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bonesns Tlomne — HacredcmeenHoe aymocoMHO-peyeccugroe 3a601e6anue HaKONAeHUs 2AUKO2eHA BCACOCMEUe CHUMNICEHUS. AKMUBHOCMU
pepmenma Kucaoil a-enioKo3udassl 8 AU30COMAX, pazsumue Komopo2o 603MONCHO 8 n100om eo3pacme. K 6oaesnu Tlomne ¢ no30Hum Haua-
aom (BITITH) omuocamces cayuau ¢ debromom nocae 1-20 eooa ywcusnu. BITITH umeem kpatine wiupoxuii 603pacmuoil 0uanasoH noseaeHus
KAUHUMECKUX NPUBHAKO08, YO CYUeCMBEEHHO 3ampyoHsem duasHocmuky y e3pocavix. TIpedcmagaeno onucanue epuguyuposantoeo cay-
uas BIIITH ¢ Pecnybauxe Kazaxcman. [Ipuéedena xporHoaoeus noseneHus KAUHUYECKUX NPUSHAKO8 U CUMHMOMO8, Pe3yAbmamos napakiu-
HUueckux uccaedoganuii, nomoearouiux 3anodospumse bITITH u eepupuuyuposams duaeHo3 no CHUMCEHUN AKMUBHOCMU hepMeHma KUcAoll
Q-2MH0K03U0A3bl 8 CYXOM HAMHE KPOBU.
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Lack of vigilance is the main factor of late diagnosis of glycogen storage disease type II in the Republic of Kazakhstan

L.A. Kuzina, G.S. Kaishibayeva
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9a Mamyr-4 microdistrict, Almaty A10E9AS, Republic of Kazakhstan

Pompe disease is a hereditary autosomal recessive disease characterized by accumulation of glycogen due to decreased activity of acid
a-glucosidase enzyme in lysosomes. The disease can develop at any age. Cases with onset after the I year of life are attributed to late-onset
Pompe disease (LOPD). LOPD has a very wide age range when clinical manifestations appear which significantly complicates diagnosis
in adults. A case of verified Pompe disease in the Republic of Kazakhstan is presented. A chronology of clinical manifestations and symp-
toms, results of paraclinical examinations helping to suspect LOPD and verify the diagnosis by decreased activity of acid o-glucosidase
in dry blood spot are described.
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Bbonesns IMowmrme (BIT) — HacIemcTBEeHHOE ayTOCOM-
HO-peIeCCUBHOE METa00IMIECKOe JTM30COMAbHOE 3a-
OoJieBaHNE C IMMPOKUM BO3PACTHBIM JUAIIA30HOM 1010~
Ta, MyJIBTUCUCTEMHBIMY KIIMHUYECKUMU TIPOSIBJICHUSIMU
1 3HAYNTEIbHOM TeHeTUIEeCKOI TeTeporeHHOCThIO. B 3a-
BUCUMOCTH OT BpeMeHHU aebiora BIT xiraccuduumpyror
Ha MuIameH4YecKyio (ocobo arpeccuBHyio) 1 BII ¢ mmo3a-
HuM HagasioM (BITITH). I1epBbrit reHETUYECKN TOKA3aH-
He1ii cnyvaii BITITH B Poccun 6wt onican B 2014 1. [1],
IIOCJIe 9ero IOSIBUJINCH eIllle HECKOJIbKO COOOIICHUIA
[2, 3], a TakKe onMcaHus HOBOM MyTauuu [4].

Yacrora BIITTH B nonynsiuuy nauueHToB ¢ GeHOTU-
TOM IIOSICHO-KOHEYHOCTHOM MBIIIEYHON OUCTPOhUU
(ITKM/I) 1 6eccMMITOMHBIM TTOBBIIIICHHEM YPOBHS Kpea-
tunkuHasbl (KK) cocrasnsier 4,2 % [5-7].

B ocHoBe reHernueckoro nedexra, HE3aBUCHUMO
oT GOpMBI OOJIE3HU, JICKUT MyTalus B TeHe GAA, Ko-
TOpasl MIPUBOINT K CHUKCHUIO aKTUBHOCTHU (hepMEHTA
KucIIoi o-rroKo3umassl (Al'), oTBeTCTBEeHHOTO 3a TIe-
pepaboTKy TJIMKOTeHa B Tn3ocoMax. CeTomaHs oImca-
HO Oozee 550 maToreHHBIX MyTauuii B TeHe GAA
(http://www.pompecenter.nl).
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Munanenyeckas ¢popma BIT xapakrepusyeTcst Mmuona-
THei (CHHIPOMOM BSIJIOTO peOeHKA), BBICOKMM YPOBHEM
KK u opraHoMmeranueii, B OCHOBHOM IIPOSIBJISTFOIIICIACS
KapauoMuoIatueit. MirameHdeckast ¢opma sSIBJISIETCS ar-
PECCUBHBIM TJIMKOTEHO30M, KOTOPBIA IPW OTCYTCTBUU
JIe4eHUsI B OOJIBIIIMHCTBE CIy9IaeB IIPUBOINT K CMEPTH YXKe
Ha 1-m rogy xku3Hu. BITITH MoxeT nposiBUTHCS B 11000M
BO3pacTe MOCJIe 1-ro roma XU3HU 1 OTJINYAETCS TIPEUMY-
IIECTBEHHBIM BOBJICYCHUEM CKEJICTHOM MYCKYJIATypHI.
3abosieBaHKe B IeOIOTEe XapaKTepU3yeTCsT 3HAUNTEIIBHBIM
MMOIUMOPGU3MOM TIPOSIBIICHUI U IO Mepe pa3BUTHA de-
Hotunndeckn HanmoMuHaeT [NTKMJI. OmuH u3 gpKux
cumnTomoB BIITIH — npucoenmHeHue AbIxaTelbHBIX
HapyIIeHUH 3a CYeT C1a00CTU MeXKPeOEepHBIX MBIIIIIT U M-
adparMel. OTmMCaHBI peaKue CIIydanl WM30JUPOBAaHHOM
MIepCUCTUPYIOIICH TUTIepKpeaTHHKHA3EMUY B KOMOMHA-
LMY CO CHIDKCHNEM BEeHTUJISIIIMOHHOM CITOCOOHOCTH JIeT-
KUX nim 6e3 Hero [6, 7]

IMpuBogum ciyyaii BITITH ¢ aHanu3om npuumnH, Ipu-
BEIIINX K 3aJeP>KKe TTPaBIILHOTO TMAarHO3a.

Knunuyeckuil cnyyai

Ilayuenmxa I., 60 rem, no HayuoHarbHOCMU KA3auiKa,
nocmosHHo npoxcusarouyas 8 2. Aamamet Pecnybnuku Kazax-
cmad, Oblia HanpaeaeHa Ha Koncyavmauuio u3 Ilenmpa ku-
Hezuonoeuu. o 50 srem cuumana cebs 300p08oil, NOKa OKpy-
Jcarowue He cmanu oopauams GHUMAHUe HA U3BMEHeHue
NnoxXo0KuU — X00uAQ, «<Nepeealu8ascy ¢ Ho2U Ha Ho2y» 3a cuem
crabocmu muluy maszogoeo nosca. Cybsekmusno cuumana,
4mo 0cobeHHOCMU NOXOOKU C853aHbl C 803PACHOM U HeaK-
mueHbiM 00paszom xcusHu. B meuenue caedyrueeo eoda
Ha ghoHe npoepeccuposanus usmeHeHus NOX00KU NayueHmKa
ommemuna 60au 8 noscHuye, Maso0edpeHHbIX CYCmasax
U Mbluyax nepedreil epynnut 6edep. boin nocmaesnen duazHo3s:
apmpo3 maz3o6e0peHHbIX CYCMAag08, 0CME0XOHOPO3 NOSCHUY -
Ho20 omdena. Ilayuenmxa nosyuanra cmandapmuyio meouxa-
MEHMO3HYI0 Mepanur) HecmepouoHbIMU NPOMUBOBOCHANU -
menvubimu npenapamamu (HITBC) u xondponpomexmopamu
oe3 aghgpexma.

B meuenue caedyrouux 3 nem caabocme mulutyy mazoe02o
nosica U HUdMCHe20 OMOeAa CHUHbL YCUAUAACL HACHOALKO,
Ymo ¢ Kpecaa 00AbHASL MO2AA BCIAMb MOALKO C NOMOUbIO
PYK, nossuaace crabocmes 8 0enbmosuoHbix moiwyax. boau
6 MbLULAX N0 UHMEHCUBHOCMU U A0KAAU3AUUYU OCMABANUCDH
Ha npexcrem ypogHe u He peaeuposaru Ha npuem HIIBC.
[layuenmka 6bira eocnumanu3uposana 8 HegpoaoeUHecKoe
omoenenue Llenmpanvroii 20po0CcKoil KAUHUHECKOL OONbHULbI
2. Aamameol.

Ilo dauHbIM cMUMYASYUOHHOU 3neKmpomuozpaduu
(OMT) Hepso6 HOZ 8bisiéAEHbI HOPMAABHBIE 3HAYEHUS NPO-
6e0eHUsl UMNYAbCA NPU UCCAe008AHUU MAA00EPU08bIX Hep-
606 ¢ 2 cmopoH npu cHudcenuu M-omeemoe cnpasa/cresa
do 2,1/2,4 mB (nopma >3,5 mB); cencoprvix omeemos
npu Mecmupo8aHuu UKPOHOICHO20 Hepea He NOAYHEHO.
Pezyromameul 6biau pacyenensl kak «cunopom luitena—
bappe, eapuanm ocmpoii MOMOPHOU AKCOHAAbHOU

Heiponamuu». Ilpu smom 6 popmyaupoexe duacnoza 6610
006pauieHo BHUMAHUe HA «NPeUMYULeCMBEHHO NPOKCUMANb-
Hblll mempanape3». Haznauen Kopomkuil Kypc eatiokoKop-
mukocmepoudos (I'KC) 6 doze 70 me, komopblil He oka3ain
aghgpekma na vipadxceHHOCMb nape3a u MolidevHozo 6one-
6020 cunopoma. Cocmosinue nayueHmKy HeyKAOHHO YXy0-
wanocw, u 8 ozpacme 56 nem (6 sem om Hauana 601e3HU)
npu xo0bbe OHA cMaaa NOAL308AMbC MPOCMbIO, HOSBUAUCDH
VMOMASEMOCIb U CAAO0CMb MblULY, Uiel, CRUHbL, YCUAUAUCD
004U 6 cnuHe, npeuMyuleCmeeHHo 8 NOACHU4HOL obaacmu.
ITlayuenmka 6vina obcaedosana y peemamonoea, nocmas-
nen duaenos: «Iloaumuosum. Boaesnv Bexmepesa?». [lo-
emopHo HasHaver Kypc T'KC (memunanpeonuszonon 1,0 me/ke
6 meuenue 3 Hed) ¢ nocaedyroujeli OMMeHoll 8 C8s13U OMCym -
cmeuem 3pgpexma.

Yepes 8 nem om mMomeHma noseaeHuUs: Nepasix NPU3HAKO0B
Mblueunoll caabocmu navueHmka obpamuaace 6 Illenmp
KUHe3Uon02uU 8 Ueasix peabuiumayuu.

B cmamyce na momenm obpawenus: nayueHmka nepe-
deucaemcs 6 kpecae-kamasnke. Ilpu camocmosamenvroi no-
neimkKe ecmams ¢ Kpecaa — MUONAmMuvecKue Npuembl,
npu nepemeujeHuu Hyxscoaemcs 8 HOCMOPOHHel NOMOUWjU.
B nonooicenuu aexca ne modcem omopeams 20408y 0m Ho-
dyuiku, cecms 6e3 NOMOWU pyK, NOBOPAHUBAEMCS 8 NOCMENU
¢ nocmopoHHeil nomouwbto. Ommeyaromes 8s4blil NPOKCU-
ManvHblll napes bedep, cuna moiuiy 6edep 2 basna, ampopus
uemblpexanasoix, s200UMHbIX MblUlY; SUNOMPOPUs Mbliuy,
20/1€HU, CMON, 08UlCEHUsl 8 CIONAX coxpanensl — 4 baia.
Habarodaromes cHudiceHue cuabl Mblldy, NAe4e8020 Nosca
do 2—3 6annos, eunompodus 0eabmosuoHbIX Mblidl, ACUM-
MempuyHas ampogus HAOAONAMOYHOU, NOOAONAMOUHOLU
mboiuy, (boavwe cnpasa). Cuna kucmu 4 6anna. Ilayuenmra
He MoJicem cnamb HA CHUHe U3-3a 3ampyOoHeHuUs ObIXAHUsL,
npu pazeogope noseasemcsi 00blUKA.

Ilpu DMT uconvuamoeimu snexmpodamu mm. abductor
pollicis brevis, deltoideus, vastus lateralis, biceps femoris
brevis, tibialis anterior ommeueHbl CHUNCEHUE AMAAUMYObL
U 0AUMenbHOCIU NOMEHUUAN08 08UAMEeNbHbIX eOUHUL, UH-
mepghepeHyuoHHbII nammepH pekpymupoganus (puc. 1).
B nokoe 6 uccaedogannvix MbllYax 6bis61€HA CHOHMAHHASA
AKMUBHOCMb MbLULEYHbIX 80A0KOH MAAOL GbIPANCEHHOCMU;
6 m. tibialis anterior 3apeeucmpuposaHn 00UHOYHbLI MUOMO-
Huueckuil paspao (cm. puc. 18). 3axaiouenue: eenepanru308am-
HOe nepeutHO-MbluievHoe NopadceHue.

Ilo daunbim macHumHO-pe30HAHCHOU mMoMoepaguu
(MPT) nosichuunoeo omadena n0360HOYHUKA OMMeHeHa KAU-
HosudHas Oegopmayus meaa L2, Ha axcuanbHoix cpe3ax
BU3YANUBUPYEMCS JHCUPOBAsl De2eHepayus napagepmedpanb-
HbIX Moty (puc. 2).

Ilpu enepevie nposedennom uccaedosanuu yposus KK
solsieaeno yeeauuenue 0o 720 Ed/a (nopma <140 Ed/xn).

B ces3u ¢ nodospenuem na BITITH 6vin nposeden ananus
no cyxomy namHy Kposu 04s onpedesenus aKmueHOCmu Au-
30comanvHoco pepmenma Al: ommeueHo ee cHudxicenue
0o 0,1 mxmonv/n/u (Hopma >3,3 mxmonv/a/4). Ilpu eenemu-
YecKkoM UCCAed08AHUU BblsBAEHbL 2 2emepo3ueomHuble
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Puc. 1. Daexmpomuoepaghuueckoe ucciredoganue ueorb4amoim 1eKmpooom:
CHUdICeHUE CPeOHell ONUMENbHOCU, CMeUeHUe 2UCMOPAMMbL PAChpedeneHus
NOMEHUUAN08 08ULAMENbHBIX eOUHUY, RO OAUMENbHOCMU U «00AAKA» MYDH-
AMAIAUMYOHO20 AHAAU3A NO NEPEUMHO-MbIUUEHHOMY MUNY; Y8eAuueHuUe HUCa
NOAUGDA3HBIX NOMEHYUAN08 JgueamenbHbiX edunuy @ m. biceps femoris
dext. (a), m. tibialis anterior sin. (6); KoMnACKCHbLI pa3psad GbiCOKOL acmo-
Mbl, HANOMUHAIOWULI MUOMOHUYECKULl pa3psa0 naoawuetl amniumyosl
6 m. tibialis anterior sin. (8)

Fig. 1. Electromyography examination using needle electrode: decreased mean
duration, shift of the motor unit potential distribution histogram for duration
and of the «cloud» turns-amplitude analysis of the primary muscle type; increased
number of polyphasic motor unit potentials in m. biceps femoris dext. (a),
m. tibialis anterior sin. (6); complex high-frequency discharge resembling
myotonic discharge of decreasing amplitude in m. tibialis anterior sin. (8)

mymayuu: c. [868A>C]; [2237G>A] 6 eene GAA. Takum
obpasom, y nayuenmiu sepuguyuposarna bBIIITH.

U3 cemelinoeo anamuesa co 108 nayueHmku: pooumenu
ObLAU 300p06bL. Y Mamepu 8 NOJICULOM 803DACHE OMMEHANUCD
3ampyoHerus. npu xodv0e, 4mo ObL10 PACUEHEHO KAK 803-
pacmuvle usmenenus. Cecmpa navuenmrku 54 aem, opam

Puc. 2. Maenumno-pe3onancras momoepaghus nOACHUHO20 0moena no360-
HOMHUKA: 3aMelleHue napagepmeOpaibHbiX Molull HCUPO8ol MKaHbio (U3me-
HeHUs. YKA3aHbl CIMPeKamu,)

Fig. 2. Magnetic resonance imaging of the lumbar spine: substitution of the
paravertebral muscles by fat tissue (changes are indicated by arrows)

42 nem u coin 32 nem xcanob He npedssaGASIIOM U CHUMAIOM
ce0s 300p06bIMU.

Tlayuenmra omiazanace om oanvreliuieco 0b6cae0o8anus
U pewleHus: 6ONpoca 0 HA3HAYeHUU CHeyupuU4ecKoil gepmerm-
s3amecmumenvroi mepanuu (O3T). bBauxcaiiwue podcmeeH-
HUKU makxce omkazaauce om ckpunurea BII no cyxomy
nAMHY Kposu.

06cyxpeHue

PaccmaTtpuBaeMblIii citydait IBISICTCSI THITAYHBIM TIPH-
MEPOM OTCYTCTBHUSI HACTOPOXKEHHOCTH OTHOCHTEIHLHO
Bo3MoxxHocTU pa3Butust [IKM/JI y aui cpemHero u crap-
IIIeTO BO3PAaCTa, CPear KOTOPBIX B IIEPBYIO OUEPEIb CIICIY-
€T MCKJII0YaTh TIMKOTeHO3 2-TO Tuma. JmarHocrmka
BIIITH ocHoBaHa Ha BBISIBJIEHUM Xajlo0 M IPU3HAKOB
MMOITATUH: CIA0OCTU U THUIIO-/aTpodpru CKEeJIeTHOU My-
CKYJIATYpHBI, ObIXaTeIbHON HEAOCTATOYHOCTH 3a CYET Ha-
pylIeHusI paboTsl nruadparMel M MeXpeOepHBIX MBIIIIII.
[MaTomornst co CTOPOHBI cepiAlla M APYTUX OPraHOB IPHU
BIIITH BcTpeuaeTcst 3HAUUTENBHO PeXe, YeM MPU MIanaeH-
yeckoit ¢popme. CokpaineHre cpokoB auarHocTuku BIT
KPUTHYHO, ITOCKOJIBKY ITO3BOJISIET KaK MOXHO paHBIIIE
Havath ImaroreHeTndeckyo ®3T m yaydIimmmTh KadyecTBO
KM3HU TTallieHTa.

B mpeacTaBieHHOM KIIMHAYECKOM CJIydae HEeCIeIIH-
(brueckre KanoObl IUINTEIFHOE BPeMsT pacCMaTpUBAINCH
KaK IIPOSIBJICHUE TeTeHePATUBHBIX M3MEHEHWI TTOSICHIY -
HOTO OTHeJIa TT03BOHOYHMKA M KPYITHBIX cycTaBoB. Crie-
[MAaJIMCTaMH He OBUTO TIPUHSITO BO BHUMAaHME OTCYTCTBHE
s¢pdekTa ot npuema HITBC, a Tak:ke HEYyKIOHHO IpO-
rpeccupyloliee HapacTaHME CJIA00CTHA MBIIII TTPOKCH-
MaJIbHBIX OTHEJIOB ¢ (hOPMHUPOBAHHEM CBOCOOPA3HOTO
TaTTepHa XOAbObI «BPa3BaJIKy», YTO XapaKTEPHO IS TIep-
BUYHO-MBIIICYHBIX (hopM TTaTojtorun. HecMoTpst Ha sipkue
MBIIIICYHBIC IIPOSIBIICHMS, TAIIMEHTKE HE BBITIOJTHEHO HC-
cnegoBanue ypoBHs KK. DMTI-uccnenoBanne GpyHKIINO-
HAJIBHOTO COCTOSTHUS TTepr(heprIeCKOTO HEITPOMOTOPHO-
TO aIllrapara TakXKe OTPaHNYIIOCH AaHAIM30M ITPOBEICHUS
HMIMITYJIbCA TI0 MaJI00epLIOBOMY I MKPOHOXXHOMY HepBaM,
npudyeM He3HAYNUTETbHOE CHIDKeHNEe M-0TBeTa M OTCYT-
CTBHE CEHCOPHOTO OTBeTa MKPOHOXHOIO HepBa OBLIN
pacIieHeHBI KaK OCTpasi MOTOpHAsI aKCOHAJIbHAsI HEHpPO-
naTusl IMIPU OTCYTCTBMM aHAMHECTUUECKUX YKa3aHWU
Ha ocTpoe pa3Buture 6oje3Hn. He Ob110 mpoBeneHo OMI -
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HCCIICIOBAHKE MBIIIII KOHEYHOCTEH UTOIBYATBIM SJICKTPO-
IOM, KOTOpPO€ B JAHHOM CJIy4ae MOTJIO IOATBEPIUTH
AKCOHAJIBHBIN TUTI TTOPAKEHUS WJIN YKa3aTh Ha TICPBUIHO-
MBbIIIEYHOM ypoBHe nopaxeHus. Haznauenne 'K C takke
He MMeJIO 1o c000i OCHOBaHMSI, TAK KaK B COOTBETCTBUU
C MEXIYHAPOAHBIMU OOLIETPUHSATHIMU PEKOMEHAALUSIMU
HU ogHa u3 opm cuHapoMma [uitena—bappe He meunTcs
KOPTUKOCTEPOUIAMU. «30JI0TBIM CTAHIAPTOM» SIBIISICTCST
Ha3HaYeHUEe UMMYHOTIO0YIMHOB WJIN IIPOBEACHNUE TIJ1a3-
Madepesa [8]. JlnarHo3 TOITUMUO3UTA OB KOHCTATUPO-
BaH 0€3 BBIITOJTHEHUSI HEOOXOIMMBIX PEeBMATOJIOTMTIECKIX
HCcclIenoBaHui, onpeneneHus ypoBHs KK, a Taxke mmpo-
BeneHust DMI. boiee Toro, mpu MoBTOpHOM Ha3HAYEHUU
oonpmmx go3 'KC He yureHo ortcyrcrBHe 3ddeKkTa
IIpY TIEPBOI MOMBITKE JICYCHHST TOPMOHAIBHBIMU TIpeITa-
paTamMu. XapakTep 00JIEBOTO CHHAPOMA, a TAKIKE JTIOKAJIH -
3anmsl OO HEe COOTBeTCTBOBaMM Oose3HM bexrepesa.
Bosp B MBITIIIIax pa3HOit ”THTEHCMBHOCTH — YacTasl XKaJlo-
6a npu BITITH u ormeuaeTcst B 76 % ciiydaeB B MbILLILIAX
rJieyeBoro mnosica u B 52—60 % ciiyyaeB B MblIlIaX Genep
1 TTOSICHUIIHI [9]. OOBIMHO IMAIIMEHTHI XapaKTePU3YIOT OOJIb
Kak Tynyo/nassuiyio (76 %), usnypswoniyio (68 %), He-
nepeHocumyio (60 %). OtcyrcTBUe crieun(pUIeCKUX KIu-
HUYECKUX 1 JTAOOPATOPHBIX IIPOSIBIICHUI, IMUPOKUIL THa-
IMa3oH ae0ioTa, a TakkKe (PeHOTUIINUECKOE CXOACTBO
¢ [IKMJI 3aTpynnsitoT nuarHoctuky BITITH.

Hanuuune 0oJeBBIX OLIYLIEHUWH B 00JaCTU CHMHBI
1 KOHEYHOCTEH MOXET Ie30pUeHTUPOBATh Bpaueli U cMe-
CTUTh BEKTOP IMATHOCTUKU B CTOPOHY BepTEOPOTEHHOM
JIeTeHEPATUBHOM ITaTOJOTUM WUIM TIATOJIOTUU KPYITHBIX
cycTaBoB. HecMOTps Ha HaIMIrie MUOTIATUIECKUX TTPOSIB-
JICHU, IEpBUYHO-MBITIICYHAsI ITATOJIOTHS OBLIa 3aIT0003-
peHa TOJIbKO uepe3 6 JIET ¢ MOMEHTA MOSIBIeHUsI IIEPBbIX
cumntoMoB. [Ipu 3Tom 0oJieBOM CMHAPOM U CJIa0OCTb
MBIIII TIePBOHAYAIBHO OBLIN paclieHEeHBI KaK CJCACTBUC
BOCTIAJIMTEILHOI MHUOITaTHX — mojnuMuo3nTa. Hemocra-
TOYHAs OIICHKA CTaTyca M aHaMHe3a MallueHTKU, OTCYT-
CTBHE H0Ka3aTeJbCTB BOCHAIMTEILHON ayTOMMMYHHOM
MPUYMHBI TOpakKeHUs MbILLLL, 3 deKTa Tepanuu ageKBar-
Heimu to3amu ['KC 3apep>kany npoBeaeHe HEOOXOIMMO-
ro ucciaeaoBaHus akTUBHOCTU epmeHTa Al

B omnmcaHHOM KIMHMYECKOM CiIyJae y MHallMeHTKU
mpu BeImosiHeHM M PT BBISIBIICHBI BEIpasKeHHBIC M3MEHE-
Hus napaBeptedpanbHbiX Mbiii. Jnst BITITH xapakTepHbl
IUCTpodrIecKre M3MEHEHMST MBIIIIII, TIPUYEeM 3TO Kaca-
€TCsI BOBJICUCHUSI TTapaBepTeOPaIbHON MYCKYJIATYPhI YK
Ha paHHUX cTagusax 6one3nu [10, 11]. BoBiaeueHue B 1ma-
TOJIOTMYECKM I MPOLIECC MapaCHMHAIbHBIX MBIIIILL C pa3-
BUTHEM CJIA0OCTHU, a TAKKE OCTEOIOPO3, KaK CICACTBUE
OCHOBHOTO TIpoliecca Y TaIlMeHTOB C TNIMKOTEHO30M 2-TO
THIIA, YACTO COIPOBOXIAIOTCS IATOJIOTUICCKUMU TIepe-
JIOMaMH TeJT TIO3BOHKOB [12]. O0HapyXKeHHBIH Yy TallueHT-
KJ TIATOJIOTUYECKUN TIEpPeJIOM Tella TOo3BOoHKa L4 Heo0-
XOOMMO paccMaTpuBaTh CJEICTBUEM WM3MEHCHUS
MUWHEPaJTbHOM INIOTHOCTH KOCTHBIX CTPYKTYP M CIIa00CTH
ImapaBepTeOpaIbHBIX MBI Ha (POHE ITPOTrpeCCUPOBAHMS

OCHOBHOTO ITaTOJIOTMYECKOTrO mporecca. PekomeHmoyercst
MpOBeIcHNEe CKPUHUHTOBBIX UCCICIOBAaHWIT HA HAJTMYWE
BIIITH y naiueHTOB ¢ MaTOI0rM4eCKUMU 0ECCUMITTOM-
HBIMU TIEpPEeIOMaMU TIO3BOHKOB M CTPYKTYPHBIX U3MEHE-
HUi MbIIL o JanHeiM MPT [13].

I1o naHHBIM JTUTEPATYPBI, B CPEAHEM CPOKHU ITOCTAHOB-
KM OKOHYATEJIbHOTO IMarHo3a coctaBisdior 7—9 net [1, 14].
OmHaKo IPY HATMINY HACTOPOKEHHOCTH U IIeJICHATIPaB-
JICHHOM AMArHOCTUYECKOM ITOMCKE X BO3MOXHO COKpa-
TUATH IpUOAM3UTEILHO 10 1,3 rona [8, 9].

HacropoxenHocts orHocutensHo BITITH monpasy-
MEBaeT 00s13aTeNIbHYIO OLIEHKY HeCTTelIU(PUIECKIX CUMIT-
TOMOB ¥ IIpU3HaKoB [3, 9, 15, 16], KOTOpbIE MOTYT MOSIB-
JIATBCSI B pa3sHOM TOCIEAOBATSIIBHOCTA U YCYTYOIISITHCS
110 Mepe pa3BUTHS OOJIE3HM.

B anropuT™M OMarHOCTUKM COCTOSTHUMA, TIPOSIBIISIO-
IIUXCS TIPOrPeCcCUpyIoNIeii CIabOoCThI0 MBIIII] ITOSICOB
KOHEYHOCTEH 1 0COOEHHO COITPOBOXKIAIOITIXCS OIBIITKOM
BCJICIICTBHAE HEMOCTATOYHOCTH JbIXaTEIbHBIX MBIIIII 1 1A~
dparmer, ¢ HammuueMm moBbIIeHUsS ypoBHS KK wmam
0e3 Hero y malfeHTOB ¢ 06CCUMITTOMHOM TUITepKpeaTHH-
KWHa3eMuel, UMEIOIMX HapyIIeH!e IbIXaTeIbHOM (PyHK-
WU 0 PeCTPUKTUBHOMY THITY, B TICPBYIO OYePEIh PEKO-
MEHIYeTCS OMpPEACNISITh aKTUBHOCTH JIM30COMAJIBHOTO
depmenTa AT B cyXxoM maTHE KPOBU. AHAJIN3 TI0 CYXOMY
MSTHY KPOBU — MOCTYITHBIN, HEMHBAa3UBHBINM, WH(pOpMa-
TUBHBIA 1 IIPOCTON B UCIIOJTHEHUY METOM, HE TPEOYIOIINIA
CITEIIMAJIBHOTO 000PYIOBaHMS W OOJIBIINX (DMHAHCOBBIX
satpar [14, 16—18]. B mocieaHee BpeMsi onpeneieHne
akTMBHOCTH (epmeHTa Al Bce dalle HCITOIB3yeTCS
IUIST CKPMHIMHTA Y TIAIIMEHTOB C TTOI03PeHEeM Ha HaJIMIHe
BI1. B cayyae BbISIBIEHUSI CHUXEHUSI aKTUBHOCTU Al
TIPOBOIUTCS TCHETUYECKOE MCCIICIOBaHME UTST OOHAPYKe-
HUS Mytaumy reHa GAA [15, 18, 19].

B Pecniyomke Kaszaxcran ¢ 2012 . mpuHSTa CTpaTeTust
panHero BoisiBiieHUs BII cpeau mauneHToB ¢ MUOTIATUEH.
C 3T0i1 1enmbio OBLT pa3paboTaH M YTBEPXKICH KIMHUIC-
CKHI1 TIPOTOKOJI, COTJIACHO KOTOPOMY BCEM ITalleHTaM
C TIPOSIBIICHUSIMA MMOTIATUM PEKOMEHIYSTCSI CKPUHWHT
akTuBHOCTU pepMeHTa Al o cyxomy nsITHY KpoBU. Pery-
JIIPHO TIPOBOISITCS OOYyJalolIe CeMHHAPhl U «KPYTJIbIe
CTOJIBI» C TIPUBIICYCHHEM CICIHAINCTOB ITOJUKINHUK
¥ CTAlIMOHAPOB (TepaIieBTOB, HEBPOITATOJIOTOB, PEBMATO-
JIOTOB, COMHOJIOTOB), KOTOPHEIE MOT'YT Ha IMPAKTUKE CTOJK-
HyTbcd ¢ TauueHToMm ¢ BITITH.

OTKa3 MalMeHTKN U ee OIDKaNIINX pOACTBEHHUKOB
OT JaJIbHEUIIIeTo 00CIeIOBaHMS YKAa3bIBaeT TAKSKE Ha TIPO-
0JIeMy OCBEIOMJICHHOCTH HaceJICHHS B BOIIPOCax Hacle-
CTBEHHBIX O0Jie3Hel. [1ameHTy gerde corracuThes ¢ Ha-
JIM4YreM a1000ro mpuoOpeTeHHOro 3abojieBaHUs, 4YeM
MIPUHSITH (paKT 0OHAPYXKEHUS B CeMbe TeHETUYECKOM Ta-
TOJIOTUH.

3arniouenue
BbIl — wHacneacTBeHHOe 3abojeBaHUE, KOTOPOE
HE UMeeT CITeMPUIeCKIX KITMHIIEeCKNX U JIA00PAaTOPHO-
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WHCTPYMEHTAJIbHBIX MpU3HaKoB. Hamnuume y mammeHTa
MUOIIATUYECKUX TPOSBICHUI, OCOOEHHO B COYETAHUM
C IBIXaTeJIbHOM HETOCTaTOYHOCTHIO, JOJDKHO HACTOPOXKUTD
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