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Pesrome

Bosesns Ilomrie (mukoreHo3s Il Tuma) — pefikoe Hacje[CTBEHHOe (Op-
(danHOe) 3a60JIeBaHNE CHCTEMHOTO XapaKTepa, MMeIollee ayTOCOM-
HO-DeIIeCCUBHBIA MeXaHU3M Iepefayr. DTa GOoJIe3Hb HaOJIIOAAeTCsT
TIPU BPOXKAEHHOM Jeduiiute GpepMeHTa — KUCIOHN 1,4-TTI0KO3U/IA3kI,
KOTOPBIN COIEPKUTCA B JIM30COMAX, MEXAHU3M JeVCTBUA COCTOUT B
OTIIEIUIEHUY DIIOKO3HBIX OCTATKOB OT MOJIEKYJ INIMKOreHa. V3-3a
MyTaluu B reHe GAA, KOTOPBII KORUPYET 3TOT (hepMeHT, TINKOreH
HAKaIUIMBAeTCs B PA3IMYHBIX OPTaHaX: Cep/iie, CKeJIeTHbIE MBIIIIIbI,
TeYeHb, TOJIOBHOU MO3T. TNTeIbHOe OTIOMKEeHe IIMKOreHa B Opra-
HaxX-MUIIEeHAX IPUBOJUT K HapyIIeHUIo X QYHKIWH U K Hebaro-
TIPUATHOMY TeYeHUI0, KOTOPBIN MOXKET 3aKOHIUTLCA CMEPTHIO.

KirroueBble ciioBa: 6oJe3Hb [lomire, JeUIUT KUCTIOHN 1,4-TJIIOKO-
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Abstract

Pompe disease (glycogenosis type II) is an autosomal recessive rare
hereditary disease of a systemic nature. This disease is all about defi-
ciency of the alpha-glucosidase enzyme which accumulate in lyso-
somes; a-1,4-glucosidase helps to break down glycogen. Because of

mutation in the gene GAA which encodes enzyme glycogen accumu-
late in various organs such as heart, muscle, liver, brain. The build-up
of glycogen causes dysfunction organs which can be over dead.

Key words: Pompe disease, deficiency acid 1,4-glucosidase,
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BonesHb Momne (BIM) - reHeTuyeckoe 3a6oneBaHme ¢ pac-
npocTpaHeHHOCTbio 1 Ha 145 ThiC. HOBOPOXAEHHbIX AeTel.
HesaBuncnmo oT nona, reorpadum nam 3THoca HacToTa BCTpeyae-
mocTtu coctasnsaeT 1 Ha 14-300 Tbic.

DTHOJIOTU A
3a mnospieHue Oose3Hu IloMIle OTBeTCTBEHHA
MyTanusg B reHe GAA, KOTOpBIM JIOKaJIM3yeTcA Ha
17q25.2-25 XpoMocoMe.

IlaTorene3

benok-npeamiecteeHHUK Maccoit 110 K/la cunTe-
3UpyeTcA B DHJAOIJIA3MATUYECKOM peTUKYJIyMe.
B anmapare ['0bAXY OH INIMKO3UJIMPYETCA U IIepeHO-
CUTCA B JIM30COMBI, IJie €r0 Paclo3HAIT KaTUOHHe3a-
BHUCHMBIe pellelITOPbl MaHHO30-6-(pocaTasbl, UTO
B KOHEYHOM HTOTe IIPUBOAUT K IIPOTEONIU3y Genka
1 ero aktupaumu. [maBHas ¢yHKnusa Genka GGA
COCTOMUT B TOM, YTO OH paCIIeIIAeT INIMKO3UJHbIe
cBsA3U (0-1,4 U 0-1,6) NIMKOreHa C 06pa30BaHUEM IUIIO-
KO3bI, KOTOpPasA CBOOOJHO TPAHCIOPTUPYETCA 4Yepe3
MeMOpaHy KJIETKH IIOCPEJCTBOM IIepeHOCUHUKA.
B ciaydae myTtanum 6enka GAA IPOUCXOLUT ero pas-
pyllleHue B LIUTO30JI€, YTO BeAeT K HAKOIIEHUIO IIU-
KOTr'eHa B JIU30COMaX.

Bce KIMHMYeCKHUe NPOABJIEHUA IIOCTPOEHBI Ha
IaTOJIOTUYECKOM HaKOIIECHUU IVIMKOI€HA, XOTS 3TO
U He OXBaThIBAaeT BeCh IaTOTeHe3 3a00JieBaHuA. [2]

Imukoreno3 II Tuma mMMeeT ayTOCOMHO-peliec-
CUBHBIA TUN HacaemoBaHuA. YToObl pa3zobparbcA
B 3TOM BOIIPOCE, MOKHO IIPEeZIIOJIOXKUTh, UTO 06a
pomuTesa ABIAITCA HOCUTeNAMU JleeKTHBIX I'eHOB,
HO caMoO¥ 60JIe3HU Y HUX HeT, JaHHAas CUTyalus Hau-
60Jiee pacIIpOCTPaHeHA MPU JAaHHOUM IATOJIOTHU:

® 25% BepOATHOCTb TOTO, YTO V¥ PeGeHKa MPOSBUTCA

6ose3Hb Ilomire,

L HUWHGHKAMA



NMPODECCUA: TEOPUA U NMPAKTUKA

e 50% BepOSTHOCTh TOTO, YTO OH OyZEeT HOCUTENEM,
TO €CThb MOKET IIepeiaTh €€ CBOUM JeTAM,

® 25% BepOATHOCTH TOTO, YTO OH ITOJTHOCTBIO U30EKUT
3a60s1eBaHUA (He GOJIBHOM, He HOCUTEJID).

Kinanyeckasa kapTuHa

Beigesator Tpu opmer GostesHu Ilomire — miazeHve-
CKYI0, IOHOIIECKYIO ¥ B3POCIYIO, TIOCTIeIHUE IBe O0be/u-
HAIOT B OJHYy NO3JHIOI ¢QopMy. MiaseHdueckas popma
Hanbosiee 3TOKAYeCTBEHHAdA, JI€TU C TAKUM JMarHO30M
YaCcTo yMUPAIOT B IIepBble MeCAIbI KMU3HMY, TaK KaK pa3BU-
BaeTCA CepleyHo-IeTOYHas HeJOCTATOYHOCTh, BO3HUKAIOT
yacTble MHQEKINU AbIXaTeJbHbIX IIyTel, Iporpeccupy-
I0Ilasg KapguoMeranud, KapAuoMuonarusd. [eTd uMeroT
CHIDKeHHBIN MBIIIeYHBIN TOHYC, C TeUeHHeM BpeMeHU KaK
IJIMKOTeH OTKJIQ/IbIBATCSA B MBIIIEYHBIX KJIETKAX, MBIIIITHI
TepAIOT CIIOCOOHOCTBH JOJTO OCTABAaTHCA B TOHYCE, OCO-
0EHHO 5TO KACaeTCs MBIIII JIMIA U PTA, TAK)XKe BAKHBIM
TIPU3HAKOM ABJIAETCSA yBelIMYeHWeM o0beMa s3BbIKa
(MakpomIoccys) — cocaHue, IIOTaHWe CTAaHOBUTCS OYeHb
TPYIHBIM (CUMITTOMOKOMILTEKC «BSUIOTO peGeHKay) [5].

B3pocraa ¢opma pasBuBaetcsa B 20-50 JleT U Xapak-
TepPU3yeTCs MPOrPeCcCUpPYIONed MBIIIEYHOU CIabO0CThIO,
60JIAMU B MBINIIIAX, BOSHUKHOBEHVEM HEYCTONIUBOM
TIOXOAKY, YaCThIM pa3BUTHEM HCKPUBJIEHUA II03BOHOY-
HUKa, IOpa)keHHeM [bIXaTeJbHOM MBIMIBI — Jua-
(parmsl, TakKe CTpaJaloT emié 3 TUIIA MBI, Y4acTBY-
I0IIKe B TIPOIlecce JbIXaHUA (MeXpeOepHble MBIIIITHI,
MBI ’KUBOTA U T06aBOYHAs MyCKYJIaTypa) COOTBET-
CTBEHHO /IbIXaHVe CTAHOBUTCSA 3aTPyHUTebHee [4].

C mporpeccom O6osne3Hu IlomIte, ABIXaTeJIbHBIE
MBIIIIIEI BCe Gosblme OocaabeBaroT, YTO BelleT K yMeHb-
IIeHUIO JKM3HEeHHON eMKOCTH JIeTKUX, MEeHAeTCA COCTaB
rasoB B KPOBU (YBeIWYUBAeTCA IIPOLEHT YITIEKUCIOTO
rasa). [larieHT He MOXKeT OTKAILIMBaTbCA, 5TO BeAET
K HaKOIUIGHUIO CJIM3UCTOTO OT[EeJNAeMOI0 B JIeTKUX
U K BBICOKOUW BEpPOATHOCTU MOABIeHUA WHpeKIui. Bcé
BBINIECKA3aHHOe ABJIAETCA NPUSHAKOM Pa3BUTHUA JbIXa-
TeJIbHOU HeJOCTATOYHOCTH, COCTOSAHHE IIPU KOTOPOM
OTCYTCTBUE JIedeHUe BJIEYET 32 COOOI JIETATBHBIN UCXO[
JuiA manyeHTa. OCHOBHBIMU IIPU3HAKaMU JbIXaTeJIbHOM
HeJJOCTaTOYHOCTH ABJIAIOTCA:

e CHIDKeHUE TPYJOCIOCOOHOCTU (HEBO3MOXKHOCTh
COCPeIOTOYNTHCS, OBICTPOE IOSABJIEHUE YyBCTBA
YCTaJIOCTH).

e YyBCTBO HeXBATKU BO3ZAyXa IIpu (U3UUECKOU
Harpyske U B CIIOKOMHOM COCTOSHUU.

® YyBCTBO TPEBOI'U IIepeJ; CHOM.

® TpeBOXKHOCTD.

e ToyioBHasA GOJIb IO yTPaM.

JuarHocruka
Ipu mtageHdeckoir Gopme BII obparmarT Ha cebs
BHUMaHUE CJIeIyIOIIie MOMEHTBI:
¢ PeGeHOK IUIOXO OepeT IPyZb, 3aTPYJHEH IIPOIECC
IJIOTaHUA.

® MaJIoaKTHUBeH, 9acThle IPOCTYAHbIE 3a00IeBaHII.

o [loBbIIIeHa MOTJINBOCTD.

® JIepKUT POT IPUOTKPBITBIM.

® 3amopsl, pBOTA.

B GosbIIMHCTBe CIyyaeB B PaHHEM BO3pacTe pOJU-
TeJI1 He O0paIaloT BHUMAHUA Ha COCTOSHMe pebeHKa,
CYUTAasg ero IPOCTO «BSJIBIM», JIEHUBLIM U He oOpala-
I0TCA K Bpady. B ganbHelimmeM y peGeHKa HapyIIaeTcs
OCaHKa, MOABJIAETCA CKOJNO03, TAaK)Ke MOTYT IIPOABUTHCA
CHUMIITOMBI PUTHAHOIO II03BOHOYHMKA. IIporpeccupys
60JIe3Hb, IPUBOAUT K HAPYIIEHUIO JbIXaHUS, YaCTHIM
IIPOCTyZaM, MOKeT BO3HHMKHYTb acCIHUpalMOHHAsA ITHeB-
MOHUA. B moBefeHUM MOKHO 3aMeTUThH Pe3Kylo yCTa-
JIOCTb, IIOCJIe HeNPOJOKUTENIbHBIX (QU3MUYeCKUX
HarpysKax, KOTOpble paHee II€PEHOCHJINCH XOPOIIO.
O6HapykuBaeTca C1abOCTh MBI IIEYEBOrO IIOACA,
9acTo ¢J1abOCTh U YMeHbIIIeHNeM WIH YBeJIdeHue (IICceB-
JOrurepTpodusa) MOTyT OBITh ACCUMETPUYHBIMU, YTO
NIpOABJIAETCA B CHUMIITOMe KpPBUIOBUJHOW JIONATKU
(JtormaTKa OTCTaeT OT IPYHOM KJIeTKU) 4|

IIpy BII ¢ MO3JHUMM Ha4yajIoOM ITalfUeHThI KIYIOTCH
Ha TIPOrPeCcCUPYIONIyI0 CIab0CTh B MBIIMIIAX, 0COOEHHO
B KOHEYHOCTAX. MBINIIBEI IlepeflHell CTeHKHU >XHUBOTa
U CHMHAJIBHbIE MBIIIITBI MOIYT IIOPaXKaThCA Ha PaHHUX
CTaUuAX, YTO TaKXe BeJeT K IJIOXOMY IIepeHOCy
Harpysok. Y manueHToB ¢ BII ¢ mo3gHUM HavasoM o6Ha-
PyXKUBaeTcs c1abOCTh MeXpeOepHBIX MBIIII U Jua-
¢parmel. Ha miepBUYHOM 3Talle MHCTPYMEHTAIBHOM Aua-
THOCTUKU pPeKOMeHJyeTcs IIpOBeJleHHe CTUMYJIAIU-
OHHOM U UrojibuaTorr OMI, JaHHBIM METOJ II03BOJISET
muddepennuposath BII oT Apyrux 3abojeBaHUI OHOP-
HO-IBUTATEJIBHOM CHCTEeMBI, I YyTOYHEHUA AuartHosa
TIPOBOZAT AOIOIHUTEIbHbIe UCC/IeJOBaHNUS:

® peHTreHorpagus OpraHOB I'PYJHOU KJIeTKU;

e V3 GPIONIHOM TOJIOCTH;

e DKI, XosrtepoBcKoe MoHUTOpUpoBaHue OKI,

DxOKT;

® yccrefoBaHue (GYHKIUM BHEITHErO JbIXaHUA

MeTOJIOM CITIPOMETPUH, a TaKXe JOINOTHUTEIHEHO

MOKHO HCTIOJIb30BaTh IYJIbCOKCUMETPUIO, KaIlHO-

rpaduio 1 nosrcoMHorpaguo.[1]

/3 y1abopaTOpHBIX METOZIOB CJIefyeT OTMETUTh HAU-
0ojiee  TOCTOBEPHBIU (ypoBeHb  JOCTOBeEp-
HOCTH — B) — MeTo/| CeKBeHNPOBaHMA KOAUPYIOIINX 00JIa-
CTel: BbIABJIeHUe MyTallull B reHe GAA, HO /i TOJTHOM
KapTHUHBI HEOOXOJVIMO HCIIOJIb30BaTh JOIOIHUTEIbHbIE
J1abopaTopHbIe aHAIU3HI:

® ompeJiesleHre HaTPUNyPeTPUYeCKOro MenTusa;

® oIpejieieHMe AKTUBHOCTH KHUCJIOM MasbTasbl

(KAT);

® buoxyuMu4deckas JUarHOCTHKA:

e MiaseHuyeckasAdopMa — MOBBIIIEHNe JaKTaTze-
TUJporeHaspl, aclapTaTaMUHOTpPaHc(epasbl,
aJlaHWHaMUHOTpaHcdepassl, KpeaTuHpocho-
KuHa3sbl. [IoBbIIIeH yPOBeHb OJIUTOCaxXapuioB

B MO4e U IUIa3Me.
N¢ 5 2021
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® Bspociad opma — IOBBINIEH yPOBeHb Kpea- ® cepjedyHasg HeJOCTaTOYHOCTh — IIPUMeHeHue

TuH(ochokuHaszpl B 1,5-15 pas; ypoBeHb COOTBETCTBYIOIIVX IPYIIII IIPeIapaToB (cepAeyHble

acnapraTaMuHOTpaHcdepasbl BbIle, YeM Ypo- IIMKO3U/BI, JUYPETUKY, 06eTa-0JI0KaTopbl, WHIH-

BeHb AJIAHWHAMUHOTpPaHC(epa3sbl. OUTOpPLI AHTUOTEH3UH-IIPeBpaInaIero dep-
VccnemoBaHyie MBIIIEYHOTO OHOITATA JIOJITOe BpeMs MeHTa).

CYUTAJIOCh OCHOBHBIM MeTOJOM JUAarHOCTUKU. JJaHHBIN Xupyprudeckoe JjedeHue OOBIYHO 0e3 HeOOXOAU-

MeToJi OOHAPYKMBaeT BaKYOJbHYI0 MUOIATHIO JIM30CO- MOCTH, HO IIPU 3aTPYJHUTENBHOM COCTOSHUU BCIIEH-
MaJIBHOM IIPUPOABI IIPU OIIpeJefieHUM aKTHUBHOCTH CTBUE HapylleHUs JbIXaTeJbHOU IIPOXOANMOCTH DPeKo-
Kuctoit ocdaraspl, a Tak JKe MONOKUTeTbHas PAS- MeHAyeTC MaKCHUMAJIbHO M30eraTh WHTYOAI[UU WIN
peakIiua IpH ollpefiejieHUN INIMKOTeHa. DJIeKTPOHHAA MHMHUMU3UPOBATH IJINTEJIBHOCTD e€ IIPOBe/leHN .

MUKPOCKONUA BBIABJSAET B BaKyOJISIX IUIOTHBIE Teja, ABTODBI 3asIBJISIOT 06 OTCYTCTBUU KOHGINKTA UHTEPECOB.

OUTOIVIA3MATUYECKNE OCKOJJIKU U MYIbTWIaMeJIAPHbIE CraTpa He UMeeT CHOHCOpCKOfI TIOAJEePIKKH.
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