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AHHOTaIII/IH. HaCJ'IGILCTBeHHBIG 00JIC3HN HAKOILJICHUS TJIMKOIeHa XapaKTCPU3YIOTCsA

BapualeIbHOCThIO KJIMHUYECKUX MposBiaeHui. PaccMmoTpensl auddepeHimaibHo-
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TUATHOCTUYECKUE aCTIEKThI PEAKUX (DEHOTUIIOB IITMKOTEHO30B B BUJIE N30IMPOBAHHBIX
MHUONATUYECKUX CUHIPOMOB. Ha 3Tare MOHOCUMIITOMHOTO T€UeHUs 3a00JI€BaHUs TIPU
OTCYTCTBUM TeNAaTOMETaui W JaOOpaTOPHBIX HMHIUKATOPOB NUCHYHKIIUU TIECUECHU
JUAarHOCTUKA TJIMKOT€HO3a OCHOBAaHA TOJIbKO Ha pe3yJbTaTaX MOJIEKYJISIPHO-
FeHETUYECKUX METO/1aX ucciieoBaHus. CBOEBpEMEHHOE UCTIOIb30BaHuEe (hEPMEHTHOM
3aMECTUTENIbHOW TEpaluy MOTYT IMOBJHUATh Ha MPOTHO3 BBIKMBAEMOCTH U KAYECTBO
KU3HU MAlMEHTOB, MOATOMY pacCMOTpeHHE OO0JIE3HEW HAKOIUIEHUs TIJIMKOreHa B
pamMkax auddepeHunanTbHON  AUArHOCTUKM — M30JIMPOBAHHBIX ~ MHUOMATUYECKUX
CUHJIDOMOB, KaK JIOKAJIbHBIX, TaK W TECHEPAIM30BAHHBIX, HMEET BaXKHOE
IPOTHOCTUYECKOE 3HAYCHHE.

KiroueBbie cioBa: 00J€3HM HAKOIUICHMSI TJIMKOTE€HA, MHUOMATUYECKUNA CHUHAPOM,

ophannbie 6osIC3HM.
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Abstract. Hereditary glycogen storage diseases are characterized by variability in
clinical manifestations. The differential diagnostic aspects of rare phenotypes of
glycogenoses in the form of isolated myopathic syndromes are considered. At the stage
of monosymptomatic course of the disease in the absence of hepatomegaly and
laboratory indicators of liver dysfunction, the diagnosis of glycogenosis is based only
on the results of molecular genetic research methods. Timely use of enzyme
replacement therapy can affect the prognosis of survival and quality of life of patients,
therefore, consideration of glycogen storage diseases in the framework of differential
diagnosis of isolated myopathic syndromes, both local and generalized, has important
prognostic significance.
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Brenpenue coBpeMEHHBIX METOJIOB MOJICKYJISIPHON JMATHOCTHUKUA W3MEHHWIIO
MpeAcCTaBieHusT O (EHOTHIMMYECKOM pasHooOpa3wu  Ooyie3HEeH  HaAKOIUICHHS,
XapaKTEPU3YIOMIMXCSI MYJIBTHCUCTEMHBIMH TMOPAKCHUSAMU M MPOTPECCUPYIOIIUM
teuenuem [2, 4]. Pa3paboTka MeETOMOB MATOr€HETHUYECKOW TEparuu OTACIbHBIX
3a00€BaHUN  JTAaHHOH TPYIIBI  OTKPHIBAGT TEPCICKTUBBI ISl YBEITHYCHHSI
MIPOJIOJDKATEILHOCTh JKU3HU TMAIIMCHTOB W TIO3BOJISET HAOTIONATh JAUHAMHUKY M
MOCJICIOBATEIbHOCTh Pa3BUTHSI KIIMHUYECKUX MposBiacHui [3].

OCHOBY KIMHUYECKOW KapTUHBI JAHHOW MATOJIOTUH COCTABIISIOT CHHIPOMBI,
CBSI3aHHBIC C HAKOIUICHHEM IMPOAYKTOB aHOMAJIHHOTO METa0OoJIM3Ma M MOPAKCHUEM
NapeHXMUMATO3HBIX OPTraHOB, TOJOBHOTO MO3Ta, MBI, OpTraHa 3pEHHUs, OMOPHO-

JIBUTATEJIbHOTO arrmapara ¢ (opMUpoOBaHUEM Hecnenupuueckor moauMopghHoOn
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cumnroMatuku [2, 4]. C yd4eToM BaXHOCTH paHHEro Hadyaja JICYCHHs, OCOOYIO
aKTYyaJIbHOCTh IPHOOpETaeT MpodsIeMa CBOCBPEMEHHOM quarnoctuku [9].

['mukoTeHO03bI — rpyIna ophaHHBIX HACIEACTBEHHBIX YH3UMOIIATUN, CBS3aHHBIX
C TEeHETHYECKH OOYCIOBIEHHBIMU JedexTamu (HEepMEHTOB, O00ECIeUNBaAIOIIUX
MeTaboNM3M TIUKOTeHa. PacmpocTpaHEHHOCTh TJIMKOTEHO30B B TIOMYJISAIAU
Bapbupyet ot 1:20000 mo 1:43000 [2].

HcTopust n3ydeHus rIMKOr€HO30B Ha4alach C MEPBbIX KIMHUYECKUX OMHCAHUNA
Lerevouillet 8 1910 1, S. van Creveld B 1928 r., marojgoroaHaToMHUYeCKUX
uccinenoanuit E. von Gierke B 1929 r., KOTOpBIE BBISIBIIIM HAKOIJICHHE TJIMKOTEHA B
IICYCHU M MOYKaxX, U OnoxuMuueckux uccinenoanuii |. G. Pompe B 1952 r. [11]. Ha
paHHHMX JTamax W3Y4YCHHUS HACICACTBEHHBIX OO0Je3HEH HAKOIJICHHUS TJIMKOTeHa
JAMarHocTuka 0a3upoBaiach Ha BEAYIEM CUHAPOME, BPEMEHU KIMHHUYECKOro Je0r0Ta
M YCTaHOBIICHHU CBSI3M MEXAY CHUMITOMaMH TOPAXCHHUS HECKOJIbKUX OpPTaHOB U
cuctem [12].

B nacrosimee BpeMs nzydeHo Oosiee 20 THMOB IIIMKOTEHO3a M MX COYETaHUMH,
XapaKTePU3YIOIINXCS PA3IMYHBIMA OCOOCHHOCTSAMHU (DEPMEHTHON HEIOCTAaTOYHOCTH,
BKJIIOYAsi TaKWe KIMHUYECKHE (OpPMBI KakK KJacCHYecKass M HEeMpOTpPECCHPYIOIIast
NIEYCHOYHAs, TIepUHATaIbHas, BPOXKIACHHAs, AETCKasl M B3pocias HEPBHO-MBIIICYHAS
[1]. TTocnenoBaTenbHOCTD Pa3BUTHS KIMHUYECKOH CHMIITOMATUKU U BBIPAKEHHOCTh
OTJENBbHBIX CHUMIITOMOB BapHaOEIbHBI.

Knuaudeckuii 1e010T TIMKOT€HO3a MOXKET MPOSBIATHCS HM30JUPOBAHHBIM
KJIMHUYECKIUM CHHAPOMOM CO CTOPOHBI OpraHa 3peHHsl, HEPBHOM CHUCTEMBI, IEYCHH U
apyrux opranoB cuctem [1, 10]. B Takux ciyyasix mpu OTCYTCTBHUHU OTSATOIICHHOTO
TeHEAJIOTUIECKOTO aHAMHE3a PAaHHSS TUATHOCTHKA MOJYKET BBI3BIBATH CIIOKHOCTH H
npeJnoiaraeT Heo0X0IUMOCTh MOJIEKYJISIPHO-T€HETHUYECKOT'O UCCIIETOBAHHS.

OcHOBHBIM (PEHOTUITMYECKUM TIPOSIBIICHHEM 00JI€3HU HAKOIUICHUS TJIMKOTCHA, B
JaCTHOCTH, TJINKOTeHO30B || 1 |V THITOB, MOXET SIBISATHCS CHHAPOM MHOTIATHH [5].

I'mukorenos IV Tuma - ayTOCOMHO-pEIIECCUBHOE 3a00JIeBaHUE, CBA3AHHOE C

mytanuuert B reHe GBEL, nedunurom amuno-1,4:1,6-rmokantpancdepassl U
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HAKOTUICHHEM TOJIMIIIMKO3TIIMKaHA TIPEUMYIIECTBEHHO B MEYSHH U MbImax [/, 14].
[lepBble mpu3HAKKW AMCHYHKIMK MBI MOTYT MOSBISTHCS M MPOTPECCUPOBATH B
JETCKOM BoO3pacTte ©0e3 JUarHOCTUYECKH 3HAYMMOTO TOBBIIIEHUS  YPOBHS
kpeatnH(ocokrHa3bl B KPOBH, YTO OTIMYAET JIAHHYIO MATOJOTHIO OT OOIIUPHON
IPYIIbI HACTEACTBEHHBIX MUOJIUCTPOPUUI, HECMOTPS Ha PEHOTUITMYECKOE CXOJICTBO.

[lepunaranpHast U BpoXKAEHHasT (QOpMBbI OOJE3HU HPOSBISAIOTCS AUPPY3HOU
MBIIIEYHON TUIIOTOHUEH, yTHETEHUEM CYXOKUJIbHBIX pedIeKCOB, KapIHOMHOIATHEH,
HapylUIEHUEM [IbIXaHWsI W MOTYT MPUBECTH K JIETaJbHOMY HCXOQy B MEpUOA
HOBOpOXIIeHHOCTH [1, 4]. [lepBbiMU IPU3HAKAMHE IETCKOW HEPBHO-MBIIIEUHOU (DOPMBI
SIBIIAIOTCSL TIOBBIILIEHHAs YTOMJIIEMOCTh W OJIbIIKAa MNpU (PU3UUYECKUX HArpy3Kax.
JlaHHBIC CUMIITOMBI O0YCJIOBJICHBI MUOTIATHEH M KapauomMuonatuei [7].

Henporpeccupytoniye  (peHOTUNBI  JAHHOW  MATOJIOTUH, TaKUEe  Kak
W30JMPOBAHHAST MHOMNATHUS WM TMOJIUIJIIOKO3aHOBas 0O0Je3Hb, MOTYT OBITh
OOyCIIOBJIEHBI MYTAallMSIMH C YaCTHYHBIM COXPAHEHHWEM AaKTHUBHOCTU (epMeHTa Hu
pPa3BUBATLCA Y B3POCIHBIX, MPOSBIASACH CIA00OCThIO MBI KOHEYHOCTEH B
IMPOKCHMAJIbHBIX OTACNAaX M HapymieHueMm moxoaku [11, 14]. MwuonaTudeckwuii
CUHAPOM MOKET COIIPOBOXKIATHCS rernaToMeraiven, TUIIOTJIMKEMHUEH,
METAa0O0JMYECKUM  JIaKTaTalluJ030M, CHHAPOMOM  LIUTOJNM3a, XOJIECTa30M W
runepiurmuaemucii [10].

Pa3Butre W30JMPOBAaHHOIO MHMOMATHYECKOTO CHHApPOMA BO3MOXHO IpU
rkoreHose Il tuma. B otnuuue ot rimkoredosa |V tuma, 1y 1aHHOTO OopaHHOTO
3a00JIeBaHUsl C ayTOCOMHO-PEIIECCUBHBIM THUIIOM HaclelOBaHUs Oblia pa3zpaboTaHa
(depMeHTHasl 3aMeCTUTEIIbHAs Tepanusi, IPUMEHEHUE KOTOPOIl MO3BOJIMIIO TTOBBICUTH
MPOJIOJKATENLHOCTh JKU3HU TAIMEHTOB M OOHAPYXKUTh B Mpollecce HabI0IeHUS
TaKh€ JIOKAJbHbIC TMPOSBICHUS MHOINATUH, KaK MHOTCHHBIH MTO3, CTpadbu3M,
CBSI3aHHBIN C MOPAXKEHUEM I1a30IBUTATEIbHBIX MBIIIIL, a TAK)KE HAPYIIECHUS TJI0TaHUS
[6, 13].

CumnTomMbel odTanbMONaTHX MOTYT OBITh OJHOCTOPOHHUMH, IPHOOpeTast

BIIOCJIC/ICTBUM OuWiaTepaibHbIl XapakTep, M MPOrpecCHUpoOBaTh B  Pa3IMYHOU
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MIOCJIEIOBATEIBbHOCTH 10 MEpPE HAKOIUIEHUS! TJIMKOr€Ha aHOMAaJIbHOW CTPYKTYphI B
MblIIax. OAHOCTOPOHHUMN MTO3 MOKET ObITh €IMHCTBEHHBIM MPOSIBIEHUEM OOJIE3HH,
NpEAIIeCTBYsl  pa3BUTUIO  OynbOapHOTO Mapaivya ¢ T'eHEepaJIu30BaHHOMY
MUOIIaTHYeCKOMY cuHIpomy [13].

B cnydasix mo3nHero nedroTa riamkoreHosa |l Tuma mporpeccupyroiast ciabocTh
CKEJIETHOM M JbIXaTeJIbHOM MYCKYJATyphl Yy B3pPOCIBIX MOXET COIPOBOXKIATHCSA
JABYCTOPOHHUM NTO30M U o(ranbMoruierueit [6, 13].

Onucanbl cinyyan odTanbMONaTUH, YaCTUYHO perpeccupoBaBiieil Ha (oHe
3HAYUTENIbHOTO YBEITUUYCHUS JO3UPOBKU (DEpMEHTHON 3aMecTUTeNbHOM Tepanuu. [1pu
TOM OTMEUYEHO, YTO, B OTJINYUE OT APYTUX CUMIITOMOB MUONIATHH, ITO3 BCTPEYAETCS
yaiie crpabu3mMa M HE YYBCTBUTEJIEH K CPEAHUM TEpaneBTUYECKUM JI03MPOBKAM
(bepMEeHTHOI 3aMECTHUTENIbHON Tepamuu, YTO MOXET OOBICHATHCS CTPYKTYPHBIM
pa3IMYMsSIMU CKEJCTHBIX MBIIIII U MBIIIIBI, TTOJHAMAIOIICH BepxHee Beko [6, 8, 12].
Heo0xoaumMo 0TMETUTH, YTO HapyIIeHUs (PYHKIIUU I1a30/IBUTATEIbHBIX MBIIII] U TITO3
MOTYT OBITH 00YCJIOBJIEHBI MOPAXKEHUEM HA YPOBHE SJI€p I1a30/IBUTATEILHOTO HEPBa
B CPEJHEM MO3T€.

[Ipn mmanenveckoir (opme rnukorenosa Il Tuma ckomyieHHMe TIUKOT€HAa U
BaKyoJIM3alldsd OTMEUYEHbl TMPHU AJIEKTPOHHOM MHUKPOCKOIUU OSKCTPAOKYISIPHBIX
MBIIIAX, TJIAAKOM MYCKYJATypbl PECHUYHOIO Tejla, a TAaKXE BBISBICHBI B
SHAOTEIUAIBHBIX KJIETKAaX POTOBUIIbI, KJIETKAX MUTMEHTHOI'O JMUTENNS PaayKHOU
000JIOYKM TJa3a, TaHTJIMOHAPHBIX KIETKAX CETYaTKH, B KIETKaX BHYTPEHHEIrO
AJIEPHOTO CJIOS, BHYTPEHHEM CETMEHTe (OTOPELENTOPOB CETYATKH U MEPHUIIUTAX
KalUIIPOB KOHBIOHKTHUBHI [8, 12].

Takum oOpa3oM, OOMIUPHBIA KIWHUYECKUW OIbBIT, MPEACTABICHHBIA B
COBPEMEHHOM  JuTepaTrype, OTpaxaeT pa3HooOpa3ue KIMHUYECKHUM  (opM
[JIMKOT€HO30B UM CIIOKHOCTh  Ju(d(PepeHlnanbHON JIUarHOCTUKKA B CIydasix
MHUOJIUCTPO(UU MTPU OTCYTCTBUU MPU3HAKOB BOBJICUEHUS B MATOJOTUUYECKHI Mpoiiece

Ipyrux CcuUcTeM opraHusma. B cBsi3u ¢ Hecnenu@UYecKUM  XapakTepoMm
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MHUOMATUYECKOTO CHHAPOMa M  MEIJCHHBIM MPOTPECCHPOBAaHUEM  OO0JIE3HH
JUArHOCTUYECKUM TIOUCK MOXKET 3aHATHh HECKOJIBKO JIET.

Ha orame MOHOCHMMITOMHOTO TE€4eHHs 3a00JieBaHUS IPU OTCYTCTBUU
remaroMerajiud  u  JJaOOpaTOpHBIX ~ WHIUKATOPOB  TUCHYHKIUH  [E€YCHH
audepeHnnanbHas JMarHoCTUKa TIMKOT€HO3a OCHOBaHAa TOJIBKO Ha pe3yJibTaTax
MOJIEKYJSIPHO-TEHETHUECKUX ~ METoJax  uccienoBaHus.  Pa3paboTka  HOBBIX
TEparneBTUUECKUX  CTpaTeruif, CBOEBPEMEHHOE HCIOJb30BaHWE (EPMEHTHOM
3aMECTUTENILHOU TEPAIUU MOTYT IIOBIUATH HA IPOTHO3 BBIKMBAEMOCTH U KAa4eCTBO
KU3HU TALMEHTOB, MO3TOMY pPAacCMOTpPEHHE OOJE3HEW HAKOIUIEHUS TJMKOreHa B
pamkax JuddepeHIaNIbHON  TUArHOCTUKM  M30JIMPOBAHHBIX ~ MHONATUYECKUX
CHUH/IPOMOB, KaK JIOKQJIbHbIX, TaK U TIEHEPAIU30BAHHBIX, MPUOOPETAET BaXKHOE

IMPOTrHOCTUYCCKOC 3HAYCHHUC.
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