Azarbaycan Perinatologiya va Pediatriya Jurnah (Elmi-praktik jurnal)

KLINiK MUSAHIDOLOR
BOJIE3Hb ITIOMIIE, TH®AHTUJIBHAS ®OPMA.

I'YJIMEB H.[l., HEMATOBA P.U., AIMEBA A.I
Hayuno - Hccneoosamenvckuii Mucmumym Ieouampuu um. K. @apaooicesoii
(Baky, Azepbatiosxcan)

Knrueeswte cnoea: o6onesun Iomne,
8MOPUYHASL MUONAMUSL, KUCIASL anbgha-
2NIUKO3UOA3A.

bonesns [Momne (BII), wnu rouko-
rero3 Il Tuma - ayTocOMHO-pereccuB-
HOoe  3a0oyeBaHHWe, CBS3aHHOE C
HAKOIUICHHEM TJIMKOTeHa B JIM30COMAax
TKaHEd pa3IM4HbIX opraHoB. bII
SBIIIETCA JIOCTATOYHO pEIKUM 3abose-
BaHWEM, 4YTO 3aTPyTHSET €ro CBOe-
BPEMEHHYIO JMArHOCTHKY U CYIIeC-
TBEHHO TOHWXaeT 3(PHEeKTUBHOCTH
nedyeHus. Huxe npuBoguM omnucaHue
KIIMHUYECKOTO Ciiydas WH(PaHTWIBHON
dbopmbr  Goneznu Ilomme. VYnaemsiercs
0co00e BHUMaHUE Pa3HOOOpa3HI0 KIU-
HUYCCKOW KapTUHBI, HEOOXOJIMMOCTH
CBOCBPEMECHHOW TMOCTAaHOBKU JHArHo3a
U YyIy4dlIeHWIO0 HcXoda 3aboseBaHUs
npu TpoBeJIeHUU (epMeHT3aMecTu-
tensHOM Tepanuu (DO3T).

BBenenue

bonesns Ilomne (BII) wnm rauko-
reqo3 Il tuma - pegkoe reHernuyeckoe
3a0oneBaHue,  Mepefaronieecs 1o
ayTOCOMHO-PEIIECCHBHOMY ~ THUIy H
XapakTepusyromieecs: JAeQUINTOM KHC-
noi anbda-raukosuaassl ( KAIY). Opra-
HAMU- MUIICHSIMHU SIBJSIIOTCSL CKEJET-
HBIC€ MBIIIIBI, TI€YCHb, CeplACYHas
Mmeima [1]. bone3ns BmepBbie ObLIa
OTKCaHa TOJUTAHJICKMM TIaTaJloro0aHaTo-
MoM ['.K.Ilommne B 1932-om rony. B
1963-em romy ke Oblta OOHapykeHa
CBSI3b MEXKJy NMPUYUHOW ATOW OOJIe3HU
u nepunutom GhepMeHTa B TU30COMAX [
1-3].

INUAEeMHOJIOTUs U TeHEeTHKA

[To pa3nmuyHBIM JTAHHBIM, B 3aBUCH-
MOCTH OT CTpaHbl, 4acTOTa BCTpedae-
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moctu BII Bapsupyet ot 1:14 000 no
1:300 000 [8]. CymmMmapHas wyacToTa
Bcex ¢opm BII cocraBaser 1:40 000
[7]. Ten, komupyrommidi JaHHBIHA
dbepMeHT, pacronoxkeH Ha 17-oi xpo-
MOCOME M HacleAyeTcsl 0 ayTOCOMHO-
peliecCuBHOMY THITY [6].

Kiannuyeckne nposiBjieHUus

B 3aBUCMMOCTH OT CPOKOB IpPOSIB-
JIEHUS] CUMIITOMOB OOJI€3HU, BBIIEISIOT
2 KIMHUYECKHE (OPMBI:  PAHHIOIO
(vHDAHTUIBHYIO) W TO3IHIOK (IOHO-
IecKy0 U B3pociyro). UHdanTumbHas
dopma manudectupyer Ha l-oMm romy
KU3HU,  XapakTepusyercs  OBICTPO
IPOTPECCUPYIOIIUM TEUEHHEM U BBICO-
KOM YacTOTOW JIETAJbHOTO HCXOJa.
Haunbonee  wacteiMu  cuMITOMaMu
SIBJISIFOTCSL  MUOIATHSI, MaKpOIJIOCCHS,
runeprpoduueckasl KapJIAOMHOIATHUSA,
yacThle  WMH(MEKIMU  JBIXaTeIbHBIX
nyteid. Muonarus, SBISSICH OJHUM U3
BaKHeHIux cuMnTomMoB bII, Hocut
MPOTPECCUPYIOLIUIA XapaKTep, OXBaThI-
Bas MBIIIIbl HUXHUX KOHEUHOCTEH,
TYJIOBUIA U JAuaparMbl, TEM CaMbIM
NPUBOAS K JbIXaTEJIbHOM HEIOCTaTOY-
HOCTU B KOHEYHOM uTore. Hakomnenue
[JIMKOTE€HA K€ B MHOKap/e MPUBOJIUT K
YTOJIIEHUIO CTEHOK JKEIYJOYKOB U
MEXOKEITYTOUKOBOM  INEPETOPOJIKH, B
pe3ynbrare (HOpMHUpPYETCSl TUNEPTPO-
¢dudeckas KapIUOMHOIATHS, KOTOpas
CO BPEMEHEM [MEpexXOJUT B JAMIIaTa-
uoHHyt0. I[loBpexaeHue mnedyeHu npu
BII compoBoxmaeTcs renaroMeraimnei,
MOBBIIIEHUEM YPOBHEN allaHWHAMUHO-
TpaHcdepasbl (ANAT), acnapTaTaMUHO-
Tpancepasbl  (AcAT), KpeaTuHpOC-
doxunazel (KOK). [To3guss ¢opma BII
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MOXET  Je0rTHpoBaTh B JIOOOM
BO3pAacTe — C MEPBBIX JET 10 B3POCIOrO
Bo3pacta. IIpaktmueckm y  Bcex
MAMEHTOB  MHUOMNAaTUsl Pa3BUBAECTCS
MEJJIEHHO, KapJAMOMHOIIATHS HE Xapak-
TepHa. B nenom, no3asss gopma BII
XapaKTepU3yeTcs CpaBHUTEILHO JIET-
KUM TeYeHHeM M Hauboisee Onarompu-
ATHBIM TPOTrHO30M. Jlnarno3 3aboseBa-
HUS CTaBUTCS HA OCHOBaHUU KIIMHUYEC-
KUX  TPOSIBICHUH  (Makporioccus,
MHUONATUSA, KapAWOMHUOIATHSA, TenaTo-
Meraiusi, 3ajiep>KKa IMCHUXOMOTOPHOIO
pa3BUTHUS, 4YacThle WH(MEKIUU JIbIXa-
TeNbHBIX MyTEH ), JTabOpaTOPHBIX AaH-
HbIX ( moBblmIeHHBIE ypoBHU KOK,
AnaT, AcAT), pe3yabTaToB MOJICKYII-
APHO - TEHETHYECKOTO HCCIeAOBaHUs
(mammume wmytammii reHa GAA) [4].
Jleuenne BII 3aKJIF0YaEeTCA B
MO>XKM3HEHHOM TPOBEJCHUU (HDEPMEHT-
3amectutenbHoOl Tepanuu (P3T) wu
CUMIITOMAaTUYECKON Tepanuu, ycTpa-
HAIOLIECH JbIXaTEeIbHYI0O MW CEpPACYHO-
COCYAUCTYI0 HenocTtaToyHocTh. DO3T
BKJIIOUYAaeT B ceOsl BBEJCHHE PEKOM-
ounantHot ~ KAI, momydeHnoit wu3
KJICTOYHOM JIMHUM SWYHUKA KHUTai-
CKOro xomsika [ 5].

Hwxe npuBoguM  KIMHUYECKOE
HaOmrofeHne OOJLHOTO pebeHKa ¢
uHpanTuiIbHOU hopmoii BII.

Boabnas, ®. A., 08.12.2011 ronma
pOXIeHU, MoCTynuja B HUN
[Tennatpunm um. K.A. dapamxeBoi mo
MOBOJY HApacCTAIOIICH AbIXaTEIbHON
HEJOCTATOYHOCTH.

AHaMmHE3 JKHM3HU: PEOCHOK OT
NEPBOW JIONTOXKIaHHON OEepPEeMEHHOCTH
(uepe3 5 Jmer mocnae 3aKIIOYCHHS
Opaka). bpak HepoacTBeHHBINH. MaTh Ha
BCEM CpPOKEe 0EpEMEHHOCTH HaXOUJIach
Ha COXpaHEHUU B CBSI3U C Mpejie-

KaHMEeM  TUTaleHThl. Poasl Obun B
cpok, Ha 38-0i1 Hexmene, IyTeEM
KecapeBa  cedyeHus. Macca  Tena
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pebenka mnpu poxaenun 3400 rp.,
nmuHa 50 cm. Ha 2-pie cyTku mocie
poxkaeHuss HaOnoAanachk (QU3NOJIOTH-
yeckas xkentyxa. ['pyap cocana cnabo,
BCJIEACTBUE OTOr0 ObUIM  HU3KHUE
npubaBku B Bece (B 1 ron-8kr., B 1 roa
6 wmec-10xr). [lepkama romoBy B 5-6
MECSIIEB, 3aTeM HaBBIK ObUI yTpaueH.
He cuaur, e xoaut.

Anamne3 OOJIC3HHU: CO CJIIOB MaMHI,
C poxaeHus ObUl  MOHMKEHHBIN
anmneTuT, HHU3KHEe NpHOaBKU B Bece,
MOCTOSIHHO OTKPBITBIM POT, OOJIBIION
SI3bIK, OOIasi BSUIOCTb, MEPUOIUUYECKU
OoTMEUascsi  IMaHO3  HOCOTYOHOTO
TpeyrojbHUKa, BO CHE Mama oOparana
BHUMaHUE Ha CHJIbHBIC CepAIcOneHUs
y pebenka. B 3 mecsiia mocie npuBuB-
ku AKJIC Obl1 moabeM Temmeparypbl
Beiie 38°C, monydana CHUMIITOMAaTH-
yeckoe JieueHue. Haxoauinace nocToss-
HO TOJ] KOHTpoJeM Bpada. B onuH ron
KU3HU B CBSI3U C TOSIBICHUEM MEJKO-
TOYEYHOM CBhIM Ha TEJIe MPOBEICHO
oOcrenoBaHue TUTSE UCKITIOUCHUS
aleprudeckoro  3aboneBanusi.  C
HOsi0pst 2013-oro roma (lroxm 11wmec)
MOSIBUJIACH OJIBINIKA, OTEKHW HIKHUX
KOHEYHOCTEH, Jmxopanaka. Poaurenn
CaMOCTOSITEIbHO OOpaTWIIUCh B OTIIE-
JIEHUE HEOTJIOXKHOU nenuarpun Hayud-
Horo Ilentpa 3a0poBss [ereit Poccuii-
ckoi Axkamemun MenunuHckux Hayk
(HLI3 PAMH) r. Mocksbl 1151 0o6ciie-
noBanus. Ha snexktpokapaunorpadu-
yeckoMm wuccnenaopannu (OKI)  Obun
BBISIBIICHBl ~ NPU3HAKU  BBIPAKEHHOU
runepTpodun 3aJHEN CTEHKH JIEBOTO
xenmynouka (JIXK) u Mexokemy109KoBoM
neperopoaku (MXII ). B OGuoxummun-
YECKOM aHaju3€ OTMEUEHO  IOBBIIIIE-
Hue AnAt, AcAT, KOK. Ilpunumas Bo
BHUMaHUE HaJIUYWe BbIIIENIEpPEeUnC-
JICHHBIX JIA0OPAaTOPHBIX TOKa3aTeNeH,
JAHHBIX aHaMHe3a U KJIMHHUYECKOTO
oOcnenoBanus (yrpata TpUOOpETEH-
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HBIX HABBIKOB, 3aTPyJHEHUE MPU KOPM-
JICHUH, OTCTaBaHWE B TCHUXOMOTOPHOM
pa3BUTHUH), OBLJIO 3aMoJ03pEHO HEHpo-
JereHepaTuBHoe  3a0oiieBaHHe U3
rpynmnbl  HAacIEACTBEHHBIX OoJe3Hen
obmena (Oosie3np Ilomre), uro OBLIO
MOATBEPXKICHO PE3YJIbTaTOM HH3UMO-
JTUATHOCTUKUA (aKTUBHOCTh (pepMeHTa
anbda-1,4-rmuko3ungazer 0.38 MKMOIB
/n/a npu HOpME >2.64 MKMOIB/N/4) U
MOJIEKYJISIPHO-TEHETUYECKUM HCCIIE0-
BaHHeM (MyTanuu JokycoB C.1210G>A
u ¢.2853G>T rena GAA). bonbHOMY
Obu1 Ha3zHaueH npenapar «Maio3aiim»
¢ 1uenplo  (epMEeHT3aMECTUTEIIbHON
tepaiun  (O3T) mno  KU3HEHHBIM
nokazaHusM (20 MI/Kr Kaxisie 2 He-
Jenn). YUuThiBas HAJIUYMUE TSHKEIOU
JBIXATEJIBHONW HEAO0CTATOUYHOCTH, pede-
HOK Obul mepeBeaeH B pexum WBJL
[IpoBOoAMINCH HEOTHOKPATHBIEC MOMBIT-
KA JKCTyOaIuu, OJIHAKO HaOII0JalIoCh
ObICTpOE HapacTaHUE THUIEPKAITHUU.
VunteBag gaurenbHocTh HMBJI m
BO3MOYXHOCTh COITYCTBYIOIIMX OCJIOX-
HEHUM, OOJBPHOM OblIa HaJoKeHa Tpa-
xeocroma (05.03.2015) npu mnomomu

TpaxeocToMuueckor Tpyoku Shiley
N4 5.

B Teuenume mocnenmyrommx —3-X
MECSIIICB B CBSI3M C OTCYTCTBHEM

npernaparta peOeHOK ObLT HAMpaBIIEH 1O
MecTy xkutenbctBa B HUU Ilenunatpun
uMm. K. ®apamxeBoil A3zepOaiiaxaH-
ckoii PecnyOnuku ¢ 1enbl0 JanbHE-
mero JjeyeHusa. llpu mocrtymieHun B
OT/ICJICHUE pEaHWMAIlUd U WHTEHCHUB-
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HOM Tepamuu COCTOSIHHME peOeHKa
KpaliHe Tspkenoe. Ha mepBoMm 1iane
OBLIM SIBJIEHUS OCTPOM ABIXaTEeNbHON U
CEpAEUYHO-COCYIUCTON HEJ0CTaTOY-
HoctH. JleBouka cToHana. KoXHbIi
MIOKPOB C CEpOBAThIM OTTEHKOM, OTMe-
yajicsi BBIPAXKEHHBIM IIMaHO3 B IMOKOE,
MaKpOIJIOCCUSI, TUIEPTUApO3, THIEp-
Tpuxo3. IlogkoxHas KieryaTtka pas-
BHTa HENOCTAaTOYHO. J[pIxaHue yua-
IIEHHOE, Ha AayCKyJbTallUW JIETKHUX
IPOBOJIUIIOCH  JKECTKOE JbIXaHHUE C
HaJMYUEM BJIQXKHBIX XPUIIOB B HIXKHHUX
noisix oboux Jerkux. ToHBI cepaua
MPUTIYIIEHBI, TyJIbC YYallleH, CIBIIIEH
CUCTOJNIMYECKUN IIyM. ['paHuisl OTHO-
CUTEIBHOM TYNOCTH CEpAlA pPACIIH-
peHbl BieBo. YacToTa cepAedHbIX COK-
pamennit 130 ymapoB B MHUHYTY.
[Teuenpb BBICTYyMaeT U3-MOJ Kpasi pedep-
HOM Iyrm Ha 4 CM., Cele3eHKa He
najgpnupyercs. Juypes um cTyn agek-
BaTHBIE.

HNHcTpymMeHTanbHbIE
HUS:

OKI: mpusHaku  runeprpopuu
npaBoro npencepaus ( IIIT ),000ux
KEIYA0UKOB, MEAKETYTOUKOBOM Mepe-
ropoaku (MIKII), HemomHas Oiokana
npaBoil  HOXkuM nmyudka Iuca (
HBITHIIT), cunapoM mnpexaeBpeMeH-
HOT'O BO30YK/ICHUS KEITYJOUKOB.

OxoKI': moBbllIeHUE AaBICHUS B
CUCTEME JIETOYHON apTepuu, peryp-
TUTAIMs MHUTPAIBHOTO W TPHUKYCIIHU-
JaIbHOTO KJIAllaHOB, cenapanus
JUCTKOB Tiepukapja 2-3mm (puc.l).

HCCacaoBa-
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Puc.1 'unepmpoghusa muokapoa
Y3U neuenu: ysenuuenue nuneinnvix pazmepoe neuenu, npu oOonnjepozpagu-
YeCKOM UCCTIe006AHUU OMMEUANACy HU3KAA eacKyaapusauus (puc.2).

Puc.2 Yeenuuenue pazmepos neuenu
Penmeenozpagpua opzanoe zpyoHoil Kiemku: pacuiupeHue panuy cepoua 6J1eeo,
ycuienue 1e204H020 pucynka (puc.3).

Puc.3 Kapouomecanusn
Jlabopamopnsie uccneoosanusn:
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Tao.1
buoxumuueckuil ananu3z kposu (6 ounamuke na gpoune nposooumoii O3T)
Hopma 30.04.2015 15.05.2015 31.05.2015
AcAT <44 En/n 64 59 56
ANAT <40 Exn/n 66 62 58
K®OK 40-235 En/n 604 580 518
CPb < Imr/n 2.81 1.07 1.02
Huarno3: bonesns [lomne, undan- JKENyJ0UKa, TOHW)XEHUE JAaBJICHUS B

TuibHas popma. Bropuunas Mmuomnarusi.
['uneprpoduueckas KapaAUOMUONATHUSA,
BTOpUYHAs HEOOCTPYKTHBHas (opma.
HenocTtaTouHOCTh  TPUKYCIHIAJIBHOIO
U MUTpaJbHOrO KjamaHoB. HemnonHas
Onokaza mpaBod HOXKKM MHyuyka [uca.
XpoHHUeCcKasl ceplieyHash HeI0CTaTod-
HOCTh 2b. 3aiepixka ncuxo-peueBoro u
MOTOpPHOrO  pa3BuTHs. Jlucniasus
Ta300e/IpEeHHBIX CYyCTaBOB.

Tepanus: @O3T 3aknoyanach B
BBEJICHMH mpernapara «Maiozaiim» B
no3e 20 MI/Kr Kaxaple 2 HEIENIH.
[TaTorenetnueckass  Tepanus  OblIa
HaIlpaBJieHa Ha YCTPAHEHUE JIbIXaTellb-
HOM M CepAedyHO- COCYAMCTOM HeIoc-
tatoyHocTH. K TpaxeocTomuueckoin
TpyOKe OBLT TOJKIIOUEH ammapar
CPAP, npoBeneHa KOppeKLHUs Cepled-
HOM HEJOCTATOYHOCTH (JUTOKCHH, KOH-
KOp, KaloTeH,[TaHaHTUH, MpeayKTal),
HavaTa aHTUOAKTEpHAIbHAS TEPAITHsl.

Oo6cy:xnenue

Ha d¢one nposogumoit D3T wu
CUMIITOMAaTUYECKON Tepanuu COCTOsI-
HUe OOJILHOM YIIYYIIUIIOCH, JIA0OpaTOp-
Hbl€ M TeMOJUHAMHUYECKUE MOKa3aTeIu
CTaOMIIN3UPOBAHC, YMEHBIIUIUCH
SABJICHUS JIbIXaTE€IbHON HEI0CTaTOYHOC-
TU. boslbHAsI cTana yBEpEeHHO CHJETb,
UTpaTh C UTPYIIKaMU, pucoBaTh. beina
nepeBe/icHa Ha CIIOHTAHHOE JbIXaHue
yepe3 TpaxeocToMy,  IEpUOJNYECKU
MPOBONIIACH caHalMsl  BEPXHUX
npixarenpHbix nyteil. Ha OxoKI'-om
UCCIEAO0BAaHUU OTMEUANIOCh YIy4llIeHUE
CUCTOJIMYECKOM  (PYHKIMH  JI€BOTO
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cucteme jeroydHo aprepuu. Ha Y3U
neyeHn OOHApYXEHO YMEHBIIICHUE €e
JUHENHBIX  pa3sMepoB,  YJIydIlIEHUE
BaCKyJIApU3allMy, HOpMajd3auusi Iop-
TaJIbHOTO KpoBOTOKAa. Ha maHHbBI MO-
MEHT TAaIlMeHTKa MPOJOKAET TMONy-
yaTh BHYTPUBEHHBIE WH(Y3UU TMpera-
pata KAI', 4to B OymymieM CyliecTBeH-
HEe YIYUIIUT MOKa3aTelu 370pOBbs U
Ka4yeCTBO JKU3HHU.

3akiro4yenue

BIl, sBnsisice omHUM U3 opaHHBIX
3a00JI€BaHMM, OTJIMYAETCS TSHKECTHIO
TEUEHUS U MOJUMOPHU3MOM CHUMITO-
MOB, YTO CIOCOOCTBYET pOCTY Hempa-
BUJIBHO JMArHOCIUPOBAHHBIX W 3aIy-
meHHbIx ciydaeB. BII tpeOyer mrupo-
koro  auddepeHnnanTbHO-11arHoCTh-
YECKOro MOMCKa, HUCKIKYasi BPOXKIIEH-
HBII ~ TUMOTHUPEO3,  TJIMKOT€HO-3BI,
Jpyrue HeWPOMBIIICUHbIE 3a00ICBaHNUS.
Takue ngetm MOTyT mHomacTb B TOJIE
3peHHsI Pa3HBIX CIEIUATUCTOB- HEBPO-
JIOTOB, TEMaTOJIOTOB, TEHETHKOB, 4YTO
TpeOyeT OCBEIOMIICHHOCTH B OTHOIIIE-
HUU OOJE3HEeW HapyleHHOTo oOMeHa.
bnaromaps mmpoxkoMy BHEApPEHUIO B
MPAKTUKy MEIUKO-TEHETHYECKUX METO-
JIOB HMCCJIEIOBAHMS, & TAK)KE MPOMBIIII-
JIEHHOMY  TIPOU3BOJCTBY  aHajora
depmenta KAI' crtaso BO3MOXHBIM
YBEIUYEHUE MPOJOJIKUTEIBHOCTH U
KadecTBa Ku3HU aereut ¢ bII.
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XULASO
POMPE XOSTOLIYi, iINFANTIL FORMA.

Quliyev N. C., Nematova R.1., Dliyeva A.Q
K.Y.Faracova adina Elmi-Tadgiqat Pediatriya Institutu (Baki, Azarbaycan)

Acar sozlar: Pompe Xastaliyi, ikincili miopatiya, tursu alfa-glikozidaza.

Pompe xostaliyi (PX) vo ya Il-ci tip glikogenoz- miixtoalif toxumalarin
lizosomlarinda glikogenin toplanmasi ilo slagodar olan autosom-resessiv xastalikdir.
PX c¢ox nadir xostolikdir, bu da onun vaxtinda diagnostikasini ¢otinlosdirir vo
miialiconin effektivliyini ohomiyyatli dorocods azaldir. Asagida PX —nin infantil
formanin klinik hadisasi tosvir olunur. Klinik soklinin miixtalifliyine, diagnozun
vaxtinda qoyulmasinin zaruriliyi vo fermentovozedici terapiya (FOT) zamani xastalik
noticasinin yaxsilagmasina xiisusi diqqot gostorilmisdir.
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SUMMARY
POMPE’S DISEASE, INFANTILE FORM.

Guliyev N.J., Nematova R.1., Aliyeva A.G
Scientific-Research Institute of Pediatrics named after K. Farajova
(Baku, Azerbaijan)

Keywords: Pompe’s disease, secondary myopathy, acid alpha-glycosidase.

Pompe’s disease (PD), or type II glycogenosis, — is an autosomal-recessive disease
relating to accumulation of the glycogen in the lysosomes of tissues of different
organs. PD is a rare enough disease, and this complicates its timely diagnostics and
significantly reduces efficiency of the treatment. Below we give description of clinical
event of the infantile form of the Pompe’s disease. The special attention is paid to
diversity of the clinical presentation, to necessity of the modern diagnosing and
improvement of outcome of the disease by conduction of  enzyme-substitution

therapy (EST).
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