1 roaa 3 mec.

AHamHe3 3aboneBaHusi. C 4 CyTOK >XM3HU OTMeva-
NloCb yBEMMYEHWe nevyeHn 4o 2,5 cM, nocne onepaTtus-
Horo fieyeHus BIC paaMepbl NeYeHU COKpaTUAMChL A0
HopmaribHbix. B 3 mecsua B OAK oTMeuyanach aHemus,
nNpuHMManu npenapartbl xenesa. Mpu NOBTOPHbLIX aHa-
JIN3aX BbIABNEHO CHUXEHMe neikouuTos. B 6/X aHa-
Jin3e KPOBW B 7 MeC. BbISIBIEHO MoBbiweHne AJIT go
317 En/n v ACT no 398 Ea/n, LU® no 246 Eg/n un nar
Ao 1247 Ep/n. B ycnosusix OB nposoaunca andde-
PeHLManbHbIA AMarHo3 Mexay renatmToM M peakTvs-
HOM renatonaTueii. Bo BpeMs cTal. fneyenHms BnepBble
BbIAB/IEHO CHWXEHME aKTUBHOCTU anboa-rnioKosunga-
3bl. B I1-2013 r. B nabopaTtopum HEO MIHL PAMH 6bin
noATeepxaeH anarHos: bonesnsb MNomne. B I11-2013 r.
B nabopatopun HBO MIHL PAMH npoBegena MoJieky-
NApHO-reHeTUYecKan anwarHoctvka 6onesHun Momne (B
10 aKk30He reHa GAA 06HapyXeHO M3MeHeHue HyK/e-

OTUAHOI NOCNeAOBATENLHOCTH, NPUBOASLIEE K 3aMeHe
€.1451C>T).

07.05.13 r. Mo MecTy »uTenbCcTBa npoBeaeH KOHCK-~
NyM 0 HEOOXOAMMOCTM NpOBedeHus hepMeHTo3aMe-
CTUTENILHOW Tepanuu anrnioko3naasoii anbda B 403U-
poBke 20 Mr/Kr Kaxabie 2 Heaenu.

B mae-utoHe 2013 r. Haxoauscs Ha o6cieaoBannu u
NEYEHNN B OTAENEHUN MEAUUMHCKON reHeTukn OIBY
POKB, BbiNUCaH ¢ AWarHo3oM: [ereHepaTuBHoe 3a-
6oneBaHne HepBHOI cUCTEMBI (G31.8). MukoreHos II
™Mna — GonesHb Momne. 3agepxka NCUXOMOTOPHOFO
passutns. ConyTcTylowuii: KoppurnpoBaHHbiii BrIC
— TMC. MponabupoeaHmne a-v KnanaHos. HAobpokaue-
CTBEHHas HelTponeHms.

Ha momenT nauana ®3T (Mait 2013 r.) — Bbi-
paxeHHas AuPy3Has MbllleYHas rMNOTOHWS, cuna
MBILLL CHMXKEeHa A0 3-4-x 6annos, NpeMMyLUecTBEHHO B
MbIWLAX HUXHUX KOHEYHOCTEN, MbilliLlbl TECTOBOM KOH-
CUCTEHLIUN, pedNeKChl PE3KO CHUXEHbI, KOMEHHbIE He
Bbi3blBAIOTCA. MbllliLbl NPKU ManbnauMmM TECTOBON KOH-
cUcTeHUMK. Mpu nogbLemMe U3 NOSOXEHUA CUAS NCTIOSb-
3yeT npueMel muonata. CaMoCTOATE/NIbLHO HE XoauT,

Ta6bnuua 1.
BMOXMMWUYECKNIA aHaIN3 KPOBU
27.05.13 | 08.07.13 | 26.08.43 | 21.10.13 | 23.12.13 | 24.02.14 | 21.04.14 | 16.06,14 04.08.14 | wopwa |
56 61 58 60 67 57 69 59 62 51-73
3,2 3,5 2,8 4,5 3,2 5,7 6,2 4,7 4,9 1,4-6
29 48 56 51 42 a7 35 42 43 10-62
3,9 5,4 4,8 3,9 6,2 5,7 11,7 5,2 5,9 2-13,7
0,0-
0 0,6 1,2 1,0 0,3 1,7 1,7 0 0,2 4y
336 267 295 312 242 284 278 215 289 10-45
479 376 315 279 327 288 291 273 262 10-42
KOK 2035 2215 2168 1840 1986 1217 1410 1649 1433 1255
; 100-
nar 1596 1931 1527 1262 1891 2221 1327 980 1441 e
 UWenou-
s Ha;’ af; 50-
- pocpa. /| 170 224 187 329 211 415 227 158 221 350
TA3A
Fmokoza | 53 4,3 5,1 5,2 4,2 5,3 5,2 48 o 3,558
Aakrar . 2,1 1,9 . . - . 1,7 2,0
i Movesas 200-
< i - . 228 = : 315 307 . : g
& 4.1-
Kanwuii Y
7 4,2 4,2 53
: 139-
Hatpui
TRUA 139 138,8 116
. Kansywuid - 1,27 1,25 01'82'

NEAVATPUS
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Tabnuna 2.
AnHaMmuKa pasMepoB OpraHoB GPIOLWIHON MOMIOCTH M NOYeK
g et T G 28.05.13 ' 210414  08.07.14
MNeyenb, MM 78x33 80x47 75x40
KoHTypb! PoBHble PoBHble PoBHbie
MapeHxuma OaHopoaHasn OfHopoaHasi OpaHopoaHas
DXOreHHOCTb He nameHena He n3meHeHa He nsaMeHeHa
NoaxenypouHasn xenesa, Mm 11x7x13 12x8x12 13x9x15
KoHTypbl PoeHbIe PoBHble PoBHbie
MapeHxuma OaHopoaHas Heckonbko HeoaHopoaHas OnHopogHas
3XOreHHOCTb He usmeHeHa He n3mMeHeHa He nsmeneHa
CTeHKW He U3MEHEHbI, lpocBeT uncTbil, He nedopmupoBaH, creHku He
XenyHbli Nysbipb NpoCBET YACTbI, CTEHKM HE U3MEHEHbI, M3MEHEHbI, MPOCBET YUCTbIN,
X0S1eA0X He paclunpeH X0NleA0X HE pacluupeH X0s1Ie40X He paclunpeH
CeneseHka, MM He yBennueHa He yBenuueHa He yBenuueHa
Napexxuma He nameHeHa He nsmeHeHa He nameneHa
Moukn
MNpaBsas 51x26(9) mm 58x26(9) mm -
NeBas 59x28(10) mm 61x28(9) MM -
ync He pacwwupeHa He pacwmupeHa : N
Tabnuya 3.

AwnHaMuka nokasarenei Ixo-Kr. (O6uwee — «coCTosiHME Nocne KoppeKLuMn TMC»)

Aara 30.05.13 | 270314 : 08.07.14
KAP, MM B 26 : 7 29 : 20
OB, % 69 74 71
nn, mm 21x19 21x20 T 22x19
i, MM 15 17 18
mK, MM 10 12 15
MXR, MM 4,0 4,5 5,5
3CIMK, MM 4,0 4,5 5,2
NA, MM 12 i4 17
V max, cM/c 135 129 145
PG, MM pT.cT. 7,0 6,7 8,0
Cpeaxee AaBneHue, MM pT. CT. 14 19 17
AK, MM . 13 16 18
V max, cM/c 105 94 115
PG, MM pT. CT. 4,4 3,5 5,3
M A A I A L

He onpepensieTcs He onpegenseTce He onpegensAercs

MNponancel AV-kKnanaHos + - -
Peryprutauus Ha TK (cTeneHb) 1 0-1 0-1
Peryprutauus Ha MK (cTtenens) | - 0-1 0-1 0

lpumeyanne: KAP — KoHeyHbid AuacTonmydeckuii pasmep, ®B — ¢pakuys BuIbpoca nesoro xenygoyuxa, i —
npasoe npeacepaue, /il — nesoe npeacepave, MK — npassiii xenygouex, MXKIT — MEXOKENTYA0UKOBASA nepero-
poaxa, 3CJDK — 3a4HS5 CTeHKa 1eBOro XesyAo4ka, JIA — nerounas aptepus, V max — MakCuMasibHasl CKOpOCTH
Ha kanade, PG — rpaAneHT AaB/eHus Ha ikianade, M — mexnpeacepaHas neperopogka, TK — tpukycrnu-
AanbHblil KnanaH, MK — MUTpanbHbii Kianad
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CTOWUT € MOAAEPXKOWM M y Onopbl, NepecTyrnaeTr BAOSb
OMnopbl, MPOU3HOCUT OTAE/NbHbIE YNPOLIEHHbIE CNnoBa.

C 20.03.14 no 08.04.14 r. nony4an ne4yeHvie B otae-
neHvn meanmumHckon reHetuku ®royY PAKB ¢ avaHro-
30M: [JereHepaTuBHoe 3aboneBaHue HEPBHOM CUCTEMbI
(G31.8). ukoreHos II Tuna — GonesHb MNomne. Bro-
PUYHBIA MUOMNATUUYECKUIA CUHAPOM. 3aAepKKa peyeBo-
ro passutuma. Con.: KoppurnpoBaHHsiit BINC - TMC, HK
0-1. OTMeYeHa nonoXnMTenbHas AMHAMUKaA B pa3BUTUH
pebeHka v Mo JaHHbIM ob6cnegoBaHuii. TMOBTOPHbIM
KOHCWUNMYMOM NOATBEPXKAEHa HeobXoaAnMOoCTb noaaep-
KuBarLwero nedeHus npenapartoM MaliozailM® B go-
3uposke 20 Mr/Kr Kaxgble 2 Hegenu no XU3HEHHbIM
NoKa3aHUsIM.

3a npoweawue 15 mecaueB Ha ¢OHe perynapHbIX
KYpPCOB UH(Y3MM OTMEYEeHa NMoMoXuTenbHas AMHaMuKa
B pasBUTUK pebeHka W BblPaXKEHHOCTM MUOMNATUYECKO-
ro cuHgpoma. NMomumo ®3T Kypcamu nonyyan: dnbkap,
KyaecaH, Korutym, Heipomynbtueur, Llepe6ponusuH,
Macca), JIOK.

Ha Hacroawwnin MOMeHT

CoctosHue cpeaHeit Tsxkectu. Poct — 95 cM, Bec —
15 kr. KoxHble NOKpOBbI CMYI/ible, UncThle. Ha koxe
nepefiHei rpyAHOM KNETKW Mo cpegHel JIMHMKW — no-
CTOMNepaUUOoHHbIN pybeu, B HWUXHEW TpeTW nesoil ro-
nenn pybey (nocne NBK), pybew B naxosoi o6nactu
(LUBK). BuamMble CAU3UCTbIE PO30BbLIC, 3€B CMOKOEH.
Hocosoe abixaHue He 3aTpynHeHo. Mepudepuyeckune
nMMdoysnbl eanHUYHble 6e36onesHeHHbie. [bixaHue
Be3ukynsapHoe, xpunos Het, Y41 30 8 1 muH. Cepaeu-
Hble TOHbl PUTMUUHbIE, CUCTONMYECKUMW LyM, YCC 100
B 1 MWH. XXMBOT He ysBenuuveH, MArkui, 6esbonesHex-
Hblid. MeyeHb, ceneseHka He yBenuuensl. CTyn, Anypes
B HOpMe.

B HeBponormyeckoMm crartyce. B cosHaHmu. Me-
HWHIo3HakoB HeT. ®eHoTunuueckne ocobeHHOCTH:
9NWKaHT, 3anaBlias NepeHocuua, pasBepHyTbie HO3-
ApW, OU30TUA, YANWHEHHbIA (UNLTP, OTHOCUTENbHas
MaKpornoccusi, CUMNTOM «0bCOCaHHbIX» MasnbLes.
Or=47,5 cm. B.p. 3aKpbiT, WBbl COMKHYTbl. YMH —
rnasHole wenu D=S, 3pauku D=S, doTopeaxkuns (nps-
Mas, coapyXXecTBEHHasn) B HOPMe, Nerkoe cxoasiee-
Csl anbTEPHUPYIOLLEE KOCOrNasne, ABMKEHMA FNA3HbIX
A6NoK B NonHOM o6beMe, HOCOry6Hble CKNaAKu CUM-
METPUYHBI. A3bIK MO cpeaHel nuHuKn, HuctarMa, 6ynb-
6apHbIX HapylueHWit HeT. FTNOTOUYHbBIN M HebHbIi ped-
JIEKChI XXuBble. AKCHaSbHbIe 3HAKKN OTpUUaTENbHbIE,
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ABurarenbHble HaBbIKW: roNOBY AEPXWUT, NEpeBopaun-
BAETCA, CUAUT, XOAUT CaMOCTOSTENbHO, NOAHUMAETCA NO
necTHUUe C NoAAEPXKKOM 3a 04HY PyKY. MoXoaKa C ierkum
MMONATUYECKUM KOMMNOHEHTOM, Cuna CHYKEHa B HMDKHUX
KOHeuHocTsX A0 4 6annos. TOHYC MbIWL CHWXEH Aud-
¢by3HO, AO YMEPEHHOIO B HXKHUX KOHEYHOCTAX. MblLbl
npw Nanbnaumm NI0THOBATOM KOHCUCTEHUMA. [pu noab-
€Me U3 NONOMEHUS CMaa pexke UCMOoNb3yeT MuonaTnye-
ckue npuembl.. CMP ¢ pyk S=D, cHWXeHbl, KOMEeHHbie
W axWnnoBbl PE3KO CHWXEHbI, NaTONOrMUecKnX KUCTe-
BbIX 3HAKOB HET, COMHUTENbHbIAN pednekc BaBuHCKoro
cnpaea. bproliHble pednekcbl: BepxHue D<S, cpegHue
n HKHKE BbicTpo uctowatotes, D=S. PaccTpoicTs uys-
CTBUTE/IbHOCTU He BhbIABNEHO. B nose Pombepra He cTouT
Nno BO3pacTy, TOYHble Mpobbl He BbINOMHAET. Wrpyluku
n NpeamMeTb! 3axBaTbiBaeT 6e3 MHTeHUMWU. OKpYKaioLWwmM
UHTepecyetca. Urpywkamm madunynupyet. Peub u3 ot-
AenbHbIX CN0B, KOPOTKUX (hpas.

AvHamuxka naboparopHO-MHCTPYMEHTanbHbIX
AaHHbIX

[lpn nposegeHu SHMI™ Takxe oTMeYaeTcs rosoxm-
TENbHAsA AWHaMUKa: B CpaBHeHuu ¢ 2013 r. coxpaHaeT-
CS CMELUAHHbIV TUIT HaPYLLIEHWA PErynaumm MbILLI@YHOro
TOHyCa: CynpacerMeHTapHoro xapakrepa (oTtmevaercs
YMEHbUIEHNE 3a/11T0BOS aKTUBHOCTY), MPUIHAKU CHU-
JKEHNA (PYyHKUMOHATBHOIO COCTOSIHUA N. peroneus dex
# sin 1o TUNy akcoHonatuu (yBesnudeHne rnokasarenes
CPB). 3anHTepecoBaHHOCTY CErMEeHTapHOro annapara
Ha ypOBHE WENHOro 1 NOSCHUYHOIro yTOMUEHWI B Ha-
CTosilee Bpems He onpeaensercs. OTMe4aeTcs yBenu-
yeHmne abconoTHeix BesmduH CPB no n. medianus dex
u sin, n. tibialis dex v sin 4O HOPManbHbBIX BO3PACTHLIX
BE/TUYUH.

AnHamuka nabopaTopHbix [okasartenei, AaHHbIX
3XO-KC m Y34 OBbI1 npeactasneHa B Tabnuyax 1-3.

3aknouenne

HecMoTps Ha coxpaHsioLleecs B nuTepaType MHeHue [5,
6] 0 KpaiiHe HEBbICOKOW MPOAOCIKUTENBHOCTH XU3HU Ae-
Tei C YCTaHOBNEHHbIM AWarHo3oM UHGaHTUNLHONM hOPMBI
6onesHu MomMne, NpuMBeAEHHBIN Cyyal NokasblBaeT, YTo
Ha AaHHOM 3Tare B YCNIOBUAX HemnpepbiBHOW dhepMeHTo3a-
MECTUTE/IbHOWM Teparuu BO3MOXHa HE TO/IbKO OCTaHOBKa
NpOrpeccupoBaHUs KIIMHUYECKOW KapTuHbl 3a60/ieBaHus,
HO U 06paTHoe pasBUTHE OTAENIbHLIX CUMMTOMOB C YNyu-
LUEHNEM KaueCTBa XU3HWU TakuX 60SbHbIX.
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1. NOAHH-
MaThCA N0 NECTHHLE,
Ablluate, né)
Ha CNMKE.
MOEMY Bpayy Npasunb
] HO NOCTABHTH AWArHo3
o] Yro a0 Takoe?

3. Nocranoska fwar-

H032 nporpec-

CHDYIOLLETD HEpBHD-

| MbILLIEYHOrO

HH opMH W3 AHarKo3os 33““"3:;; ‘;‘:;‘1::;"0
S ik ' CTHRYETCA NPOCTHIM

giio om0 aHanH30M KJIDBH?

BONE3Hb NOMNE

TSXENOE NPOTPECCUPYHLLIEE M YACTO ®ATASTbHOE
HENPOMBILLEYHOE 3ABOJIEBAHUE, KOTOPOE, HECMOTPS HA SIPKVE
CAMNTOMBI, YACTO OCTAETCSH HEAWATHOCTVPOBAHHBIM'

\g/

) . I e
(alglucosidase alfa) - A

5 mg

MepBblit ¥ AUHCTBEHHLIA NPENapar Ang nevyenus 6onesHu lMomne, S s,
KOTOPbIN MEHSET ECTECTBEHHOE TEYEHUE 3260MEBaHNS 32 CYET | oeconers
YAYHLWEHUA U NOAREPKAHUA HYHKUUM MbILIL, YTO NO3BONSET e j: ™ ¥ comme
NauneHTam BECTH DONEE aKTUBHYH W NMONHOLEHHYHD XU3HB234
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