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Tsyganenko O.V.., Volkova L.L
Clinical case late-onset Pompe’s disease

Pe3iome

boneatb Nomne (rnukorenos Il TNA) - opdanKoe HACNEACTBEHHOB 3a60NIBBaHHE, HMBIOLLEE 3YTOCOMHO-BLIBCCHBHLIA MeXa-
HH3M NEPaAa4N 1 OTHOCRILBBCA K rPYNNG NM30COMANLHLIX 60N83HEN HAKOMNGHHA. InA KNHHHYECKOH KApTHHBI 3a60nesanus
X3PaKTePHb! KOHEYHOCTHO-NOACHAA 1 TYNOBHILHAA CNABOCTb, CNABOCTL AbIXATENLHOW MYCKYNATYP!, B HEKOTOPbIX CRYHanX
KapAnOMUONATHA, renaTomMeranus. B cTaTbe NpepacTaBneHO KNMHMYBCKOS HaBNIDAGHHE NauneHTa ¢ Gone3kbio Momne ¢ noap-
HUM Re6I0TOM.

Kniouessie cnoBa: meTabonnyeckan Mnonatua, rmukorenos Il Tana, 6onests Momne ¢ NO3AHAM ABGIOTOM, MyTauMA reHa GAA

Summary

Pompa's disease (glycogenosis type Il) is a rare disease with autosomal recessive inheritance, classified as lysosomal storage
disorder. It characterized by limb-girdie and trunk muscle weakness, cardiomyopathy, respiratory failure, hepatomegaly. The
article describes the clinical case of late-onset Pompe’s disease.

Key words: metabolic myopathy, glycogenosis type Ii, late-onset Pompe's disease, GAA gens mutation

Bsepnenue

Bonesus IMomne (mmxorenos II thna) - opdanHoe
HacleACTBEHHOE 3aboneBaHse, HMEIOICE  ayTOCOMHO-pe-
LIECCHBHRIHA MCXAHH3M Nepeladd H OTHOCAILLEECA K rpynme
NTH30COMATbHBIX GoneaHed HaxomneHHa. B Hacroslee Bpe-
M3 pacnpocTpaHeHHocTh Goneanu Ilomme B 3aBHCHMOCTH
OT CTpaHLl M 3THHYECKDH MPHHAIEKHOCTH COCTABJIAET OT
1:14 000 no 1:300 000 [2]. 3aGonesanue obycnorneHo my-
Tauxamy reia GAA, kapTHpoBaHHOM Ha 17 xpomocome B
noxyce 17q25.3 u xonupytoleM CHHTe3 KHcnoi antbda-1,4-
PoK03HAa3bl. JquchyHkiHs JaHHOTO PepMerTa MPHBOAKT K
HApYIIEHHIO PEaKIHi pacmielUIEHHs DIHKOTeHa H HaKollle-
HHIO €T0 B JTH30COMAX, [a/iee K HAPYLIEHHIO COKPATHTENLHOR
CMOCOOHOCTH MBIIIEYHOTO BOJIOKHR H, B KOHEYHOM HTOre,
rubenu kierok [1]. Ilpexae Bcero, maronoryueckoMy npo-
LIECCY MOABEPXKEHB! CKEJICTHBIE MBILILBI, MHOKAPI, INANKO-
MBIIIEYHBIE KICTKH COCYAOB, MPAMOH KHLUKH H MOYEBOro
nmy3npa. Bugenaior ase popmel Teuenws 3aboneBanua: Mia-
AeHgecKas («xnaccHgeckas») ¢ AebloToM Ha nepBoM roxy
AH3HH, JUIA Hee XapaKTepHO GhICTpONporpeccHpylomee Te-
9CHHE H NICTAIbHBIA HCXoA, H dopMa ¢ no3nmHuM aebioTom,
XAPAKTCPHIYIOLLAACS MEUICHHRIM TIPOTPECCHPOBAHHEM
[5]. Ha HacTosmu#A MomeHT paspaboTana naroreHeTHYECKas
Tepamna Goneann I[lomne: noxH3HeHHaR GepMEHTO3aMECTH-
Te/bHAA Tepanus PexOMOHHAHTHBLIM aHAJIOMOM KHCIOH ITH-
KO3HIA3h 9EIOBEKR — NIHKO3HAa30H anbda. DdpdexrnpHOCTL
npenapara gokasasa ana obenx opm 3abonepanus [2,3].

Ne10 (143) november 2016 NEUROLOGY

Marepuanbi u MeTOAbI

NpencrasneH kInMHHYecKHA cmyyai mauuenTa L., 41
roft, (MKeHeP), KOTOPhIH GhUl HATIPAB/IEH HA KOHCY/BTALHIO
HEBPOJIOra BO BPEMs MPOXOXKACHHSA JIE4EHHA B TYNBMOHOMO-
rugeckoM oraeneHun IBY3 CO «COKBNel».

JHe6tot 3a6onepanns B 27 net. C 2002 r. cO CNOB *KEHH,
6RUIO OTMEYIEHO H3MEHEHHE MOXONKH, C TeX Xe Mop 3a-
TPpyaHEHHe [BIXaHHA B MONOXKEHHH Nexa. B 2010r. saMeTrn
OJIBILIKY MPH MPOXOXAEHHH GONbITHX PacCTOSHHH, B CpaB-
HEHHH ¢ OKpYXalolKumu moasMH. B 2011 r. cam cTan 3ame-
4aTh HapyIUEHHE MOXOAKH 10 THITY «yTHHO#H», ONbINIKa CTana
6onee supaxeHHoi. C 2013 r crana GecnokoHTL OHEBHAR
COHJIHBOCTD, 3MH30/H «OTK/IIOIEHHA» ITPH Pa3rOBOpPE, YTPOM
OTMeYaN BRIPAXEHHYIO cNabocTh, HOWULIO MPOCHIMANCS H3-3a
HEXBATKH BO3ayxa. B mae 2014r. BniepBhie MOSABUIMCH OTEKH
Ha Horax. B cBaA3M ¢ 4eM, 610 MPOBEACHO CTALMOHApHOE
NledeHHe M0 MECTY XHTENbCTBA, AHArHOCTHPOBAaHA IeroIHas
rHIEPTEH3HA H BLIABIEHE KAPAHOMHONATHA ¢ (HOPMHPOBa-
HHEM XPOHHYECKOTO IETOTHOr0 CEpALA.

Ipu ocMotpe HeBponorom B 2014 r. Bnepsbie yCTaHOB-
NeH [MArHo3: KOHEYHOCTHO-MOACHAA MHOIHCTPOOHA Ha oc-
HOBAHHMH KNHHHKH BAJIOTO TETpanape3a ¢ MpeHMYIIECTBEH-
HBIM MOPaXK€HHEM ITPOKCHMANBHEIX TPYTIN MBI HHDKHMX
koHeqHocred. C nexabps 2014 r. noasunack Heo6XoNHMOCTH
B PECIHPATOPHOH MOMIEPXKKE, HCMONB3OBAN KHCIOPOIHKIH
KOHJIEHCATOp, MY/AbMOHOJIOTOM YCTAHORJIEH AHarxo3: Xpo-
HHYeckas ob6cTpykTHBHas Goneans nerkux. B anmape 2015
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HEBPOJ10r A

I. ycHIeHHe cnabocTH B Horax (CNOXHOCTD BCTaTh €3 nomo-
LIH PYK — «IECTHHYHOE BCTABaHHE» ), NOABIEHHE OLLYTHMOMH
cnabocTH B pykax, yCHIeHHe ofbIukH. B mMae 2015 r. 6una
JIHArHOCTHPOBAHA MHEBMOHHA, KPOBOXAapKaHBE B TEUECHHE 5
nueit. B centsbpe 2015 r. ycunnnace obmas cnabocts, «mi-
XecTb» B 061aCTH Cepawua, OAKIIKA TPH MHHHMAIBHOM QHIH-
4ecKojt Harpy3ke, Mo ITOMY NoBody 6uL1 rOCHTaNH3HPOBaH
B craunoHap 'BY3 CO «COKB 1», mynbMOHONOrHIECKOE
otaeneHe. TIpH OlLEHKE COMATHYECKOTO CTATYCa BBIABJICHAI:
[LIXATENLHBIA MapafoKc (Ha BAOXE BTAIMBAHHE MepeaHeH
6pIOLLIHON CTEHKH), TPYAHOCTH MPH BLINONHEHHH KTy6okoro
BIOX2, HH3KAd IKCKYPCHS IPYAHOH KieTkH (3,5 cM). CHinke-
HHe catypauuH 10 77% nocne ¢pusndeckoi Harpy3ku. Tect ¢
6-MHHYTHOH x0ab60H: paccToAaHHe 58% OT HOPMBL.

IMauueHT KOHCYILTHPOBAH HeBponoroM. B HeBponorn-
9eCKOM CTaTyce: CO3HaHHE ACHOE, MEHHHTEAIbHBIX 3HAKOB
HET. ﬂamkenux ma3HbIX A0I0K B noaHoOM o0beMe, HHCTarMa
HET, LeKH HAXyBaeT (HO CHNa CHIDKEHa), [MOoTaHHe H ¢oHa-
upA coxpaneHnl. Cwia MbIlN WEH JocTaToqHad. «Kpwuio-
BHIOHKIE JIONATKH», THAOTPOGHSA MBI CIHHEI, OTPaHHIeHHE
00beMa aKTHBHRIX IBHXCHHHA B pykax MPOKCHMabHO Ao 160
rpagycoB ¢ OBYX CTOPOH, THHOTPOQHA I'PyOHEIX MBI, B
KHCTIX 5 6a10B. B HIDKHHX KOHE9HOCTAX 00bEM ABHXKEHHH
MOJHBIA, CHIa MPOKCHMANBLHO 4 6ana, aucTansHo S 6aLios.
«YTHHas NoXoAka», NOACHHYHHA runepnopaos. IIpH Bera-
BAHHH CO CTy/1a 6€3 NOMOLIX PyK: NIEPEHOC LEHTPAa TAXKECTH
Q1A YAEpXaHHA paBHOBECHA. UyBCTBHTE/IBHRIX PaCCTPOHCTB
HeT. CYyXOXHIbHBIE H NepHOCTaIbHEE peduieKChl He BhI3hi-
patorca. Ilatonornuecksix 3HakoB HeT. KoopauHaTopHmie
Opo6bl BLUMOIHAET YAOBNETBOPHTENHO. DYHKUHIO TA30BRIX
OpraHoB KOHTPOJHpPYET.

Mo naHHBIM 1a6OPAaTOPHRIX HCC/CAOBAHHH BRIARAIECHK:
NOBHIICHHE YPOBHA remornobnHa, runepkanHHs, Merabo-
NIHYECKHHA alHAo03, yBelHIeHHe TpaHcamuHas: JIAT 392E/n,
AJIT 83E/n, ACT 99E/n, yeenndenne KOK no 682E/n.

JlaHHBIE HHCTPYMEHTANbHBIX METONOB MCCHAEIOBa-
Husi: KT rpyaHoit xileTKH: NerodHas rMNEpTEH3IHA, KOM-
IpeCCHOHHBIE aTeseKTasbl CyOreBpanbHEIX OTaAenoB 6a-
3aNbHBIX CETMEHTOB JIeTKHX Ha dOHe BHICOKOrO CTOAHHA
auadparmul. BoaHnneTHaMorpagHsa: pecTPHKTHBHBEIA Me-
XaHH3IM HIMEHCHHH MEXaHHMKH ABIXaHHA, COYETAIOMHACA
€O 3HaYMTENbHBIM YXYALICHHEM /1eMOYHOIO ra3oobmeHa B
nokoe. 3KI': cuHycosad Taxukapana 100 B Munyty. [Ipu-
3HAKH THNEPTPOGHH MPaBOIo XKENYROYKA H NpPEACEPAMA.
VY3H cepaua: ypenHdeHne H rHNepTpodHa NPaBoro xemy-
nouka. YpenuueHwe oGonx mpeacepani. Tpukycnuaans-
Had peryprutauusa I cr. Y3H 6promHoit nonoctH: npu-
3HAKH YMEPEHBHX AHOQY3HBIX HIMEHEHHH NapeHXHMEI
NeYeHH M NOIKETYA0YHOM Kene3n.

OHMI': npH3HaKH yMEpeHHOH aKCOHALHOA MOTOPHOH
HeHponaTHH aHadparMansHOTO Hepaa.

K MOMEHTy BLIMHCKH H3 CTALHOHAPa HEBPOIOTOM YCTa-
HOBJICH NPeJB3PHTE/bHAIA JHArHO3: KOHEYHOCTHO-NOACHAA
¢opMa nepsuuHO# MuImeaHOH AMCTPOdHH ¢ MepHepH-
9ECKHM XapaKTePOM ABIXATENLHEIX PAaCCTPOACTB H KapiH-
omHoNaTHed, nomnruit nebior. Pexomennosana cHMmroMa-
TH9eckas Tepanud. IlposeneHo nonHcomHorpadmueckoe
HccneRoBalKe H 6hu1 nono6paH annapar HEHHBA3HBHOR BEH-
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THIAUMH NETKHX annaparom BiPAP B pexxume Bileval ST ana
[OMAILHEro HCMONb30BAHHA BO BPEMA NHEBHOMO H HOYHOIO
CHa.

B ¢espane 2016 r. npoBeaeHa 3H3UMOMHAIHOCTHKA H
reHeTHYeCKoe TECTHPOBaHHe Ha 6ase naGoparopuu MoneKy-
nApHOM reHeTHKH H kietodHoH 6nonorun HUM Ieanarpun
(r. Mocksa). MerogoM TaHAEMHOH MacC-CIIEKTPOMETPHH
onpeae/icHa aKTHBHOCTh (PEPMEHTA Q-TTIMKO3HIA3kl B MaTe-
pHaNlE «CYXO€ MATHO KPOBHM», NMOJYYCHO 3HAa4CHHE AKTHB-
HocTH epmerTa 0.96 Mxmons/nHTp/d9ac (MpH Hopme >2,32
MKMOJTB/ THTP/4ac).

FeHeTHYECKOE TECTHPOBAHHE TMPOBECHO METOAOM
TIPAMOTO  aBTOMATHYECKONO CCKBCHHPOBaHHA, ObUIH Mc-
cllefloBaHBl BCE KONHPYIOUIHe 3K30HK reHa GAA, a Tatoke
MpHIEraoliHe HHTPOHHEIE 0671acTH. BBIABICHE MyTauUMH
¢.-32-13T>G B reTepo3HroTHOM COCTOAHHH H ¢.2238 G>A B
reTEPO3HIOTHOM COCTOAHHH B reHe GAA, KOTOphI€ PHBOAAT
X pa3suTHIO 6one3nn [omne.

Pesynbrartbi W 06cyxaeHne

TakuM o6pa3om, Ha OCHOBAHHH MEUIEHHO MpOrpec-
CHpYIOLleH KOHEYHOCTHO-NMOACHOH, TYNOBHIMHOH MHOMa-
THH ¢ (OPMHpPOBaHHEM THIEPIOPAO3a, KAPAHOMHONATHH,
ABIXaTeNbHOR HemocTaTouHOCTH, nosnimenns KOK, ne-
9eHOYHHIX (EPMEHTOB, CHHXEHHA aKTHBHOCTH (GepMmeHTa
a-MHKO3HAA3bI, MyTauHil reHa GAA NalHeHTy yCTaHOBIEH
auarHo3: Gonesns ITomne ¢ noagnum ae6iorom. Ipomon-
XeH KypC CHMITTOMaTH4Yeckofi Tepanud. CneundHdeckan
(epMeHTO3aMECTHTENbHAA TEPAITHA HA HACTOAIIHA MOMEHT
He MPOBOAMTCA, Tak kak cornacHo [Tocranonnenmo Ipasu-
renscTBa Poccuiickort Oenepattun ot 26.04.2012 Ne403 «O
nopsaaxke BeacHHA delepanbHOIO PErHCTpa JHI, CTPajaio-
UIHX KH3HEYTPOXKAIOMHMH H XPOHHYECKHMH PEAKHMH (Op-
¢$aHHBIMH) 3a60/1€BaHHAMH, NPHBOJAIUHMH K COXPAIlleHHIO
TIPOAOIDKHTEILHOCTH JKH3HH FPaXKaH HIH HX HHBANHIHO-
CTH, H €ro perHoHansHOro cermeHta» Gonesns [lomne or-
CYTCTBYET.
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