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AHHOT auua. B cTatbe npeacTaBneHbl gaHHble 0 peakoii chbopme 6one3Hert HakonneHus Il Tuna 6onesHn Momne. bBo-
nesHb MNMomne - 3To pefKoe ayTOCOMHO-peLeccMBHOe 3aboneBaHWe, BbI3BaHHOE HELOCTATOYHOCTbIO KWUCAOW a-rAKo3naassbl
(kncnohi manbTasbl). JedekT 3Toro hepmeHTa NPMBOAMT K HAKOMEHUIO HEMeTaboNn3NpoOBaHHOMO FAMKOreHa B NM3ocomax
pas3NNYHbIX TKaHen, ¢ pa3BuTMeM Hanbonee BbipaXKeHHbIX U3MEHEHUN B CKENEeTHbIX MbllLax, MMOKapae n neyeHn. Bo Bpemsa 3
CKpUHMHIa npun ¥Y3WM ceppgua b6blna guarHoctuposaHa runeptpodma Muokapaa neBoro Xenygouka, pacleHeHHas Kak nocrru-
nokcuyeckasi. Y HOBOPOX[AEHHOro 6blN AMArHOCTUPOBAHbLI renaTtomMerannsa W Kapguomeranusa. [locne MONeKyNsapHoO-
reHeTUYecKoro MccnefoBaHUs BbICTaBNeH AMarHo3 MHMaHTUNbLHOW hopmMbl 60ne3Hn Momne. MpoBoannacs pepmeHTo3ame-
Lwatowas Tepanms, ogqHako 3aboneBaHne nNporpeccupoBano, cMepTb HacTynuaa B Bo3pacTe 2-x fieT U 5-TU MecsueB OT cepaed-
HO-COCYAMCTOM HeJ0CTaTOMHOCTU. MaKpOCKOMMYEeCKN 0TMeYanoch yBenmnyeHne BHyTPeHHUX OpraHoB B padmepax. Mpun MUkpo-
CKOMMYECKOM MccnefoBaHMN BbISABNEHbl CKOMMEHUSA FNIMKOreHa B MMOKapae, CKeneTHbIX MbllLax, CAN3NCTbIX 060104Kax No-
NblX OPraHoB, NevYeHn, NoYKax, ceneseHke N HagMnoYeyYHMKax.

Resume. The article presents information about a rare case of Pompe disease. It is glycogen storage disease. Pompe
disease is a rare autosomal recessive disorder caused by deficiency of acid a-glucosidase (acid maltase deficiency). The defect of
this enzyme leads to the accumulation of glycogen in the lysosomes of various tissues, with the development of the most pro-
nounced changes in skeletal muscle, myocardium and liver. During the third screening of the myocardial hypertrophy of the left
ventricle was diagnosed. After delivery the newborn was undergo ultrasound examination and molecular genetic studies. Firstly
the hepatomegaly and cardiomegaly were identified. Then infantile form of Pompe disease was found. The patient got enzyme
replacement therapy without positive result. The death occurred at the age of 2 years and 5 months from cardiovascular disease
failure. Macroscopically, measurements of the internal organs in size were increased. Microscopic examination demonstrated
glycogen deposition in the myocardium, skeletal muscle, mucous membranes of the organs of gastrointestinal tract, liver, kid-
ney, spleen and adrenal glands.

Bone3Hb Momne (rAankoreHos Il Tuna) npepcraBnaeT cobol pegkoe ayToOCOMHO-peLeccnBHoe 3a60-
neBaHMe, Bbl3BaHHOE HELOCTATOYHOCTbIO KMCNOW a-rnwko3mnpasbl (kucno manbTasbl) [Hirschorn R., Re-
user A.J.J., 2001]. AedeKT aToro hepmMeHTa NPUBOAUT K HAKONMEHUIO HEMeTabo/TM3NPOBAHHOIO FIMKOreHa
B IM30COMaXx pas/INUYHbIX TKaHel, ¢ pa3BuTNUEM Hanbonee BblpaX eHHbIX U3MEHEHWU B CKeNMeTHbIX Mbl LU Lax,
Munokappae u nedyeHu [Bawakmagse H.O.u gp. 2014].

BbigenaoT aBe KNMHMYeckne opmbl 60ne3Hun Momne. MHpaHTUABbHAA popma (PaHHASA N NO3AHASA)
MaHuUgecTupyeT Ha NepBOM FoAYy XWU3HWN, XapaKTepnsyeTca OCTPbIM TEYEHUEM U PaAHHUM NeTaslbHbIM NCXO-
oM (06bI4HO B TeYeHWe MepBOr0 rofa >XM3HW) OT CepAevYHO-NEroYHONW HEeAOCTATOYHOCTU UNUN NEFOYHBIX
MHpekunin [Chen Y.T., Amalfitano A. 2000]. Mo3aHAa cdopma AebTUpPyeT B NOAPOCTKOBOM BO3pacTe W
cTapuwe, ANA Heé xapakKTepHO OTCYTCTBME TAXENbIX NOpaXeHU cepfua W, Kak crneacTBme, OTHOCUTENbHO
6onee 6naronpuATHbLIA NPOrHo3. OCHOBHbIe MPOABAEHNSA CBSA3aHbl C MPOrPECCUPYOLLLMUM MOPaKeHNeM cKe-
NeTHbIX MbILWL, CMepTb HacTynaeT OT HapacTal U, el AblxaTesbHOW HegocTaTtouyHocTu [Priya Sunil Kishnani,
R. Rodney. 2004.].

Kak 1 npn MHOTUX APYIrUX pefKuXx HacneacTBeHHbIX 3a60/1eBaHUAX faHHbIe O YacTOTe BCTpeyaemo-
CTu 60ne3HM NomMne cyu,ecTBEHHO pa3HATCA, KoebaHMa BapbupytoT oT 1:14000 go 1:300000 [Hirschorn R.,
Reuser A.J.J., 2001]. Mpwn aToM MHpaHTUAbHAaA hopmMa YacTo BCcTpeyaeTcsa cpeAun appoamepukaHLueB, a Tak-
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e xxutenel KOxHoro Kutas n TaliBaHAa, Torga Kak nosgHasa opma 3abonesaHua npeobnagaet B FonnaH-
ann [Ausems M.G. et al. 1998]. CymmapHas yactoTa Bcex popm 60ne3Hn NMomne oueHmBaeTcsa kKak 1:40000
[Martiniuk F. et al. 1998].

AaHHbIN KNMHWYECKNIA cnyYyail npeAcTaBAseT MHTepec B CBA3WN C peAKoCTbio 3aboneBaHmna, a, cnepgo-
BaTe/IbHO, OTCYTCTBMEM TMOJSIHOLEHHOIN0 MaKPOCKOMMYECKOr0 U MUKPOCKOMMYECKOro MOPMOOrMYecKoro
onMcaHnA NaToNOrMYecKMX N3MEHEHWNM B opraHax M TKaHAX.

[NeBouka poxpéHa OT BTOPOIi AOHOWEeHHOI 6epeMeHHOCTN B 61M3KOPOACTBEHHOM G6pake (poanTenn
pe6éHKa aBOOpPOAHbLIe 6paT u cecTpa) ¢ maccoli Tena 3430 rp. MNpu NnpoBegeHUN NNAHOBOTO0 CKPUHHUHTOBO-
ro Y3 B TpeTbeM TpuMecTpe 6epeMeHHOCTW, nNpoTeKkatk el Ha POHe XPOHMUYECKOW eTonnaueHTapHOM’
HEeAO0CTAaTOYHOCTU N XPOHUYECKOW BHYTPUYTPOOHOW rmnokcnmn, y nnoga 6blna BbiABAEHA rMNepTpodma Mmno-
Kapfga, nogTBepXAeHHaa nocfie poXxageHus peb6éHka npu nposegeHun 3XO_KI. MNMepBoHayanbHO OHa pac-
LeHeHa KaK MOCTrMnoKcnyeckas, a 3aTem runeprpoguryeckas.

B Bo3pacTe 2-x Hefenb Npu NoBTOpHOW IXO-KI 6bI/10 BbIABNEHO HapacTaHWe rmneptpoum Mmuo-
kappga: MX=52mm, MMX=5.7mm, 3C/IXX=9mM. B Bo3pacTe 4-x Hefenb ruvneprtpodpusa ysenmumnaach:
M>XM=12mm, 3CNX=9mM. Pe6EHOK CTan N/0X0 cocaTb, YacTo cpbirMBasa, oTMeyanacb NOBbIWEHHAA YTOM-
NnAemMoCTb, MOT/INBOCTb U HU3Kasa Npubaska macchl Tena. NMposognmMas nekapcTeeHHaa Tepanusa adekTa He
fana. B Bo3pacTe Tpéx MecsueB feBOYKa b6blsla rocnutannsnposaHa B Kapgnonornyeckoe orgenedune HLU 3/
PAMH r. MockBa, rge 6bl/1 ycTaHOBMAeH AnarHo3 60se3HM MNMomne ¢ nocnegyW MM NOATBEPXAEHNEM MOie-
KYyNApHO-TreHeTU4YecKNM wmnccrneposaHnem. PebéHKy 6bl/la Ha3HadyeHa (hepmeHTO3aMelLaloUas Tepanua ne-
KapcTBeHHbIM npenapaTtom «Mailio3aim» ANSA KOPPEeKLUMWN cepAevyHOW He[oCTAaTOYHOCTU, Ha PpOHE KOTOpPOWA
oTMeyasiacb HeKOTOpas NosioXunTesnbHas AuHamMmunKa.

Ha cnepgyrowunii feHb nocne NnpoBejeHNs o4epefHOro Kypca IeKapCTBeHHOl Tepanunm B Bo3pacTe 2 -X
netun 1 mMecaua, umen MecTo hakT acnmpaymum NUWK, ¢ Nocneayr W MMM NoAbLEMOM TemnepaTypbl. [JaHHbIX 3a
NHEBMOHMWIO He oB6Hapy>XeHOo. Ha3HauyeHa aHTMbGaKkTepuanbHasa Tepanus, Ha pOHEe KOTOPOI cCOCTOAHUE pe-
6E8HKa HECKONbKO YNYUYLINNOCb, HO OCTaBanoCh TAXENbIM 3a CYET AblXaTeNlbHOW HepgocCcTaTOYHOCTU. Ha 3-un
CYTKM OT nocne npuéma «Marosama» nauneHTka nepesegeHa Ha MBJ1, Ha 4-e CYyTKMN HanoXeHa TpaxeocTo-
Ma. Mepnoanyeckn, He3aBUCUMO OT BPEMEHU CYTOK U APYIUX BHEWHUX HaKTOPOB, OTMeyanncb nNogbémel
TemnepaTtypbl A0 hebpUNbHbIX LMUPP, NI0X0 KYyNMpyemble XXaponoHmxawwmnmmn cpegctsamun. B nocnegyto-
emM COCTOAHWE MPOrPecCUBHO YXYALWMAOCL: CHU3UACA AUYypPe3, YMeHbLW NAachk ABUraTeNbHas aKTUBHOCTD,
Hayanucb NpUCcTynbl 6pagukapanm, nepexogauime B acmMctonuto. CMepTb HacTynmna Ha 75 CYTKW C MOMEHTA
rocnuTanusaunmn oT NporpeccupytolLeii cepaevyHo-cocyancToli HeA0CTaTOYHOCTH.

Mpu natonoroaHaTOMMWYeCcKOM MUccCNefOBaHUM onpefenseTca fgeopmauma neBo MONOBUHbI TPyA-
HOWM kNneTkn (B o6nactm V-V mexpebepbss MO CPefHEKNTIOUYMYHON NUHUN N MeananbHee Ha 2 CM) ¢ hoOpMU-
poBaHMeM «cepfedyHoro rop6a». Cepaue KpynHoe, wapoBuagHOW hopMbl, 3aHUMaeT 60bLWIYI0 YacTb Nepef-
Hero cpefocTeHnsa, macco 120 rp (NpeBblileHMe BO3pPacTHbIX NapamMeTpoB B jBa pa3a). TonwmHa Mmmokapgaa
npasoro xxenyaouyka 0.4-0.5 cm (Hopma - 0.25 cm: npeBbilWeHNe B 2 pa3a). J/1eBbli XXenyjo4yeK pe3ko runep-
TpodhupoBaH, MONOCTb €r0 LW,eNeBUAHON POPMbI, pe3KO yMeHbleHa B 06bEMe, TONWMHA CTeEHKK 2.9-3.0 cm
(npn Hopme 0.79 cM - npeBblWeHWe BO3PacTHbIX Noka3aTene B 3.7 pa3a); COCOYKOBbIe MblIL bl Pe3Ko
YyTO/W EHbI, XOPAbl YKOPOUYEHbl N NOATAHYTbl, MEPUMETP CTBOPOK MUTPasibHOro knanaHa 45 mm. Mpucte-
HOYHbIA 3HJOKapf NeBOro npejcepamns 6enecoBaTblii, HeCKONbKO yTonuweH (4o 0.5 mm). Ha pa3pe3e mMuo-
Kapfh TYyCKNblli, KPaCHO-KOPMYHEBOTO LBeTa. B Tonwe Mnokapga 1eBOro XxenyAaoyka no nepefHer cTeHKe m
611MXe K OCHOBaHUIO BCTpeyalTCA HEMHOTo4YMCNeHHbIe 6enecoBaTo-cepble oYaXx kK pasmepamu 0.3 - 0.5 cm
M B TO/MLWe BEPXYLW KN B BUAE NPOLONbHBIX TAXel. ToNWMHA MeX>Xenyao4koBon neperopogku 1.5 cm.

Mpn MMKPOCKONMYECKOM nccrnefoBaHUM B MuUokKapfe Habnogaetca obWMPHbIE NONSA KapgUuoMuMo-
LWUTOB C OT/IOXKEHUEM B LLMTONMa3Me FNMUKOreHa, sgpa Npu 3ToM MesiIKne, CMelLeHbl Ha NepUMEPUI0 KITETKHN.
OTHOCWUTENbHO COXPaHHble KapAUOMUOLUWUTBI peAKu, rMnepTpoMpoBaHbl, C SPKO 303MHO(PUNbLHOK LUNTO-
nnasmoin, cogepxxal,ei cBeTNble ONTUYECKN NyCTble KPYMHble BaKyonun. dapa ux geopmmpoBaHbl, Bapuna-
6eNbHOW (hOpPMbl U pa3mMepoB, OTTECHEHblI Ha nepudeputo (puc. 1, 2). BeHeuHble coCyAbl, Kak MHTpaMmypanb-
Hble, TaK N 3aNMKapgunanbHble, WeNeBUAHO Cy>XeHbl, C BbIPaXXEHHbIMU CK/IEPOTUYECKUMU N3MEHEHUAMN CTe-
HOK, 3aNyCcTeBLW UMW NPOCBETAMMU.

B neBoM >enyaoyke MOMWUMO BbllIEeNepeyncneHHblX N3MEHEHU BCTpeyalTCA y4acTKM MenKoo4ya-
rosoro ¢oubpo3a c HaMYMem B TOJILLLE MOSTHOKPOBHbIX COCY0B KANUIMSAPHOIO TUNa, OKPY>XEHHbIX MO Nepu-
depun rMnepTpoPmUpPOBaHHLIMU MbilLEYHBIMW BOJIOKHAMMU, & TakXXe ovarm UWEMMUYECKOro NOBpeXXgeHns
BM/OTb 0 HEKPOOBMOTMYECKUX M3MEHEHUI 6e3 BbipaeHHOW KNeTOYHOW peakuum. B ocTanbHbIX oTaenax
cepaua HabnwgawwTCA CX0XUe MOP(PONOrmMyYeckme U3MeHeHUS B BUAE AUGPAPY3HO-0YATOBbIX OT/IOXKEHUN
rnnkKoreHa c BonHoo6pa3Hol gereHepaumneld ciaBneHHbIX Mbl LW E€YHbIX BOSTOKOH.

MaKpoCKONMYECKN 3aMeTHbIX M3MEHEHWUI B APYIrMX OpraHax M TKaHSX BblIBIEHO He 6bln0 (3a nc-
KMIOYEeHNEeM BbipaXeHHOro OTéKa CAM3NCTON 060N04YKM MOJbIX OPraHOB XeNyAO4YHO-KULEeYHOro TpakTa u
BEPXHUX AblXaTeNbHbIX NyTeli). OAQHAKO NPU T’MCTONONMYECKOM MCCNef0BAHNUN B MbllleYHOW 060/104Ke Top-
TaHW U NuueBoga HabnwfawTCcA ToTanbHble AUMHOY3HbIe OTNOXKEHNA TNMMKOTeHa B LMTONNa3Me Mbl L €Y HbIX
KMeTOK, TaKXe KaK U B CKeNTeTHbIX MblLU Lax, OKPYXalo WX CAOHHbIE XXenedbl, Mbl LW LLAX Manoro tasa, a3blka,
aAvnadparMbl, YTO KNIVMHUYECKN NPOABNANOCH B HAPYW EHNN aKTa AblXaHWUSA, TMOTaHUSA U MblWe4YyHOW cnaboctu
(puc. 3,4).
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Puc. 1. Anddy3Hble OTN0XEHUSA FINKOreHa Puc. 2. OTNOXeHUA rMUKOreHa B KapgnoMmmouuTax.
B KapAgMomMuoumTax. OyaroBblil MeIKOOYaroBbli KapAMoCcKIepos.
OKp. remaTtoKCMNNH+303MH. YB. X100 ATpodunyeckne-rmnepTpoPnyecKkmne UsSMeHeHUs
Fig. L Diffuse glycogen deposits in KapavoMmmounTos. OKp. reMaToOKCUINH+303UH. ¥YB. X200
cardiomyocytes (H&E stain, X100) Fig. 2. Diffuse glycogen deposits in cardiomyocytes.

Local cardiosclerosis. Atrophic and hypertrophic changes
of cardiac muscle (H&E stain, X200)

Puc. 3. OTN0OXXEHNSA FNIMKOTeHa B MblLLIEYHOW Puc. 4. Anddy3Hble OTNOXEHUA TNMNKOTeHa
o060n104Ke nuuiesoga. OKp. reMaTOKCUINH+303UH. B MUOLMUTAX CKEMETHbIX MblLULY.
YB. X100 OKp. reMmaTtoKCUNNH+3031H. ¥YB. X100
Fig. 3. Glycogen deposits in the muscular coat Fig. 4. Doffuse glycogen deposits in the
of esophagus (H&E stain, X100) skeletal muscle (H&E stain, X100)

B Hagno4yeUYHMKaX BbIIB/IeHbl Me/IKooYaroBble OT/IOXEHUS TIMKOTeHa, Kak B NMy4YKOBON, Tak U CeT-
YyaToil 30Hax, c aepopmaymeii UM AUCTPODUUYECKUMU UBMEHEHUAMMUN KNETOK.

MeyeHb APSAGMOA KOHCUCTEHLWN, KOPUUYHEBATO-KPACHOTO LBeTa. TMCTONOrMYeckKM HopManbHas Lu-
TOApPXMTEKTOHMKA OpraHa He MpocneXuBaeTcs, LMTOMNMa3Ma renaToLnMTOB 3ano/iHEHA BaKyoNssMU FAnKore-
Ha, B KOTOPbIX ONPEeAensioTCAs MeNKO3ePHUCTbIE 303UMHOPUNbHbIE 6ECCTPYKTYPHbIe TNbI6KU, siapa Mesikue,
aTpoUUHble, MecTaMu He onpegensatTcs.

MUKPOCKOMMYECKM OTMe4yaeTcss BbipaeHHOe pacliMpeHUe COCY[OB KakK MenKoro, Tak u 6onee
KpynHOro kanuépa, ¢ yTojueHUeM CTeHOK MociegHUX. B oTAeNbHbIX y4yacTKax BOKPYr COCYAOB MMeEKTCS
AvanefesHble KDOBOUNUAHUSA. MeXaNbBeoNsipHble MeperopofKM NOMHOKPOBHbLI, YacTb U3 HUX UCTOHYEHA U
pasopBaHa. B npocBeTe anbBeOs BCTpeyarwTCcs TPpynnbl MakpogaroB U HEMHOTro4YMUC/AeHHble NeKOUUTHI,
YacTb U3 HUX 3aMN0/IHEHA cNa60303UHOPUNBHBIM TOMOTEHHBIM COAEPXMMbIM.

MaTtonoroaHaTOMMYEeCKUN AMarHo3. OcHoBHOe 3a6ofeBaHue: FAWKOreHos 2 tuna (60/e3Hb
Momne), MHMAHTUNbHLIA TUN, ¢ AU(PHY3HBIM HAKOMMEHUWEM TFAMKOFreHa B MUOKapfae, HagmouyeudyHUKax,
MbllW e A3blKa, NMUeBoAa, AMadparMbl, TOpTaHu, MblWLax Manoro Tasa. OCNOXHEHUA: KapAuoMeranus,
rMNepTpodus CTEHKN NIEBOTO XXEeNyaouKa C MHOXECTBEHHbBIMU MHTPaMypanbHbIMW 04aramm KapAuocKaepo-
3a, MW eMunKn, OCTPbIMU CYyGIHAOKApPAMANbHBIMU HEKPO3aMu, TUNEPTPOM U MeXXKenyLouKoBOW neperopoa-
KW, TMNnepTpodua CTEHKU NPaBoro Xenypouka. J/IérouHas runepTeH3ns: pe3koe yTo/iLLeHNe CTEHOK /leroy-
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HblX COCYAOB, AManefe3Hble NepuBackKyNsapHble KPpoBOU3nuMaHUA. OTEK Nérkux. BonHoo6pa3Hasa AereHepa-
LUS MbllWeYHblX BOOKOH cepAua. Menkoo4yaroBasi cepo3Ho-makpo@daranbHas NHeBMOHUs. TMnoTpodus.
ConyTcTBylO U Me: TUNONMAa3nsa HAAMOYEUYHUKOB, TUMYca, ceNe3éHKMU. MenKoovaroBblii NPOAYKTUBHbLIN cua-
NoajeHunT.

Takum o6pasom, y pe6éHka 2 neT 5 mec. Ha6nwaganach KNMHUYecKas U Mopdonornyeckas KapTmHa
6onesHu Momne (rNMKoreHosa 2 Tuna) ¢ NopaKeHueM MUOKapAa, CKEMEeTHbIX MbllWL, MbIWL BHYTPEHHUX
OpraHoB, 4TO NMPUBENO K CMepTW OT Mporpeccupytoweli cepfevyHoii HefO0CTAaTOUHOCTM, 06YCNOBNEHHOW OC-
HOBHbIM 3a60/1€BaHMEM Y apUTMOTeHHON acucTonuei.
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