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Metabolic myopathies: a clinical case of McArdle disease

Pestome

B cTaTbe NPe/CTaBNEHO ONUCAHME PEaKOr0 KNMHYECKOro HabnoaeHns — cnyyan 60ne3Hn Mak-Apans y MyX4uHbl 56 net ¢
FEHETUYECKUM W TUCTOXUMUYECKIUM NOATBEPXKIEHUEM UArH03a. [luarHo3 Bnepable Gbif YCTAHOBNEH NPUMEPHO Yepe3 50 net
0T Ha4ana MaHudecTaumn 3a6onesaxna. Kpatko npusedeHbl COBPEMEHHbIE NPEACTABNEHNA 00 ITONOMAW U NATOreHe3e rMu-
KOreHo3a V Tuna, 0CHOBAHHbIX Ha HOBEWLUMX MONEKYNAPHO-TEHETUYECKUX U BMOXUMUYECKUX nCCnenoBaHnax. 06CyXaaTcs
BONPOCHI ANC)(DepeHLManbHOR AMarHOCTUKM, TAKTKM AMArHOCTUYECKOr0 NOMCKA U NEYeHNs faHHOA natonorim. CAenaH akLeHT
Ha BXXHOCTW 3HaHWs Bpayeit 0 JaHHOM 3a60NeBaHUy 1 HEOOXOAMMOCTHM 06CNe0BAHNA LIENEBLIX KATErOPUIA NaLMeHTOB ANA
KaK MOXHO 6071ee PaHHero BbIBNIEHUSA Cy4aes U CBOEBPEMEHHOTO Hayana naToreHeTYeCckoro neyeHns
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Summary

The article describes a rare clinical observation - a case of McArdle disease in a 56-year-old man with genetic and histochemical
confirmation of the diagnosis. The diagnosis was first established approximately 50 years after the onset of the first symptoms.
The current understanding of the etiology and pathogenesis of type V glycogenosis, based on the latest molecular genetic and
biochemical studies, is briefly presented. The issues of differential diagnosis, tactics of diagnostic search and treatment of this
pathology are discussed. The emphasis is made on the importance of physicians' knowledge about this disease and the need to
examine target categories of patients for the earliest possible detection of cases and the timely initiation of pathogenetic treatment
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Beenenue

bonesnr Mak-Apis, Takke HM3BECTHAs Kak IJIHMKO-
refo3 V Tuma, OTHOCUTCS K Ipynne Ooje3Hell HaKOIJICHUS
IJINKOTeHA, W TIPEACTaBIsIeT COOOH HACIEACTBEHHYIO MeTa-
0ONIMYIECKYI0 MHUOIATHIO, BBI3BAHHYIO JE(QUIINTOM IITHKOIH-
tryeckoro depmenta muodocdopuinaszel (PYGM) . lanHbIit
JeunuT BemeT K HapyIIEHHWIO KIETOYHOTO MeTaboim3Ma B
MbIIILAx, U MPUBOAUT K HETICPCHOCUMOCTH d)n31/1qe01<nx Ha-
TPY30K pa3IHYHON CTETIEHH BhIpaXKeHHOCTH [1, 2, 3].

TouHass pacrpoCTPaHEHHOCTh JAHHOTO 3a0o0JeBaHUS
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HEH3BECTHA, OJHAKO II0 HEKOTOPHIM OIIGHKaM OHa COCTAaB-
nser npumepHo 1 Ha 100 000-140 000 mromeit [1, 4, 5.
Pa3Butre 3a0oyieBaHHE WHAYLUPYETCS MYTAlUsIMH TeHa
muodochopu—mazsl (PYGM), pacmonokenHom Ha 11-it
xpomocome (Jokyc 11q13). Ha ceronusmnamii 1eHs onucano
oosiee 67 myTanuii PY GM. criocoOHBIX BBI3BIBATH CHIDKCHUE
WIH TNPeKpallleHue pacraja [IMKOTeHa B MBIIILE, OIHAKO
He OBUIO OOHAPYKEHO KOPPENSIIUN MEXIy KOHKPETHBIMHU
reHoTunioM u ¢eHotunom [5, 6, 7]. Haubonee pacnpocrpa-
HEHHOW MyTallel Cpeay MalMeHTOB €BPONEOUIHOM pachl ¢
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TEPATNNA

6one3npo Mak-Apis siBisieTcss HOHceHe-MyTanus B RS0X
(panee HOocmia Ha3BaHUe R49X), koTOpas 3aKioyaeTcs B 3a-
meHe rurosznHa Ha TuMuH (CGG Ha TGG) B xomoHe 49 c 3a-
MEHOI aMUHOKHUCIIOT apriHAHA Ha TpuITodaH [6, 7].

Bonesnr Mak-Apasist UMeeT ayTOCOMHO-PELeCCHBHBIN
THUII HACJIEIOBaHHUA. B reTepo3uroTHOM COCTOSIHUM OOBIYHO
mporekaer 6eccumMntToMHO. OHAKO B JIUTEpaType OMHCAHBI
CEMbH C MCEBA0-IOMUHAHTHBIM HaclienoBaHHEeM (Opak roMo-
3WUTOTHI C TETEPO3UTOTON), a TAkKe CIydaid HAJMUIHS y OTHO-
TO M TOTO ke OOJIBHOTO ABYX pa3HbIX MyTallUil: B TeHE MHO-
(docdopuassl U B reHe ajenaraeaMiHasbl (caydait «double
trouble») [8].

MMarodpuznonorus. Jepunur muodocdopunazsl mpu
Oone3Hn Mak-Apuis IPUBOAUT K HECTIOCOOHOCTH MOOWIH-
30BaTh 3a11aCbl MBILICYHOI'O INIMKOI'C€HA BO BPEMS aHa3p06H1>1x
Harpy3ok. HapymieH y O01bHBIX U IIPOLECC OKHUCIHTEILHOTO
(docdopunupoBaHus n3-3a AaHOMAIBLHO HU3KOTO IOTOKA CyO-
cTpara 4yepe3 MK TPUKapOOHOBBIX KHUCIOT. CBS3aHO 3TO
¢ (hakTHYECKHM OTCYTCTBHEM OOpa30oBaHUS NMHpyBaTa HpU
IJIMKOJIM3€, YTO B CBOIO OYepellb, CHIKAET CKOPOCTh 00pa-
3oBanus Anermi-Kodepmenra A (Anetun-KoA), KoTopslit B
UTOTE BIUSAET Ha LUKJI TPUKAPOOHOBBIX KUCIOT. AleThiI-KoA
MOXXET 00Pa30BBIBATHCS NIPU PACIICINICHUH )KUPHBIX KHCIIOT,
OHAKO y OONBUIMHCTBA JIOoAEH 0e3 OTCYTCBHA (HU3NUECKOH
TIOATOTOBKH CIIOCOOHOCTH K OKUCIICHUIO XHUPHBIX KHUCIIOT BO
BpeMs yIpaxHeHHH BecbMa orpanudeHa [9, 10]. [psambim
CJIE/ICTBUEM HAPYIICHHs] OKHCIUTENBEHOTO (Gochopuinposa-
HUS SIBISETCS CHIDKEHHE MOTPEeONeHHUs KHCIOposia y Imopa-
JKeHHBIX Jtozieit 10 35-40% oT HopMasbHBIX 3HadeHuit [11].
VYeyryOnsror TeueHne 3a00eBaHUS U ApyTHe ABa (akTopa:
9TO YaCTUYHAsl MIIEMHUS MBIIIIBI IPU CHHKEHUH KPOBOTOKA
B MOMEHT €€ COKpAIEHUs, ¥ HEeNPONOPINOHAIBHOE YBEIIH-
YEeHHE YacTOThl CEpPACYHBIX COKPAIICHMI MO CPaBHEHHUIO C
HOpPMaJIbHBIMH 3Ha4eHUsIMU [12].

Knuandeckne mposiBIeHUS TIHKOreHo3a V THIa J10-
BOJIBHO pa3HO0Opa3Hbl. BombUIMHCTBO Jrozeil obparuarorcs
32 MEIUIHCKOH MOMOINBI0O B TEUEHHE BTOPOTO WM Tpe-
TBETO AECSATUIIETHUS, XOTS CHMITOMBI YacTO TOSIBIAIOTCS pe-
TPOCIIEKTHBHO ¢ AeTcTBa. C BO3pacToM y HEOOJIBIIOH YacTH
TONe pa3BHBAeTCs (UKCHPOBAHHAS MBIIIEUHAs! CIa0OCTh,
MIPEUMYIIECTBEHHO 3aTparuBaromas miedeBoi nosc. OcHoB-
HBIE KaT00B! OOJNIBHBIX — OOJIE3HECHHBIC MBIIICYHBIE CIIA3MBI
U YTOMJIIEMOCTb, BbI3BaHHbIC (u3M4eckoil Harpyskoi [3].
[Tpy TSHKEBIX TPONODKUTENBHBIX YIPAXKHEHUSIX H3-3a 0o
MOKET BO3HUKHYTH MBIIIEYHAS] KOHTPAKTypa /UM MUOIIIO-
OuHypus (BBIEIEHHE MHOIIOOMHA, MBIIMIEYHOTO Oellka ¢
MOYOH, BBI3BIBAIOIIETO €€ OKpAaIIWBaHWE TEMHO-OOpPHOBBII
I[BET), KOTOPasi CBS3aHA C HEKPO30M MBIIICYHOH TKaHU B MO-
MeHT ynpaxkHeHuii[ 13, 14]. [Ipu 3ToM B cilydyae MAaCCHBHOTO
pabzoMuomn3a BO3MOXXHO pa3BUTHE OCTPON IOUEHHOH Heslo-
crarogrocty (OITH), koTopas game Bcero GpIBaeT oOparuma
[13]. Kpome Toro, mpumepro y 10-15% GonbHBIX BO BpeMs
TOHHYECKHX CIIa3MOB MOT'YT BO3HHUKAaTh YCHJICHHE IIOTOOT/IE-
JICHUSI, OABIIIKA, TAXUKAPAWS, TTOOIETHEHNE KOXKHBIX MOKPO-
BOB U JIpyTHe BereTaTuBHbIe nposisieHus [ 14, 15]. Haubonee
YacTO CHMIITOMBI IPOBOIMPYIOT WHTECHBHBIC H30METpHUC-
CKHE yMpaXHEHHUs (Harmpumep, MOABEM TSKECTEH, TONKaHHe
3acTpsIBIIEH MalllMHBI) H/WIIM MEHee HHTCHCHBHEIE, HO Oojee
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HPORODKUTENbHBIE TUHAMUIECKUE YIPa)KHEHHS, TaKHe Kak
Oer WM MoAbeM MO JISCTHHLE. YMEPEHHBIC HAarPy3KH, TaKHe
Kak 0OBIYHAsI XOIb0a 110 POBHOI MECTHOCTH, OOBIYHO XOpO-
1o nepeHocArcst 6onbHBIME [8]. OmHaKO HEeZaBHUM JTOKIAL
Bpeiinu n np., (2014) cBHOETENHCTBYET O BOSMOXKHOCTH BO3-
HUKHOBEHHMS KPH3a U MOCJE BBIPAKEHHBIX 3MOIMOHAIBHBIX
nepexxuBanuit [9, 13].

IIpu ¢usukampHOM 0OCIENOBaHUH OOJNFHOTO Ha ceds
oOpaljaeT BHUMaHKE MOSIBICHHE BBIPAXKEHHOTO YIZIOTHEHUS
MBIIII] BO BPeMsI MBIIIEYHBIX CIIa3MOB, a TaKkxke (HopMupo-
BaHME JIOKAJIBHOTO YIIyOneHus («MHOTO HOHONOOHBIN po-
BHUK»), KOTOPOE OCTaeTcs B TedeHHe 2—4 ¢ IpH NMepKyCCHu
MBI MOJIOTOYKOM [19]. XapakrepHas 0cOOEHHOCTH Oome3-
HH - HEBO3MOXXHOCTb Pa30THYTh HAJbLBI OCIE HOBTOPHOTO
CHJIBHOTO CXKaTHsl KHCTHU B Kynak. [locne 4-5 CHIBHBIX CcXa-
THH NaJbLEB B KyJIaK HOSBIISIOTCS OOJNU B CrUOaTelsX KUCTH
U TIAJIBIEB, U 3aTpyAHseTcs X pasrubanue. [locne 15 cub-
HBIX C)KaTHH BO3HMKAET MOJIHAs OOJIe3HEHHAs! CrubarenbHas
KOHTpakTypa nainbleB. Uepe3 20-30 MHH CTaHOBUTCS BO3-
MOXHBIM pa3ruOaHue MajibleB, 00NN MPOXOAAT, HO CI1a00CTh
MBILII] OCTAETCS B TEUEHHE HECKOJIbKUX YacoB [1].

[NarorHOMOHWYHEIM 1715t G0Je3HN Mak-Apaist sBiseT-
cst ()EHOMEH «BTOPOTO JIbIXaHHs», KOTOPBI XapaKkTepusyer-
Csl BHE3AITHBIM YIIyYIIEHHEM TOJICPAaHTHOCTH K (DU3MUYECKOI
Harpyske Mocie KpaTKOBPEMEHHHOTO OTABIXa BO BpeMs ee
BhINOJIHEHMS. Tak, rmocie cmasma, yepe3 5 MHUH, BO3MOXKHO
MOBTOPHOE CXKaTHe KHCTH B KyJIaK C UPE3MEPHBIM HAIpsDKe-
HUeM. B coBpemeHHOW nuTepaType NaHHOe sIBJICHHE 00b-
SCHSIOT YIydIICHHEM IHTAHUS MBI 32 CUET YBEIHICHHS
KPOBOTOKa B TIEpUOJ OTAbIXa. biarogaps mpHCyTCTBUIO JaH-
HOro (heHOMEHa y BceX MalMeHTOB C 9THM 3a00JIeBaHUEM, €TO
AKTUBHO HCTIONB3YIOT B ANATHOCTHUECKHX HETAX (MIIeMHIe-
ckue TecTsl ) [20].

Hecmotpst Ha panHmil f1e0i0T 3a00neBaHMs, COKpaIIe-
HHUA TPOAOJDKHUTEIIBHOCTH KHU3HH GOHBHI)IX OTMCUCHO HE
obuto [1, 16]. B TummuHOM ciydae 3a0oiieBaHME XapakTe-
pH3yeTcs MEIIEHHBIM IPOTPECCUPOBAHUEM — B TEUECHHE
JECATKOB JIeT. TsokecTh 3a0oneBanus Mak-Apuis, cortacHO
mkane A. Martinuzzi [17], BeLenstomas 4eTeipe KIMHAYC-
CKUX CTENeHH TSDKECTH 3a00NeBaHMs, MOXET BapbUpPOBAaTh
OT TIOJNHOCTBIO OeccuMnTOMHBIX (opMm (0 cremeHs) A0 TA-
JKEJbIX, MOPOM OrPaHWYMBAIOLIUX IOBCEIHEBHYIO AKTHB-
HOCTH OONIBHEIX (3 cremneHs). JlaHHBIC MCHAHCKOTO peecTpa
CBHJETEIBCTBYIOT O 3HAYUTEIBHON PacIpOCPaHEHHOCTH TH-
Kesoi hopMel 3aboreBanus, eif crpanaiot okono 25% 3ape-
TUCTPUPOBAHHBIX manueHToB [15,18, 19]. Onmcansl cnyvan
C TSDKENIOH, OBICTPO MpOrpeccHpyomeil c1aboCThI0 MBI,
KOTOpast BO3HH "KaeT cpa3y MOCIIe POXKICHUS, U COPOBOXKIA-
eTCsl TSDKEIIOH AbIXaTeNnbHOI HE0CTaTOYHOCTHIO M IPHBOIAUT
K CMEPTH B TE€UEHHE 4 MECSIEB MOCIIE POXKIACHNUS.

JuarHocTuka. IIpeanodTHTenbHBIM METOAOM JHATHO-
cTuky Oome3Hn Mak-Apuisi sIBIsS€TCS OHMOICHS MBIIIIBI C
MPOBEICHUEM THCTOXHMHUYECKOTO MCCIICIOBAHUS, TIOATBEPIK-
JIAIOIIEro N30BITOYHOE HAKOIUIEHHE IIIMKOTeHa B MBILIIEYHBIX
BOJIOKHAX H JEPHUIUT aKTUBHOCTH Muodochopmnaszsl [20].
Opnnaxko coBpemenHsle uccaenosarenu N. De Luna u coaBro-
PBI, IPEIUTOKIIN MEHee MHBAa3UBHBIH METO 00CIem0oBaHHs
B BUJIE aHAIN3a dKCIpeccHr MHopochOopuIassl B JICHKOIU-
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Tax. B HacTosIMit MOMEHT JaHHBIH BUJ TUArHOCTHKH HAaX0-
JUTCS Ha ctaauu n3ydeHns [21]. Kpome Toro, y mannueHToB
€BPOINECOUIHOM Pachl MOXXHO MOJTHOCTHIO N30€KaTh OHOIICHH,
HCTIONB3Yysl TEHETHYECKOTO aHalM3 C IIENbI0 OOHapyKEHHS
myTaiu R49X B rene muodochopunassl. Hammune myrta-
LY - J]aXKe B OJTHOM aJuleJie — M03BOJIIET TOYHO YCTAHOBUTH
nuartos [22].

Hcnonp3yemblil paHee B KadecTBE IUArHOCTHYECKOIO
MeToJla UIIEeMHYECKHI TeCT ¢ Harpy3koi npeamieubs (FIE),
B HACTOsIIee BPeMsI IIPUMEHSETCS BCE PEXeE, B CBSI3U C €T0
HU3KOH CHENU(PUIHOCTBIO (TECT MOXKET JaTh IOJOXKHUTEIb-
HBII pe3ynbTaT MpH JTOOBIX ITTMKOTEHO3aX), HAaAeKHOCTBIO,
BOCIIPOU3BOAUMOCTBI0 U TPaBMAaTU4HOCThI0. COBpeMEHHOH
ansrepHatuBoit FIE sBrsieTcss mMKIiI-TecT, OCHOBaHHBIN Ha
(heHOMEHE «BTOPOTO ABIXaHHS) M PETUCTPUPYIOIIUI 4aCTOTY
CEepJICYHBIX COKPAIEHUH C IIeNbI0 00HAPYKEHHs TaTOTHOMO-
HUYHOM A71s1 GONBHBIX € IIIMKOT€HO30M V THIIA PeaKIUu cep-
neqHoro putMa. O IOJOKHUTEIBHOM pe3yJbTaTe CBHAETEIb-
CTBYeT YBEJIMUCHHE YaCTOTBHI CEPACYHBIX COKpAIeHUH (>
30-40 ynapoB cepalia B MUHYTY) B TedeHUE NepBbIX 10 MUHYT
IIPU BBINTOJTHEHNH TECTA C yMEPEHHOH (hM3HUIecKoil Harpys-
KOif (Ha (hOHEe MHUANTHiA, YMEHBIIAIONIMMHCS MPU CHUKEHUH
HWHTECHBHOCTH YNPAXHEHUH M IOCIE KOPOTKOTO OTIBIXA).
[IpenMymecTBaMK AaHHOTO TECTa SIBISIOTCA OOMNBINAs UyB-
CTBUTENBHOCTD, CIIEU()UIHOCTE, IPOCTOTA B BBIOJIHCHUH 1
OTCYTCTBHE JIOKHOTIOJIOKHUTEIBFHBIX PE3yIbTaToB [23].

Taxoxe Ul TMarHOCTHKHM MOTYT HCIIOJB30BaThesl (oc-
(opHass MarHUT HO-PE30HAHCHAS CIIEKTPOCKONMS MBIIIIIBI
(mo3BOJIIET IMArHOCTHPOBAaTh 0OO0JE3Hb II0 HAPYIICHUSIM
SHepreTHyeckoro Merabommsma wmuopochopmmass) [24];
OMOXMMUYECKUH aHalIu3 KpPOBU (XapaKTEPHO OTCYTCTBHE
NObeMa YPOBHS MOJIOYHOH M IIMPOBHHO TPAJHOMN KHCIIOT B
BEHO3HOW KPOBHM, B3ATOM BO BpeMs U IIOCIIE€ HUILIEMUYECKOTO
Tecra, moBbIHIeHne kpeatnHdochokunassl (KOK) B mokoe
1 mocie (GU3UIEeCKOH Harpys3KH), JIEKTpoHeHpoMuorpadus
(B MOTMEHT HACTYIHMBIIETO CMa3Ma MBbIIILE], PETHCTPUPY-
eTCsl NEKTPUIECKOE «MOJTIaHHe»); Pe3yNIbTaThl MepKyCCHI
MBIIIIEI (BBISBISIETCS «MHOTOHONOAOOHBIIN» poBHK) [1, 18].

Jleuenue. B Hacrosiee BpeMs He CyIIECTBYeT CIIEI-
npugeckoro yedeHns Oone3Hn Mak-Apans, OTHAKO aKTHB-
HO M3y4aloTCsl BO3MOKHOCTH KOPPEKLUH 00pa3a )XU3HH UL
PO MIIAKTUKH KPU30B ¢ pPabIOMHUONIN30M, Ha3HAYAETCS CHM-
MITOMAaTHYECKas TEPAITHsL.

Tak, mo maHHBIM MeXIyHapoqHOH KOH(EpEeHINH II0
Oosie3HsM HaxoruieHus mmkoreHa (v IeiimensOepr, 2013)
OCHOBO¥ JIe4eHHs1 JUTs OOJIBbHBIX ¢ uKoreHozamu V—VII tu-
TIOB SIBIISIOTCSI PETYISIPHBIE a3pOOHBIE (QH3WIECKUE YIPaxK-
HCHUA cpe;u-[eﬁ UHTCHCUBHOCTH, KOTOPBIC HCOIHOKPATHO
TIOKa3aJi CBOIO 3()(EKTHBHOCTH U O€30MaCHOCTD. 3aHATHS B
oobeme 60-70 % OT MakcHMaIbHON a3pOOHOI HAarpy3KH IO
20—40 muH 3-5 pa3 B HeZlelto, ¢ IpeiBapUTEIbHBIM IPHEMOM
CJIAJIKOTO HAITHTKA, CIOCOOHBI 3aMETHO YITyJIIUTh COCTOSTHUE
6onbHBIX [25]. [Ipn aTOM JUTA JTy41LIeH IEpeHOCUMOCTH (H3H-
YeCKMX Harpy30K Ba)KHYIO POJIb UTPAET COOMIONCHNE BEICOKO-
YIJIEBOAHON UETHI, KOTOpast KpOMe TOTo, OJKHA OBITh Ha-
IIpaBJieHa Ha cHIDKeHHe (10 350 Mr / [uT) ¥ KOHTPOJIb YPOBHS
TPUIVIMLEPUIOB B KPOBH [26].

[IpoBeneHHBIE NCCIIENOBAHMS, H3YYaBIIHE HCIIOIb30Ba-
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HHeE B KadecTBe JIedeHust D-pubo3sl, TIIToKarona, Beparnammnia,
BUTaMHHa B 6 , mepopasibHbIX aMHHOKHCIIOT C Pa3BETBIICH-
HOHM IIenblo, NAHTPOJNIEHA HATPHUs, BBICOKHX 03 KpeaTHHa
U paMHIIpUIIa TOKa3add OTCYTCTBHE MX MPEUMYILIECTBA 110
cpaBHeHHIO ¢ uianebo. bonee Toro, aBropamu ObLTH OTMe-
YEeHBI TTOTEHI[HANbHBIE HETaTHBHBIC MOCIESICTBUS MOI00HON
(apmakorepanuu 3aboneBanus. Tak, npreM pruOO3bI y Mary-
€HTOB BBI3BIBAET CUMIITOMBI THUIIOIIMKEMHUH; IIPHEM aMHHO-
KUCJIOT C Pa3BETBICHHOH LENbIO MPUBOAUIO K YXYIIIECHUIO
00IIETo COCTOSTHHMS MAI[EHTOB; NCIIOIb30BaHHE AAHTPOJICHA
aCCOLUHMPOBAHO C YCTAJIOCTBIO, COHJIMBOCTBIO, TOJTOBOKPY-
JKEHHEM U cl1ab0CThIO MBIIIIT, HU3KUE 1036l KpeaTrHa (60 mr/
KI/IeHb) HE UMEH TMOO0YHBIX 3Q(EKTOB, a BHICOKHE TO3bI
(150 Mr/Kr/meHp) yCUIMBAIKA MBIIICYHYIO 00b. MUHUMAITb-
Has CyObEeKTHBHAs IMOJb3a ObIIa OTMEUEHA OT NPUMEHCHUS
KpeaTHHa B HM3KHX 033X M paMHIIpHiIa Obuia 0OHapyxeHa
TOJNBKO y TAIMCHTOB C MOMMMOP(HU3MOM, M3BECTHBIM Kak
¢enorunn D / D aHrmoreH3mHIpeBpamamomero ¢pepMeHTa
(AII®). OnHako, HEOOXOMUMO OTMETHTB, YTO JOKa3aTeib-
HOCTbB 3THX HCCIENOBaHHH ObLIA HU3KAs M3-32 HEOONBIIOro
YHClla YYACTHUKOB (HAauOOJbIIEe YHCIO YYaCTHHKOB OBbLIO
19, muanManeHoe — 1). [27, 28, 29].

Knuangeckuit cnyuail. Ilauuent b., myxuunna 56 ner,
MOCTYNWI Ha IUIAHOBYIO TOCIHUTAIN3AINI0 B HEBPOJIOTHYE-
CKO€ OT/IEJIEHHE C Kaio0aMu Ha caboCTh B 00EUX BEPXHHUX
KOHEYHOCTSAX (TPYIHO HOJHATH PYKHU BBIIIE TOPU3OHTAIBHO-
TO ypOBHSI, pabOTaTh C BRITSHYTBIMH PyKaMH, CI1ab0CThb CKa-
THS KUCTEH, OOJIbIIE CICBA); TIOXYACHUE MBIIII] BEPXHUX KO-
HEYHOCTEH; OONe3HEHHBIE MBIIIEYHBIC CYJOPOTH, «CIIa3MbD»
B KOHEUHOCTSIX MIPEUMYIIECTBEHHO B HOTaX, JUTUTENILHOCTBIO
JI0 CyTOK, YCHJIMBAOIINeCs IpH (U3MIECKON HarpysKe, -
TeNbHON X0[b0€; ONBINIKY M IIOTEMHEHHE I[BeTa MOYHU (CO
CJI0B GOJIBHOTO, OYPO-KPAaCHOTO [BETA) MPH HE3HAYUTEIBHOM
(u3HIecKoil HarpysKe.

3 aHaMHe3a M3BECTHO, YTO C JETCTBA, HPHMEPHO C
7-8 ner, manmMeHT OTMeda] OTCTaBaHHE OT CBEPCTHHUKOB B
(u3nueckoM pa3BUTHH (HE MOT TOATSIHYTHCS, MPOOEXKATh MO
HOpMaTHBaM), MOSIBIICHUE OJBIIIKK IIPH MUHUMAJBHOH (H-
3udyeckoil Harpy3ke. Co cioB O0nbHOTO, OBUT 00CTIENOBaH Y
Kap/INoJIora, OJJHaKO MaTOJIOTHU CO CTOPOHBI CEPACYHO-COCY-
JMCTOH cHCTeMBI He ObLIO BBIsABICHO. B 18 et ormerwn mo-
SIBJICHHE CYJOpOT B MBILILAX HOT, OPIOIIHOTO mpecca Hocie
YMEpPEHHBIX (DM3UIECKUX HArpy30K C IOCIECIYIONHM TEMHO-
OypbpIM OKpaIlMBAHHEM MOYH, B CBA3M C 4eM oOparaics B
paiionnyro OonbuuIy (Pecmybnuka Jlarectan) — maboparop-
HBIX M3MEHEHHH B aHaJIW3€ MOYM He BBIABICHO. IIpuMepHO
¢ 45 5er manueHT cTal OTMedarh IOSBICHHE MOCTEIEHHO
IporpeccUpyomel c1abocTu B pykax: cTajJo TpyAHO pabo-
TaTh C BBITSIHYTBIMH PyKaMH, IOJHUMATh UX, a CO BpeMEHEM
U TpyIHO coxumath kuctd. B 2013 rogy nocne HHTEHCUBHOM
(u3IIecKoil Harpy3Ky MOSBUIHCH OONE3HEHHbBIE MBIIIEYHBIE
CYIOpOTH B HOTax, M3-3a IOSIBICHUS KOTOPHIX OOJILHOWH He
MOT' CaMOCTOSITEJIFHO NEPEBUTATHCS, a B MOCIEACTBUH I10-
SIBUJIOCh TEMHO-Oypoe OKpammnBanue MouH. JlaGopaTopHo
ObIT JMAarHOCTHPOBAH MOIBEM KpEaTHHHHA M MOYEBHHHI,
BBICTaBJIEH JMAarHO3 XPOHMYECKOW IIOYEYHOM HENOCTaToy-
Hoct (XIIH). VYpemust perpeccupoBana caMOCTOSITENEHO,
remMoauann3 He nmpoBoawics. B aBrycre 2018 roma obparui-
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Cs1 K HEBPOJIOTY M0 MECTY JKHTEIICTBA, Tie 1abopaTHO OBLIO
BBIsIBIICHO moBbIeHHe YpoBH KOK no 5822 en/m. [Tamuent
ObLI HampaBleH ISl J00OCIEN0BaHUS K Bpady-KapAUOJIOTY.
OpHaxo Tpu 00CIEZOBaHUHU IIATOJIOTHS CO CTOPOHBI Cepaua
OblIa MCKITIOUEHA, NIIEMUYECKUX W3MEHEHHH HE BBISABICHO.
B aBrycre 2019 roma mnpu anexrpoHeiipomuorpaduu BEI-
SIBTICHBI MPU3HAKN MEePeCTPOUKN MOTEHNINAIa ABUTATEILHON
enunuue! (ITJIE) MuoreHHoro xapaxrepa: BbIpaKCHHBIE U3-
MCHEHHSI OTMEUEHBI B ABYIVIABOI MBIIIIE IUIeYa, MPU3HAKN
aKTUBHOTO TIPOIIECCA BBISBIEHBI MPU HCCIEIOBAHHU JENb-
TOBUIHBIX MBI C AByX CTOpOoH. CKOpOCTb IpPOBEICHUS
nmnynsca (CIIM) mo MOTOPHBIM M CEHCOPHBIM BOJIOKHAM B
HopMe. OTMEUECHO BBIPAQXKEHHOE CHIDKEHHME aMILIMTYJbI MO-
TOPHBIX OTBETOB C JBYITIABOI U JETHTOBHIHON MBIIII] C IBYX
CTOPOH.

W3 HacnencTBEHHOTO aHAMHE3a M3BECTHO, YTO Y MaTe-
pu, Opara 1 IByX cectep HaOmoganach OAbIIIKA IPU MUHH-
MaJIbHOW (pr3nueckoi Harpyske 0e3 ciabocTH B pyKax.

W3 xpoHnyeckunx 3a001eBaHUN M3BECTHO O XPOHHYE-
CKOIf OOJIe3HH IIOYEK HEYTOYHEHHOW JTHoNoruu. Jlpyrue

XpoHHYeckue 3aboneBaHus —orpunaer. Kypenue no 1 maukn
B JIeHb. MMeeT mpou3BOACTBEHHBIE BPEJHOCTH — paboTaeT
BPauyOM-PEHTICHOJIOTOM.

ONHUIEMHOIOTNIECKIH 1 aJIIeProJIOTHIeCKHi aHaMHe3
— 6e3 ocobeHHOCTEIl.

Ha wmoment ¢msukamsHOro ocmorpa: CocrosHHe
OopHOTO ynOBIEeTBOpHUTENbHOE. OTKIOHEHHH CO CTOPOHBI
JIBIXaTeNbHOH, CepIeYHO-COCYIUCTOM, MHUIEBAPUTEIBHOM,
MOUEBBIBOSIIEH CHCTEM He BBIBICHO. HeBpomormuecku:
Beicirie Mo3roBele (QyHKIMH He HapynieHbl. OOriemo3ro-
BBIX, MEHHHTEQILHBIX CHMIITOMOB HeT. Peds, moTanue — B
HopMme. Inmorounsle peduekcsl cHmkensl, D=S. SI3pIk 1O
cpenHeit TMHUH, Oe3 MPU3HAKOB (HaCIUKYIAINHA ¥ aTpouH,
MO/IBIDKHOCTH €10 He orpaHndeHa. Peduexchkl opansHOTO aB-
TOMAaTH3Ma OTPHLATENBHBI («-»). MaHauOynsapHsbIil pediexc
cpenHeil xuBocTtu. MMeercs nerkas CIIa)KE€HHOCTb JIEBOM
HocoryOHoM cxiiaaxu. [Ipu ocMoTpe ABUTraTenbHOM CUCTEMBI
BBIIBIICHA (D (Dy3HAS THIOTPO(IS MBIIII IIEIeBOTO HOosIca,
ME>KJIOMATOYHBIX MBIIIILL, TPEATUIEYHH C IBYX CTOPOH, THUIEP-
Tpoduu ML 6eziep U roneHel. KamuieBoii Toimdok B HopMe.

Ta6auna 1. Mbimeunas cuia B 6asiax (0-5)
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YPAJIbCKUN
MEZULIMHCKUN XKYPHAJT

THERAPY

BcTaBanne Ha HOCKHM CBOOOIHOE, Ha IATKH — HE HOJIHOCTHIO
pasrubaer crombl. DacHuKyIAui BO BpeMsl OCMOTpa HET,
TIOBBIIIEHAa MEXaHUUECKash BO30YMMOCTb MBIIIII.

Pedrexcsl BepXxHUX KOHEUHOCTEH — OTCyTCTBYIOT D=S.
Pecduiexcpl HIKHUX KOHEYHOCTEH: HE M3MEHEHBI. Mplmied-
HBIIl TOHyC He W3MeHeH. [laTomorM4ecKux IHpaMHUIHBIX
3HaKoB HeT. [loBepXHOCTHAsA U TIIyOOKast TyBCTBUTEILHOCTh
coxpaneHa. KoopanHaTopHble HPOOBI: ISTOYHO-KOJICHHYIO
mpoOy BBIMONHSET YIOBIETBOPHTENBHO. [lambie-HocoBas
npo0a 3aTpyAHeHa B CBSI3U C HAIWYMEM Iape3a B 00eux py-
kax. B mo3e PomOepra nerkas HeycroitumBocts. Cratuka n
JMHAMHUKa TO3BOHOYHHKA He HapymeHa. DyHKINIO Ta30BBIX
OpraHoB KOHTPOJIHPYET.

Knuandeckast KapTHHA TpecTaBiIeHa MHOIATHIECKIM
CHH/IPOMOM C MOPaKCHUEM MBIIIII] IUISYEBOTO MOsICa, MEXKJIIO-
TIaTOYHBIX MBI, IPEIIUIEIHii C IBYX CTOPOH, OONbIIe clieBa
(;onarouyHo-1IeYeBOM NaTTepH) ¢ AU PY3HPIMU MAAITHSIMH,
MIPOBOLMPYIOIMMUCS (HPU3HIECKOIl HArpy3Kol C MOCIemyro-
el MHOTTIOONHYpHEH.

JuddepeHnranpHblii MarHo3 IMPOBOIMICS C BapH-
aHTaMU MeTa0OJIMYECKHX MHONATUH @ THIHUAO3B! (HedumnuT
KapHUTHH-TTATbMUTOWI-Tpancdepaspl 1I), mmkorenosom 5
tina (Oone3Hp MaxkApaist), MBIIIEYHBIMUA AUCTPOQUIMH,
nopdupueit; nedurmrom Beex aumn-CoA ae-ruaporeHas.

JlaHHbIE TOTIOTHUTEIIFHBIX METONOB 00CIET0BaAHMS:

OO0mre aHaTN3Bl KPOBH M MOYH — 0€3 IaTOIOTHYECKUX
U3MeHeHui. buoxuMuyeckuii anamu3 KpoBH — II0Ko3a — 5,95
MMOoJb/1, KpeatnauH — 80 Mkmons/1, ACT — 38En/n, AJIT —
29 En/n, KOK nossimen g0 1436 Ex/n, JJATI mo 221 En/x.
Pesynbratel peHTreHOrpadMyu OpraHOB TIPYTHOH KIICTKH,
OKI, cupomerpun, 9XO-KI, nokazarenn GyHKIUH OIUTO-
BHJIHOM ’KeJie3bl — B IIpeJiesiax BO3PacTHOH HOPMBI. Mapkepsl
cudunmca, Bupycos renatuto B u C, BUY He 0OHapyKeHBI.
Ilo naHHBIM MarHUTHO-PE30HAHCHOH TOMOTpadMM MBI
Oezep W ToNeHEell KapTWHA CTPYKTYPHBIX M3MEHCHHH C U3-
OupaTeNbHBIM MOPAKEHUEM MBIIIL 3aAHEH TPYMIIEI IPaBOTo
Oezpa W mepenHel IPyNITBI IPaBOH TOJICHH, IO THITYy OTEKa.
o manapiM DOHMI — mpr3Haky MHOTEHHOTO IpoLiecca B Hc-
CJIEJOBAaHHBIX MBIIIIAX.

Jl71s1 yTouHeHus XxapakTepa HacleICTBEHHOW MUOTIaTHH
BBINIOJTHEHO 3K30MHOE CEKBEHHUPOBAHUE T'€HOB, BXOMSIINX B
na"ens «Muonatuu ¢ padgomuonusom». IlomydeHo 3akiro-
yenue: B rene PYGM (11 xpomocoma) oOHapyxeHa HOH-
ceHc-mytanust ¢ 1215C>A, romosurornas, p.Tyrd05* cHr
11:64521375, npuBonsmas K NpeKICBPEMEHHON 0CTaHOBKE
cuHTe3a Oenka. Mytanuu B reHe PYGM npuBonsT k pa3Bu-
THIO 60e3Hn Mak-Apmis (ITMKOTeHo3y V THIA) , IPEeNCTaB-
JISIFOLIEr0 cO00# MBIIICYHBI BApUAHT IIMKOI€HO3a (TOJBKO
B MBIIICYHON TKAaHM). THIT HaclIeOBaHUS ayTOCOMHO-peIec-
CHBHBIH, UTO HE NMPOTHUBOPEUUT OOHAPYKEHHOMY HapyIIe-
Huto. ContacHo kputepussM ACMG MyTanus paclieHeHa Kak
BEPOSATHO MaTtoreHHast. [lJs1 OKOHYATEeNbHOTO TOATBEPKACHUS
JMarHo3a OblIa BBIIIOJHEHA MBIIICYHAS! OMOIICUST HKPOHOXK-
HOM MBIIIIBI CJIEBA, IO pe3yabTaTaM KOTOpOil OblIa BBISBIIE-
HO cyOcapkojeMMallbHOe HAKOIUICHHE «O03€p» IIMKOICeHa,
BaKyOJIsIpHasi MHOIIATUSI C OTpHLATeIbHON MHOdochopma-
30it. TakuM 00pa3oM, KIMHUYECKUIT THarHo3 “IIHUKOreHo3 V
THMa” OBUI IIOCTAaBJICH IIOCIE OMOXUMHYECKOH U MOJIEKYIISIp-
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HO-TCHETUYECKOH BepUUKAIIH.

Bo BpeMs HaxoXIeHHs B CTallMOHApe M B IMOCIe-
IyromeM, Ha aMOylraTOpHOM JTare, ManueHT ITOIYdHII
pPEKOMEHAALMH [0 U3MEHEHHUIO o0pa3a XHM3HH, a TaKxke
Hpomien Kypc Hecrenupuieckod HelipoMeTaboandecKkoit
W aHTHOKCHIAHTHOHN Tepamuu (o-numoeBas kuciaora 600
mr/cyt, Kopepment Kosnzum Q10 100mr/cyT; Mnebenon
(Ho6en)60 wmr/cyt, L-Kapautur 1000mr/cyt; Buramun
E 200 mr/cyt; TuokroBas kucimora 600 mr/cyt; Pubod-
naBuH (B2).) 3ameTHOTO yIydmeHHs caMOYyBCTBHS Ha
(¢one ykazaHHOHU Tepanuu 0601bHOHN He oTMeTna. OgHAKO
coOnrofieHre AUeThl, IPHEeM YIJIEBOJOB Mepe] HHTEHCUB-
HOI Harpy3Ko#, a Takxke COONIONEHHE peXNMa TPEHEPO-
BOK ITOMOTIJIM HECKOJIBKO YJIYYIIUTh €r0 TOJIEPAaHTHOCTD K
(busndeckoii Harpyske.

3aknioyenune

OnucaHHBIM KIMHUYECKUH Cilydall HamIggHO WILIIO-
CTPHPYET CIOKHOCTH JUATHOCTHYECKOTO ITOHMCKa TpH 00-
ne3Hn Mak-Apans. HecMoTpss Ha HanuuMe CHUMITOMOB C
JETCTBA KJIMHUYESCKHI JIMarHO3 NallieHTy yCTaHOBIJIEH JIHIIb
crycTst okosto 50 JeT mocie MOSBISHUS MEPBBIX KIMHHUYE-
CKUIX IPOSIBIICHUH. 1, K COXaJIeHHIO, 9TOT CITydal He SIBIISET-
cs uckmoyenneM. HenaBauit 0030p 45 ManueHToB ¢ TEHETU-
YeCKM MOITBEPXKJICHHOI 0ose3HpI0 Makap/ia nokasai, 4To
y GompmuHCTBa ManueHToB (84%) CUMNITOMBI 3a001IeBaHUS
HPOSIBISUTMCH B IETCTBE, HO IMArHO3 YacTO OTKJIAIBIBAJICS JI0
JIOoCTIXEHHs O0ibHBIME 30-JIeTHET0 Bo3pacTa (yCpeIHEHHbIe
3HaueHus). Cpean Hanbosee 4acThIX OMMOOYHBIX TUAarHO30B
3By4allM TaKHe IaTOJOTHUH KaK ITOJMMHO3HT, CHHIPOM XpPO-
HUYECKOH ycTanocTH, QyHKIHMOHAIbHEIE paccTpoiicTsa [30].
ITpu sTOM manueHTHl oOpalasch 3a METUIUHCKOH MOMO-
IIBI0, UMENN CUMIITOMAaTHKy B BHJIE yTOMIISIEMOCTH, Oomes3-
HEHHBIX MBIIICYHBIX CIHAa3MOB M 3IMH30[10B MUOIIOOUHYPHUH,
B TEUCHHE HECKOJNBKUX JecaTriaeTiHid. OnHaKko He IOIydasin
MPaBHIBHOTO OOBSACHEHHS CBOUX CHUMIITOMOB M IIPAaBHIBHOTO
JedeHHs. A y TIOJIOBUHBI U3 HUX HAONIONaIOCh MacCHBHOE
noBbimenne ypoBHs kpeatuHpochokunaszsl (KOK) u xpu-
361 pabIOMHOJIN3a ¢ MUOINIOOMHYpHeH (TeMHast Mo4a) Mociie
MHTCHCHBHBIX yIpakHeHUH. Bce 9T 3HAYNTENEHO YBEIHIH-
BaJIO PUCK BO3HUKHOBEHHS OCTPOI MOYEYHON HEJ0CTATOUHO-
CTH U BEPOSITHOCTB JIeTaIbHOTO ucxoa [13].

Pemenriem 310ii mpoOieMbl, MBI BUAUM, IIHPOKOE 03-
HaKOMJICHHE Bpadeil ¢ JaHHOH IaToJNIOTHEH, ee TeueHHeM,
METOIaMH AWarHOCTUKH M JedeHneM. I1oCKONbKy MMEHHO
CBOEBpPEMEHHAs IIOCTAaHOBKA JAMArHo3a BeIeT K aJeKBaTHO-
My U3MEHEHHIO 00pa3a XW3HH JaHHBIMU OOJBbHBIMH, YIyd-
MIEHHUIO Ka4ecTBa MX XXM3HH, U MPEJOTBPAIIAET CEePhE3HEIE,
OTIaCHBIE JUIS )KU3HH OCJIOXHEHHS, TAaKHe KaK KOMITapTMEHT-
CHHAPOM, OCTPBIN pabIOMHOIN3 M OCTpasi MOoYedHast Helo-
CTaTOYHOCTb, B JANIbHEHIIEM. W

Cuooposa I0.K., [ICII6I'MY um. axao. U.II. Ilas-
nosa, Cankm-Ilemepbype, omoenenue Hep8HO-MbIUEYHBIX
6onesneu I'MII6 2, 2. Canxm-Ilemepbype, Kageopa ne-
sponocuu,; Jlevedee H.A., Tromenckuii eocyoapcmeenmblil
Meouyurckull yHugepcumem, 2. Tromernv, Kageopa nespo-
aoeuu ¢ Kypcom neupoxupypeuu UHIIP; Kynacuna H.K.,
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