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Late-onset Pompe-disease (LOPD) is an adult form of the glycogenosis type I1. The age of onset ranges from 1 till 75 y.o. and older.
The diagnosis of LOPD is based on the presence of trunk and limb-girdle muscle weakness with hyperlordosis, respiratory failure, oca-
sionally accompanied by cardiomyopathy, persistent mild elevation of creatine kinase, dry blood spot test of the enzyme activity and
DNA-analysis of GAA-gene. Early recognition of the LOPD and beginning of the enzyme replacement therapy is important in prevent-
ing severe motor and respiratory deficit, the patient disability and in increasing the survival in those patients.
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[mmkorenos 2-ro tuma (OMIM 232300) — 3a6oieBa-
HUE TPYIIBI 00JIe3He HAKOIUICHMSI, HaclemayeMoe IO
ayTOCOMHO-PEIIECCUBHOMY THUITY M OTJIMYAIOIeecs 3Ha-
YUTETbHO KITIMHUYECKOU 1 TCHETUIECKOM TeTepOTeHHO-
cThI0. 3aboJieBaHMe TaKXKe N3BECTHO Kak 0oire3Hb [Tomire
(BIT), Ha3zBaHHAs B 9eCTh TOJIAHICKOTO ITaTOJIOTOaHa-
toma JIx. ITomme, Briepsbie B 1932 I. onmcaBIIero Jje-
TaJbHBIN CIIydaii ¢ peOeHKOM 8 MeC C MYJIBTUCUCTEMHBIM
MMOpakeHNEM: KapINOMHOTIATHEeH, TBIXaTeJIbHOM 1 Tede-
HOYHOI HEIOCTATOYHOCTBIO B COUCTAHUM C IIPOTPECCH-
pyloleit TeHepaIn30BaHHOM MbIIIEUHOH c/1abocThIo [1].
B ocHoBe atnonaroreHe3a BII nexur nedunut kucioit
a-Tmoko3nnasel (a-I'3/1), oOycloBIeHHBIN MyTallneit
B reHe GAA, 9TO IPUBOIUT K N30OBITOYHOMY HAKOIIJICHHIO
[JIMKOTEHA B JIN30COMAaxX M B KOHEYHOM UTOTE UX pa3py-

LIEHUIO C TTOCIEAYIOIIUM KacKaaoM CTPYKTYPHBIX Hapy-
meHuit Kinetku [2, 3]. B mocnenHee BpeMs B maToreHese
3a00J1eBaHUsI OOJIBIIYIO POJIb OTBOAST aHOMAJIBLHOM ayTo-
darnm [4, 5]. IN30COMBI SBISTIOTCSI OAHOM U3 OCHOBHBIX
COCTaBJISIIOLIMX BCEX KJIETOK OpraHM3Ma, 4to 1 omnpeae-
JISIET MYJIBTUCUCTEMHOCTb TTOPaXKeHMS MPU TaHHOM TUIIE
6oJre3Heit HaKOIIeHU. MopdhoI0THIeCKe U3MEHEHUS,
CBSI3aHHbIE C JIM30COMAJIbHBIMU HAPYILIEHUSMHU T10 TUITY
TJIMKOTE€HO3a 2-T0 TUTIA OITMCAHBI B CKEJICTHBIX MBIIIITIAX,
MBILLILIAX SI3bIKa, CEPALE, 4 TAKXKE CTEHKAX COCYL0B, MbI-
IIEYHOM CJIO€ MOUYEBOTO MY3BIps M HelipoHax Iepudepu-
YECKOM M LIeHTpaJbHOM HEPBHOI cucTeMbl [6]. Ciemyer
OTMETUTb, YTO HauOoJbiIne m3meHeHus rmpu BIT 06-
HapyXMWBalOTCS B MbIIIIEYHOU TKaHU, KOTOpasl TIO3TOMY
yaule BCEro SBJISIETCSA IPEAMETOM IPUXM3HEHHOTO
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MOPGOTUCTOXUMHUIECKOTO TUATHOCTUIECKOTO UCCICIO-
BaHud [7].

BIT — nepBoe 3aboaeBanue, kotopoe B 1963 1. 6bUTO
KJaccupuIMpoBaHO Kak 00Jie3Hb HaKoruieHus [8]. B mmo-
CJIeMyIOIIEM CTaJI0 OYEBUIHO, YTO, KPOME KIIaCCHUECKOMU
nHpaHTIWIBHON (hopMbl, mMeeTcs 1 BIT ¢ mo3mHmM Hava-
som (BITITH). BITIITH MoxXeT OBITh AMArHOCTMPOBaHA
B Bo3pacTte oT 1 roga mo 75 net u ctapure [9]. [TombiTku
KJIaccU(UIINPOBaTh 3a00JIeBaHIE B 3aBUCUMOCTH OT BO3-
pacTa 1e0roTa He UMEJIH yCITeXa, U CETOMHS paccMaTprBa-
IOTCSI TOJIBKO 2 KIMHUYECKHE (hOPMBI TJIMKOTeHO03a 2-TO
tina: nadaaTuwibHasg bIT (MBIT) u BITITH [10]. Komuau-
yeckas quarHoctrka MBIT ocHOBBIBaeTCSI HA OTHOCUTEITb-
HO YeTKMX KPUTEPHUSIX: 00IIast MBIIICTHAsI CJITA00CTh 1 TH-
IIOTOHMS, CIAOBI KPWK, IBIXaTeJIbHBIC HApYIICHUS,
3aTPYAHEHUS TIPU COCAHUU TPYAU U YBEJIUYECHHBIN SI3bIK.
DTO T03BOJISIET UH(POPMUPOBAHHOMY Bpady 3aIl0I03PUTh
MBII 1 B KOHEUHOM UTOTEe JOCTATOUYHO OBICTPO MOCTABUTh
npaBusibHBIN auarHo3. MBII xapakrepusyercst moamuop-
raHHOM MaHM(ecTalMeil Ha IEPBOM IOy XKU3HH, B 00JIb-
IIMHCTBE CIIy4aeB MMEET TsDKeJIoe TeUCHHE U IIPU OTCYT-
CTBUY JICUCHUS 3aKaHUYUBACTCSI CMEPTHIO.

3HAYNTEAbHO OOJIBIIINE TPYIHOCTU BO3HUKAIOT
npu aguarHoctuke BITITH, Tak Kak OCHOBHBIE XajOObI
SIBJITIOTCS HEeCTTeMM(PUISCKIMU, CBSI3aHBI CO CIA00CTHIO
CKEJIETHOM MYCKYJIaTyphl, OOBIYHO pPacCMaTPUBAIOTCS
B paMKaX BO3PaCTHBIX U3MEHEHU, 0COOCHHO Y TOXIIIBIX
JINII, ¥ TOJTBKO TT0 Mepe HEYKIIOHHOTO ITPOrpecCupOBaHUs,
Pa3BUTHS aTPOGUIESCKIX U3MEHEHWI 1 CHIDKCHMS Kade-
CTBa XWM3HU 3aCTaBJISTIOT 3alOI03pHTh OTHY M3 (OpM
IIePBUYHO-MBIIIIETYHON MATOJIOTHH 10 THUITY ITOSICHO-KO-
HeYyHOCTHOM muonatuu [11]. JluarHocTruuecKue CIoXHO-
ctu ycyryonsitorcst tem, dyro npu BIITIH usmeHeHus
CO CTOPOHBI CKEJIETHBIX MBIILIL] MOTYT OBITh MUHUMAJIbHbI-
MM, TaKKe KaK MU3MEHEHHMSI CO CTOPOHBI cepama (Kak mpa-
BWIO, KapAWOMMONATHS) Y AbIXaTeJIbHAs HEAOCTATOY-
HOCTbB, WJI UMETh 3HAUMMBbIC KITMHUICCKIE ITPOSIBIICHMS
TOJIBKO Ha CTaIWM OYEBUIHBIX M3MeHEeHWU. IlarmeHTsI
¢ BITITH MoryT aiuTeabHOE BpeMs OCTaBaThCsl aKTUBHbI-
MM, 3aHUMAThCSI CIIOPTOM M CYIIIECTBEHHO HE MEHSTH
00pa3 XKMU3HU, NMesI eIMHCTBEHHOE OTKJIOHCHME B BUIIE
HEOOBSICHUMOTO TIEPCUCTUPYIOIIETO TTOBBIIICHUST Kpea-
tuHdochokmHazbl (KPK).

Cospemennas auarHoctuka BITITH ocHoBwIBaeTCs
Ha JAaHHBIX KJIMHUKW: HAJTUYWe OTHOCUTEIHLHO M30Mpa-
TeTBHOI CJ1a00CTH 1 aTpOMUU MBIIIII TYJIOBUIIA C (hOPMU-
pOBaHHMEM THIIEPJIOPH03a, CIIaA0OCTH TPOKCHUMAIbHBIX
MBI KOHEUHOCTEH, TIPEUMYIIIeCTBEHHO MBIIIII CTHOaTe-
JIeit 6empa, MBI TA30BOTO U TJICYEBOTO MTOSICOB, Kapau-
oMuonaTun (Jaiie Ipyu WHGAHTUILHOM (dopme), mpixa-
TEeJIbHOW HEeOOCTAaTOYHOCTH; MAaHHBIX JIa0OPAaTOPHBIX
HCCIIEIOBAHUN: YMEPEHHOE TTEPCUCTUPYIOIIEE MOBBIIIIC-
aHue KOK, nedeHOIHBIX (hepMEHTOB — aclapTaTaMUHO-
tpaHchepasbl (ACT), amanmHammHoTpaHchepassl (AJIT),
JIAKTaTAeTUAPOTEHA3bI, BBISIBICHNN CHIDKCHUS (hepMeH-
TaTUBHOM akTWBHOCTH o-I3/] Mo MeTomay Cyxoro IIsiTHa.

B xoHEeuyHOM UTOTE MUArHO3 OATBEPKAAETCS OOHApYKeE-
HueM Mytaunu B reHe GAA npu JHK-anammze [12, 13].
BnekTpoHeiipomuorpaduaeckoe (DHMI) uccrenobanue,
HECMOTPS Ha HECTTeIIM(UIHOCTh METOA, OCTAETCS aKTy-
anbHbIM Tpu BITITH, Tak Kak mipu npaBUIbHOM BEIOOpE
MBI JUTSI UCCIIEMOBAHUST UTOJIBYATHIM JIEKTPOIOM TI0-
3BOJISIET YCTAHOBUTH NIEPBUYHO-MBIIIIEUHBI YPOBEHb MO-
pakeHWsI, BBISIBUTH CIeIM(UYECKre BUIbI CITOHTAHHON
aKTUBHOCTH U HATIPaBUTh MTOMCK B HYXHOE HaIlpaBJIeHUE.

Jo 2006 . meyenne BII mpeaycMaTrpuBaio TONBKO
CUMIITOMATUYECKYIO TEepamnuio, HO TOciie pa3paboTKu
crocoba TOJTy4eHUs] PeKOMOWHAHTHOU 4Ye0BEYECKOi
a-I'3[1 n kmmaMYeckoro BHeapeHus: B EBpomne m CIIIA
MeTOoJla 3aMeCTUTeTbHOM dH3uMoTepanuu (39T) oTKpbI-
J1lach HOBasl 3pa B Tepanuu nanueHToB ¢ bI1 u nsydenun
HOBBIX TOJXOJ0B JieueHUs1 bone3Helt HakoreHus. [lep-
BoHauaJIbHO 3¢ dekTuBHOCTE 3DT B BUOE Yay4ylIeHUS
paboTHI cepalla, yMeHbIIIEHUS BBIPAXKEHHOCTHU JIbIXaTelb-
HBIX HAPYIICHU U CHUXKEHUS JIETATbHOCTY OblJia pojie-
MmoHcTpupoBaHa npu MBI, Ho 110 Mepe HaKOIJIeHUS MU -
POBOTO OINBITA TOSIBWJINCH COOOIIEHUSI O PEe3yJIbTarax
ncrnonb3oanusg 39T npu BITITH [14—16].

B HacToseit ctaTthbe MPUBOANTCS OTIMCAHKE TIEPBOTO
HabmoneHust B Poccuu mammeHTa ¢ MOJIEKyIsSIpHO-TEHe-
THyecku noaresepxkaeHHoi BITITH.

Ilayuenm A., 65 aem, unicenep, 6 Hacmosuuli paboma-
em 3amecmumenem oupekmopa wkoavt. Obpamuncs c Jcano-
bamu nHa mpyonocmu npu xo0vbe, usMeHeHue NOX00KuU («cman
X00umb 8nepesanKy»), 0CaHKu, Ha 00blUWKY NPU pa3e060pe
U npu xo0vbe Ha KOpomKue paccmosHus, HeyCMoU4UgoCms
npu xodvbe (Moxcem ynacms, ecau HacHemcs éneped), OHes-
HYI0 COHAUBOCMb, INU300bL 201080KPYICEHUSI NPU NepeMeHe
noaoxcenuss meaa, nepuoouueckue pedkue 004U 6 Ho2ax,
CHUDICEHUEe CAYXA, 4 MAaKdice U3MeHeHUe apmuKyaAayul om-
denbHblX 38YK06 (peub cmana Hepazbop4ueoil), yuaujeHHoe
MOYeucnycKauue u mpyoOHoCmu npu Hamyxicuearuu (npoyecc
degpexauuu 3anumaem ue menee 40 mun). Cuumaem cebs
O01bHBIM HayuHas ¢ 55 aem, Koeda enepsvie 06PaAMUACA
K @pauam no noeody caabocmu 6 Hoeax u noxodku. Touno
Hazeamsv 8pemMs NOSIGACHUsL MbLIUEHHOU CAaO0CMU He MOJCen,
MaK Kak cHavania usmeHenusi Ovlau edea 3aMemmubsl, NOKa
Ha 6-1U dekade xcusHu cmanu cy6seKmMUHO U KAUHUYECKU
04eBUOHBIMU U HEeYKAOHHO npoepeccupyrouumu. Heodno-
KpamHo 06c1e008aH no nogody nodo3peHust Ha 803pACMHbLe
U3MeHeHUs 8eujecmea mo3ed, 6o1e3HU MOMOHelpoHa, a mak-
JIce B03MOICHO20 NEPBUYHO-MblULEHHOR0 3a001e6aHusl. B 603-
pacme 65 1em 8 c653U ¢ HOUHOU 2UNOBeHMUNAYUEH NaAYUEeHMY
Ha3HaueHa 08YXypPOBHe8Asl HEUHBA3UBHAS BEHMUNAYUS NECKUX
annapamom VPAP S9 (ResMed). Hmeem I epynny unganud-
HOCMU, YCMAHOBAEHHYI0 HA OCHOBAHUU OUACHO3A: MUONAMUS
no3oueil popmoi ¢ npeuMyUeCmeeHHbIM NOPAlCeHUeM MblUlY
naexegoeo nosca, myaosuua u Hoe.

H3 anamnesa ncuznu. O pannem pazeumuu 00CMOBEPHbIX
cgedenuil Hem. Cuumaem, 4mo poc U pazeueancs co2AacHo
603pacmusim Hopmam. B 10 nem ommemun, umo ycnegae-
MOCMb HA 3aHAMUAX QUKYAbIMYPOIL CMAAA HECKOAbKO HUdICe,
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Tmnotpodua rpyaHbIX
MblLL?

CnabocTb MblWLy
nepeaHen bproLHoM
CTeHKN?

Puc.1. [Tayuenm A. 6 6o3pacme 39 aem. Kommenmapuii: «Iloaon scusnen-
HbIX ClUA, HEMHO20 00AbULe, YeM PaHblile, YCMAalo Uepas Ha omobixe  goaeli-
604... B yeaom cuumaro cebs cosepuiernno 300poguim uenoeexom». Bee go-
moepaguu neuamaromcesi ¢ paspeutenus NAyUeHma

uem y CepCMHUKO08: «Ho2U Oblau caabee, uem pyKu, makaice
cman xysice npovieams U KAMamucs Ha KoHvkax». M3 ocoben-
Hocmeil: ¢ demcmea 8ce20a NA0X0 CeUCMeN; HUK020a He Moz
cudemv Ha Kopmoukax, OaHHble MedOCMOMpPO8 6 ulKone
U 80 8peMsL CAYIHCObL 8 apMuu 2080psAmM, 4mMo NOKazamenu
acusHenHol emkocmu aeekux (XKEJI) 6biau 6ceeda Ha Hudxic-
Hell epanuye Hopmbl. B 27 nem npoxodun éoenHyro cayxncoy
6 apmui, 20e ommemua, Ymo emy mpyoHo uepams é gymoon
U3-3a cA1abocmu 8 HO2ax U 4Mo OH He Modicem NOOMsAUBAMb-
csl HA MYpHUKe, HO MOJICem Omdicamucs om noaa; 8 29—
30 aem nosguAGCH NPUBLIMKA ONUPAMBCA HA PYKU NPU NOOB-
eme co cmyna. B nocaedyrowem 3anumancs arobumensckum

Puc. 2. Caabocmo kpy2080ii Mbluiybl pma: npu NONbIMKE CEUCMHYMb RAUU-
eHm He Modcem adeK8amHto cA0HCUMb 2y0bl

Puc. 3. Caabocme Kpy2o6otl mbluiigbl 2AA3 U MUMUYECKUX MbLULY,

CHOPMOM U MYpU3MoM 00 35 n1em, Koeda enepgvie Ommemudn,
umo npu beee unu 6b1cmpoii X00bbe «UH020a NOOKaAUUBAIOM -
¢l Ho2u»; INU300bL cAAO0CMU 8 NPOKCUMANBHBIX 0MOeAax Hoe
8 nocaedyouem n0BMOPSAUChS HECKOAbKO pas, Npoxoods nocae
omadsixa, HO nayueHm Ha4an uzbeeame Oeea. Boiwenepeyu-
C/eHHOe NayUeHm pacyeHU8anl Kax UuHOUgUAyaibtvle 0Co0eH-
Hocmu, mem Oonee umMo ONUCAHHblE U3MEHEHUs He 0asaiu
nogoda 04151 COMHeHUsI 8 COCMOSIHUU 300po6bs (puc. 1). Havu-
Has ¢ 55 nem nayuenm ommeuaem caabocmy 8 H02ax U uzme-
HeHue noxodKu, HeyKAOHHO npozpeccupyloujue no Hacmosujee
épemsi. B danvreiiuem omuemauso cmanu Hapacmams 00biul-
Ka npu MUHUMANAbHbIX HA2PY3KAX, 00uas cA1abocms, uzmeHe-
HUe OCaHKU.

[lepenecennsie 3a60ne6anusi: 6 gospacme 44 sem msnce-
AAs YepenHo-mo3208asi Mpaema, COMPSCEHUe 204108H020
Mo3ea ¢ npebvléanuem 8 omoeaeHUU PeanuMayu U UHmeH-
cusHoll mepanuu 8 meveHue 2 OHell; XpOHUHeCKUl GPOHXUM.

H3 cemeiinoeo anamneza. Mamy Obvira npakmuuecku
30dopoeoii, ymepaa 6 eozpacme 89 sem. Omey, ymep 6 03pa-
cme 62 1em om OHK0A02UMECK020 3a001e8aHUS (PAK 20pPMAHU
¢ memacmasamu). Cecmpa omya ymepaa 6 gozpacme 60 1em
makaice om oHKOA02UHECK020 3a00aeeanus. bpam nayuenma,
69 nem, cuumaem cebs 300p08bIM U HUKAKUX c8e0eHUll O ce-
be He npedocmagua.

Heepoaoeuneckuii cmamyc: xonmaxkmeH, adekeamer,
aMoyuoHanbHo cmabuner. Oouemo32080i CUMNMOMAMUKU
Hem. YepenHoie HepabL: AULO CUMMEMPUYHOE, HUCMAMA Hem,
00seM OdgudiceHull 2na3nblx A0610K nOAHbLI, homopeaKyuu
COXPAHeHbl, peub Uleneasnsas, CAyX CHUICEH.

CyxoocunvHole pegpaexcol ¢ pyK U HO2 CUMMempPUYHble,
acusvle. Knonyc cmon ¢ 2 cmopoH, HenoCmosHHblIl KAOHYC
KonenHbix yaweuek. ToHyc MbluiY, CHUJICEH 8 NPOKCUMANbHBIX
omadenax pykx.

Cuna moiwy, no wikase MRC (6 6annax): kpyeosas moliu-
ya pma — 3, He MOJCem CEUCIEMb U CAONCUMb 2y0bl 8 Mpy-
oouky (puc. 2); kpyeosas muiuya 2nra3 — 3 (puc. 3); moluiypl
A3blka — 3, ommeuaem 3ampyoHeHue npu NONbIMKe S3blKoM
Y6pame ocmamiku nuwu mexcoy 3y0amu U weKoil, CA0HCHOCIU
npuU NPoU3HeCeHUU CMaHIapmHbIX CKOP0208OPOK (CybseKkmug-
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Puc. 4. Tunepaopdos u cnabocme muiuiy, nepedreli OpOUHOU CMeHKU

HO: A3bIK 3anaemaemcs); ceubamenu weu — 4—5, pazeubame-
au weu — 2—3, boavuias epyoHas muluiya — 3; Mblulybl nepeo-
Hell cmeHKU Jcusoma — 3, NApacnuHANbHble Mbludybl — 2—3,
eunepaopdos (puc. 4), npu HakaoHe eéneped Mojcem Ynacmo
U3-3a cAaboCmu Muluy, NOSICHUYbL U YMPamyl pagHo8ecus;
U3 NOA0NCEHUs. Aedca He MOdcem ecmamy 6e3 NoMouU pPyK
U 8CNOMO2AMENbHBIX 08UMNCEHUI: 6cmaem, NO8OPAHUBASCH
Ha 60K, NOUCK PABHOBECUsl NPU CTNABAHULL; He MONCEM CeCib,
3aKUHY8 HO2Y HA HO2Y, A MAKJIce 6CMamb co cmyaa 6e3 nepe-
Hoca uenmpa msaxcecmu éneped (puc. 5); mbluiybl pyK: 0eb-
moeudnas — cummempuuno, 3; buyenc — 4; mpuyenc — 5;
Mbluybl npeonaequil — 5; Moluubl Kucmu — 5; dgyenaeas
Mbluya bedpa cresa/cnpasa — 3/2; uembipexenasas Mblulya
bedpa cnpasa/caeea — 5; ducmansHole Mbliybl HO2 — 5 6ani.
Ilepkyccuonnbiii MuomoHnuueckuii gheHomen omcymemayem.
Ymepennvie ampoguu mwiuy nieuesoeo nosica, epyoHvix
mbluy (puc. 6), NapacuHAAbHbIX MblULY, (OMHEMAUBO 8 NOSCHUY-
Hom omdene), 3a0Heil epynnvl Mobiuty, 6edpa. lunepmpogpuii Hem.

Puc. 5. Ilokadposas ceemka deMoHCmMpuUpyem cAONCHOCMU NPU 6CMABAHUL CO CIYAA: HEOOX00UMOCMb BCHOMOLAMEALHbIX ONOPHBIX OBUNICEHUIL, NEPEHOC
YeHmpa msxcecmu 045 yOepiuCanusi pagHOGeCUs.
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Puc. 6. Vmepenno evipasicentvie ampoghuu mbiuiy, naeue6o2o nosica u epyoHsix
Moluly,

CercopHbix paccmpoiicme Hem, 3a UCKAIOYeHUeM CHUdICe-
Hus cayxa Ha oba yxa. B noze Pombepea ycmoituus. Ilanvye-
HOCO8YI0 NPOOY BbINOAHSAEM YBEPEHHO, KOAEHHO-NAMOUHYIO
npoly 8biNoAHAEem HeUemKo U3-3a GblPAdCeHHOU caabocmu
NpOKCUMANbHBIX Mbluty. Xodum ¢ packauuganuem Kopnyca
u noomseusanuem 6edep, xo0vba ¢ 3aKpoiMbIMU eAa3aMU
U mandemuas noxoo0Ka 3ampyoHeHbl 8credcmeue 0sueament-
Hoeo deguyuma.

Obpawiaem Ha ceb6s HUMAHUE 00bIUKA NPU MUHUMANb-
HOIUl Haepy3ke, 0COOeHHO npu Xxodvbe, MOXlcem CHOKOUHO
npoiimu ue bonee 10m, nocae ueeo noseasemcss 00blUKA;
00blIUKA 80 8PeMsl HENPOOOAICUMENbHOLO MOHOA02A.

Aemonomuas cghepa: uacmole N0O3bl8bl HA MOYEUCHYCKA-
nue. Cxaonnocms k maxuxkapouu. ANl 140/89 mm pm. cm.,
YCC 90 yo/mun. lunepcmenuueckoeo menocaosxcenus, UMT
Kxe/m?31 (N 18—25ke/m?).

Jabopamopnoe o6caedosanue. buoxumuueckuii anarus
kposu: KDK-Mb — 51 Eo/n, KDK — 406,0 Ed/a, ACT — 42
Ed/a, AJIT — 46 E0/a, kasuit — 4,50 mmons/n, busupybun
obwuii (30.01.2014) — 23,9 mkmons/a, 6usupybur npsamoii —
8,9 mrmons/a, ounupybun nenpsamoi — 15,0 mkmons/a, xo-
necmeput — 4,8 mmonnv/a; 06uuil berox — 75 e/n, errokoza —
6,3 mmonv/n, Hampuit — 147 mmonv/a, mouesuna — 5,0
MMOAb/A, KpeAMUHUH — 73 MKMOAb/A.

Obwuii (KauHuvecKuil) anaius Kposu: NelKouumsl —
10,1 x 10*9/a, spumpoyumer — 5,45 x 10*12/a, eemoeno-
oun — 16,9 2/0on, eemamoxpum — 47,9 %, mpomboyumo: —
156 x  10*9/a, ckopocms ocedanus 3pumpoyumos
no Becmepepeny — 2mm/4.

Ananu3z mouu obwuil: ygem — iceamoiil, NPO3PAYHOCHb —
noauas, omuocumenvuas naomuocmo — 1018 me/ma, pH 6,5,
0enoK, enoKo3a, KemoHogble meaa, OUUpyOUH, HUMPamHoie
bakmepuu, I3pUmpoyumsl, YUAUHOPSLL, CAU3L, COAU — He 00-
HapyceHsl, ypodururouds: — 16,0 mxmonsv/a, snumenuii —
eOuHuYHblil, nelikoyumst 0—3—5 6 none 3penus.

Kopomkas koazynoepamma: akmueupoearHoe 4acmut-
Hoe mpombonaacmurogoe epems — 25 ¢ (Hopma 25—35);

npompomburosoe epems — 10,9 ¢ (nopma 9,8—15); npo-
mpomoun no Keuxy — 96 % (nopma 70— 130); mexncoynapoo-
Hoe HopmanuzosanHoe omuouwenue — 0,9 E0 (nopma 0,8—
1,2); AID-aepeeavus — 57 % (nopma 55—80); codepycanue
gubpunoeena — 4,7 2/n (Hopma 2—4); mpomburogoe epems —
13 ¢ (nopma 11—18); H-oumep — 0,110 mxe/ma (Hopma
0,02—0,297).

Hucmpymenmaavroe o6caedosanue. Inekmpokapouo-
epaus: cunycogoiii pumm. YCC — 90 yd/mun. Hopmanshoe
noaoscenue snexmpuueckoil ocu cepdya. broxada npasoii
Hoxcku nyuka luca. Usmenenus muokapoa neeoeo iceny-
douka.

Dxoxapouoepapus ¢ ysemHoviM 00NNAEPOBCKUM CKAHU-
POBaHUeM: uccredosanue Ha QoHe CUHYCO80L MaxuKapouu,
YCC — 94 yo/mun. Aopma He pacuiupena, cCmeHKy yniomHe-
Hbl, KanvyuruposaHsi. CMEOPKU aA0pMAnbHO20 KAANAHA
VHAOMHEHbL, ¢ 8KAIOYeHUeM Kaavyunamog. Cmeopku mum-
PAaNbHO20 KAANAHA HePAGHOMEPHO YNAOMHEHbL, C 8AH0HEHUEM
KanwbyuHamos 8 0CHogaHuu 3adueli cmeopku. Kamepo: cepoya
He pacuiupersvt (06sem ne6oeo npedcepous — 42 ma, obsem
npasoeo npedcepousi — 39 ma). Mumpanvnas pecypeumayus
I cmenenu. Tpukycnudansuas peeypeumauus Il cmenenu.
Jlecounas pecypeumayus neznavumenvhas. Jlecounas eunep-
men3us I cmenenu. Cucmonuueckoe daeienue 8 1e204HOIL
apmepuu — 42 mm pm. cm. Juacmoauueckas GyHKUUs Muo-
Kapda ne60eo Jceay0ouka HapyuleHa no muny 3ameoneHHoll
peaakcayuu. 30H HaApyuwleHusi A0KAAbHOLU COKPaAMUMOCHU
He ebisigneHo. 1nobansras cokpamumocms Muokapoa é Hop-
me. Ppaxyus evibpoca 59 %. Jonosnumenvrasn xopoa 6004
Medxncucenydoukoeoil nepeeopodku. TunepmobunrvHas medic-
npedcepOHas nepeeopodka.

Penmeenoepaghus epyonoil kaemiu: o4a2o8six u UHQDUAb-
MpamueHbIX U3MeHeHULl Hem.

DHMI. Hccredosanue MOmMOPHOU U CEHCOPHOU NPOBO-
dumocmu Hepgoe pyK U Ho2: napamempsl Npo8oOUMOCHU
8 PAMKAX HOPMAAbHBIX 3HAYEHUL].

IMT KoHyeHmpuUecKUM U20ABYAMBIM IAEKMPOJOM:
CHNOHMAHHAS AKMUBHOCMb 8 8UOe MUOMOHUYECKUX PA3PS008
6 buyence nieua U nApacnUHAAbHbIX MbLUUAX; XapaKmepu-
cmuxu IIJE: cpedussn onumenvhocms TLIE crudicena, cpeo-
HSIS1 aMAAUMYOaQ yeeauyena.

Iloaucomuoepagpuueckoe uccaedoganue: uvoexc an-
HO3/2unno3 = 42,6/4; obujee Koaruvecmeo snu30008 dbixa-
menvHbix Hapyuwenuil 209, uz nux 19 o6cmpyxmusHbix an-
HO3, 182 obcmpykmueHvlX eunonHos, 8 UeHMpasbHuIX
anHo3. Makcumanvras npoodosdicumensbHOCms 00CMpyK-
mueno2o annos 21,7 c. Munumanvroe snauenue SpO,
76,0 % (nopma > 90 %).

Tecm 6-munymHoil Xx00b0bL: nepeas 0CMAHOBKA Hepes 4m
¢ npodonyceruem deudcerus yepes 10 c.

Cnupoepaghus: 3HauumensHoe CHUNCeHUe 8EHMUNAUUOH -
HOI CHOCOOHOCMU Ae2KUX 8cAedcmeue GeHMUAAYUOHHBIX
HapyweHuil pecmpukmuenoeo muna. bponxuansenas o00-
cmpyKyus 3HauumensvHo ewipadcerna. XEJI 3uauumensro
cHuxcena. IIpoba c GpoHxXOAUMUKOM OMPULAMENbHASL, OPOH-
XOCNA3M He Bblsi6AEH.
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Horwu cia0ee,
4eM PYKH,
CTall XyxKe
IpBIraTh

U KaTaThCs
Ha KOHbKaX

CnabocTts B HOTrax, IBMCHCHUC
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HWuorna
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Bo3pacr,
27 30 | 35 | | 55 65
JET

Puc. 7. Cxema pazsumus 3ab601e6anus

Koncyabmayus yponoea: 0auHbix, nOOMEepHcOAOULUX
Haauuue adeHoMbl NPeACMamenbHoli dceaesbl U UHO20 YPoao-
2uyeckoeo 3a601e8anusl, Hem.

Maenumno-pe30HaHcHyo momozpagpuio Mbluly, Mbluie-
HYI0 OUONCUIOHE NPOBOOUAL.

Teuenue 3aboneéarnusi, obseKkmusHblil cmamyc, daHHble
1a060paAMOPHO-UHCMPYMEHMANbHO20 00C1e008aHUS NO380AU-
Au 3anodo3pums duaenos bI1. B aabopamopuu nacredcmeer-
HbiX OonesHeil obmeHa eeujecms Meduko-eeHemuyeckozo
Hayunoeo yenmpa PAMH ananuzom kposu no memody cyxoeo
NAMHA ObIA0 8bIAGAEHO CHUMNCeHUe akmueHocmu o-13/] 0o 5,8
HM/me/4 npu Hopme 13,0—53,6 HM/me/4, umo noomeepou-
410 npednonazaemotii duaernos BIIITH u nocayicuno ochosa-
Huem 0a5 nocaedyrujeeo JIHK-ananuza, évisasusuieco myma-
yuro eena GAA, omeemcmeenHyo 3a pazeumue O0aHHO20
3a6onesanus. Yepes 4 mec nauuenmy 6vina nayama 39T
npenapamom maio3aim® (arenokosudaza arvpa, ucen-
3aiim) no cxeme: 20me/ke Kaxcovie 2 Hed (npenapam npedo-
cmaeneH 8 pamkax 61a20meopumenbHoll npoepammol Jlicem-
3aim komnanueii epynnot Canogu). C yuemom manoeo uucaa
UHQY3ULl, NPOBEOCHHbIX K HACMOAUEMY 8peMeHU, U obuell
UCXOOHOU MANCeCmU COCMOAHUS OUeHUMb IhheKm neveHus
Ha OGHHOM 3mane He NPeacmasasemcst 603MONCHbIM, HO CYOB-
eKMUBHO NAYUEHM OmMeYaem ypeijiceHue no3bl608 K Mo4eu-
cnyckauuio, obaeevenue axkma Odegexayuu (0o 20 mun),
a makice cyoseKmusHo — eny00kKo02o edoxa.

06cyxneHue

B mpeacTaBiieHHOM KJIMHWUYECKOM HaOJIONeHNU 3a-
nepxka B mocraHoBke auarHosa bBITITH cocraBuia okono
10 7et, 9TO COBITamAeT C MUPOBLIMU TAHHBIMU, CBUICTEIIb-
CTBYIOIIIMMH O TOM, UTO JTaKe B Pa3BUTHIX CTpaHaX BpeMs
nocTaHOBKM avarHo3a BIT y nmi crapiieit Bo3pacTHO
TPYIIIEI COCTaBIIgeT B cpenHeM ot 7 mo 10 mer [7]. Tma-
TeJIbHBIN cOOp aHaMHe3a MO3BOJINJT YCTAHOBUTD, UTO TaKe

nmepBble npu3Haku BII, Kak HEBO3MOXHOCTb CHUICTH
Ha KOPTOYKAX, UTPaTh B (byTOOJI, TPYTHOCTU IIPU KaTaHUU
Ha KOHbKaX, HEBO3MOXXHOCTb MOATSIHYTbCSl Ha TYPHUKE,
HO TIPY 3TOM YMEHHUE OTXAThCS OT I10JIa, ITOrpaHUIHBIC
nokazatenau 2KEJI, onpenensiinch yKe B paHHEM JIETCKOM,
IIKOJbHOM, IOHOLIECKOM M MOJIOOM BO3pacTe, HO BOC-
MIPUHUMAINCh OKPYXAIOIMMMU W CaMUM THaIlMeHTOM
KaK MHAWBUAyaIbHBIE 0co0eHHOCTH. DOoTOKAAPHI B pa3-
HBIE TICPUOIBI KM3HM, HAYMHAsI C TIOMPOCTKOBOTO, IT03BO-
JIWJI BBISIBUTH TUMOTPOMUIO MBI IIJICIEBOTO ITosica
1 c71ab0CTh MBIIIIL XMBOTa B Bo3pacte 18 um 35—39 ner
COOTBETCTBeHHO. [IepBBIM CHMITTOMOM IJIMKOTEHO3a 2-TO
TUMNA CTaja CJabOCTh MBILIL Ta30BOTO Mosica. TeyeHue
3a00JIeBaHNSI HOCUT KpaliHe MEmJIeHHBIM, HEYKIOHHO
MIPOTPECCUPYIOIINI XapaKTep, ¢ TIOCTEIIEHHBIM BOBJICUE-
HMEM IbIXaTeJIbHOM M aKCUAJIbHOI MYCKYIaTyphl (puc. 6).
NHBammMan3npyomuMy TIpU3HaAKaMK SBJISTFOTCST ThIXa-
TeJIbHAsI HEAOCTATOYHOCTh 1 HapyIIIeHNE OCAHKH.

Jlo Hacrogiiero oopaieHus MauueHT Habrogancs
C IMarHO3aMM: TUCIIMPKYJISITOPHAsI SHIIe(aronaTusl, CITi-
HaJIbHAS MBIIIICIHAs aTpodUsi, MUOIIATHS, TeTeHEePaTUB-
Hoe 3a0oJjieBaHUE LIEHTpPaJbHOW HEPBHOW CUCTEMBI,
OCTpO€ HapyIIeHe MO3TOBOTO KPOBOOOPAIICHUS B BEpP-
TeOpoba3uiIsipHoM OacceiiHe. Bce 3T guarHo3bl ObUIM
OTBEPTHYTHI B CBSI3U C OTCYTCTBHEM OUYEBHMIHBIX OCHOBA-
HUM 17151 X TOATBEPKACHUSI.

HecMmoTpst Ha TMarHOCTUPOBaHNE MUOIIATUM U MUO-
MMaTHU TTO3THEH (POPMBI, C TIPEUMYIIIECTBEHHBIM ITOpaXe-
HUEM MBI BEPXHETO IJIEUYEBOTO Mosica, TYJIOBUILA U HOT,
MMaIeHT He OB HaIIpaBIIeH B CIELMATM3MPOBAHHBIN
HEPBHO-MBIIICYHBII IICHTP WJIM Ha KOHCYJIBTAIINIO K Te-
HETHKY.

Ha mepBBIX 3Tamax moumcKa TeHETMYECKON IPUPOIBI
3a00JIeBaHUsI Y JAHHOTO OOJbHOTO, OCOOEHHO C yYETOM
HaJIN41s MUOTOHNYECKIX (heHOMeHOB Tipu DMI - nccie-
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JIOBAaHWH, TAaXKe C YIETOM OTCYTCTBHS KIMHUIECKHX TIPH-
3HAKOB MUOTOHHMU, 00CYXIAIaCh BO3MOXHOCTb HAJTNIMST
MHMOTOHMYECKOUN muctpodun 2-ro tmma (AM2). ITocme
toro kKak JIHK-aHanm3 He BeIIBIII XapakTepHO mist JIM?2
MyTallM, TIOWCKKM OBUIM HAIIpaBJICHBI Ha WCKITIOUCHUE
BIIITH.

[NosicHO-aKCHATBHBIA TTATTEPH ITOPAXKCHMST MBIIIIIT
C BOBJICUCHHOCTBIO TBIXaTeIbHOM MYCKYJIATyphI, BO3PACT
MaHubecTalny 3a00JIeBaHUsI, MEIJICHHO IIPOTPECCUPYIO-
I IBUTATEIbHBIA 1 IBIXaTeIbHBIA OeUIINT, MHBAIH-
IU3UPYIOIINIA TalMeHTa, YMEPEeHHOE MePCUCTHPYIOIIee
nosbeiieHne KMK B kpoBu, Hecrienmupuyeckne n3MeHe-
HUS TIpYA UrojbdaToit DMI, — Bce 3T IpH3HAKU ITOCTa-
BWJIM BOIIPOC 00 MCKITIOYCHMHM OOJIC3HN HAKOIUICHMS —
[JINKOTEHO3a 2-TO TUTIA.

IMonTBepxkaenue nuarHo3a BIITIH y mauumenra A.
ITO3BOJIMJIO MHAYE B3TJITHYTh HAa TaKNe HeCTICIIM(MICCKIE
CHMIITOMBI, KaK HapyIlIeHNe MOYCHCITYyCKaHMS 1 nedeKa-
LINY, STBIISIIOIINECS TTPOSIBIICHUSIMA JIM30COMAJIBHOTO JIe-
dekTa B MycKyJIaType MOUYEBOTO ITy3bIPsI M MBIIIIIAX JHA
Tasa U IepeaHeil cTeHKU XKuBoTa. OcoO0ro BHUMAaHMS
3aCIyXKMBaeT TOT (akT, uro Ha ¢oHe 3DT maHHbBIE CUM-
IITOMBI UMEIOT CYOBEKTUBHYIO TEHICHIINIO K UYETKOMY
(GYHKIIMOHAIBHOMY YIYJIICHUIO.

Onucannbiii ciygait BITITH MoxHO paccMarpuBath
KaK TUITAYHBINA BApUaHT ITTMKOTeHo3a 2-10 Tuma. C yuyeToM
nosiBieHus apdexkTuBHOit 3DT, MO3BONAIONIEH CYIIEeCT-
BEHHO YJIyYIIIaTh Ka4eCTBO XM3HU OOJBHOTO, a TaKXKe
OTCPOYMTH U JaxkKe M30eKaTh YTPOXKAIOIINX KIM3HU OCIOXK-

Henuit ipu BITITH, oco6eHHO npu paHHEe TMarHOCTUKE,
HEO00XOAMMO MOBBICUTh HACTOPOXEHHOCTh MEAULIMHCKO-
TO0 COOOIIeCTBA OTHOCUTEIBHO IIMKOT€HO3a 2-TO THIIA.
B ciygasx ymeperHoro nioBeieHns KOK (maxe mpu oT-
CYTCTBUHU OYEeBUIHBIX CUMIITTOMOB), MEIJICHHO IIPOTPEC-
cupyloleii c1aboCcTu MOsSICHO-aKCUaIbHOM MYCKYIaTyphbl,
BKJIIOYAsl AbIXaTeJIbHbIE MBbIIILbI, HAPYLUEHWUS] MOXOAKHU
¢ U3MEHEHNEM OCaHKH, (pOpMUPOBaHNEM TUIIEPIIOPIO3a,
HapyILIEeHUSs IbIXaHUSI B MOJIOXKEHUU JiexKa, 001Ier yToM-
JIIEMOCTHU PEKOMEHIYETCSl TPOBECTU OIpeAeIeHUE aKTHUB-
HoctH o-I'3/] o cyxomy mATHY KpoBH. 3amepKKa B IIOCTa-
HOBKE IMarHo3a M, COOTBETCTBEHHO, B Hadaie 39T
MPUBOIUT K MPOTPECCUPOBAHUIO IBUTATEBHOTO U JbIXa-
TeJIbHOTO Ae(purIInTa, PAa3BUTHIO HEOOPATUMBbIX TOBPEXIIE-
HUMA MBIIIEYHOU TKAHU U YCKOPSET JIETAIBHBIA MCXOM
B JAHHOI KoropTe 00JbHBIX [17, 18].

IIpnmeuanne. OnpenencHue akTuBHOCTH 0-1'3/1 110 Cy-
XOMY MSITHY KPOBH SIBJISIETCS TIPOCTBIM M JOCTYITHBIM Me€-
TOAOM, HE TPeOYeT CreliMaIbHbIX YCIOBUIA /1S TOATOTOBKH
MaluMeHTa, TPAHCIIOPTUPOBKM M XpaHEHUsI MaTepuala,
KOTOPBIA MOXET ObITh OTHPABJIEH B J1abOPAaTOPHIO IO MO~
yre.

IIpoBectu hepMEHTHBII aHAIN3 Y MALIUECHTA TP TTOI0-
3penuu Ha BIT moxHo GecrutatHo B JJabopaTopun Hacen-
CTBEHHBIX 00JIe3HE 0OMeHA BellecTB MeAUKO-TeHeTuYe-
ckoro HayyHoro 1eHtpa PAMH. 3a 6ankamu 11s1 3a6opa
KPOBU MO METOY CYXOTO IMSITHA MOXHO 00paTuThes B Peru-
OHAJIbHYIO OOIIECTBEHHYIO opraHu3anuio «O0IIeCTBO cIie-
LIMAJIMCTOB MO HEPBHO-MbILLIEYHBIM OOJIE3HSIM».
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